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HOPMATUBHBIE CCBIVIKHN

1. [Ipuka3z Munzapasa PO ot 21.04.2022 Ne 2741 «O0 yTBEep)IACHUU MOPsIIKa
OKa3aHMs MEIUIIMHCKOM IMOMOINM MAalMEeHTaM C BPOXIACHHBIMH W (HJIN)
HACJIEICTBEHHBIMH 3a00JIEBAHUSMI.



OIIPEAEJIEHUA

Heonamonozua — »3T0 pa3jen MEAMIMHBI, 3aHUMAIOIIMNCSA 310POBbEM
HOBOPOXJECHHBIX, BKJIIOYasl yXOJ, JI€YEHHE U NpO(UIAKTHUKY 3a00JeBaHUl,
HauMHas ¢ MOMEHTA POXKIECHUSA U 10 28-T0 JIHA KU3HU.

Hacneocmeennvie 6one3nu — 310 MATOJIOTMUECKUE COCTOSIHUS, CBA3AHHBIE C
M3MEHEHUSIMU HaCJIEZICTBEHHOI'O MaTeprasia OpraHu3Ma.

Hacneocmeenuvie 00ne3nu o6Mmena eewjecmeé — Tpynmna 3a00JIeBaHUM,
CBSI3aHHBIX C TEHETHMYECKUMHU JAePEeKTamMH, MPHUBOAINIMX K HAPYIICHUSM B
paboTe MeTabOTUIECKIX MyTEeH.

Xpomocomuvie Oone3nu — HACIENCTBEHHbIE 3a00J€BaHUSA, OOYCIIOBICHHBIE
M3MEHEHUEM YHCIIA WIH CTPYKTYPbl XPOMOCOM.

I'ennvie 0oneznu — 310 Oousibllast rpymnmna 3a00JeBaHM, BO3HUKAIOIUX B
pe3ynbTaTe MOBPEXKACHUS TEHETHUECKOr0 MaTeprasa Ha YpOBHE I'eHa.



OBO3HAYEHUSA U COKPAIIEHUSA
AKTT — anpeHOKOPTUKOTPOITHBIA TOPMOH
AJIT — aranmaaMuHOTpaHcdepasza
APT — anTupeTpOoBUpYyCHAs Tepanus
ACT — acnaprataMuHOTpaHcdepasza
AYTB — akTUBHpPOBaHHOE YaCTUYHOE TPOMOMHOBOE BpEMs
BUY — Bupyc uMMmyHo1epuIinTa yeaoBeka
BIIP — BpokeHHBIE IOPOKH PAa3BUTHS
BIIC — BpoxaeHHbIN TOPOK cepiia
I'TT — ramma-rmyraMuiITpaHnenTuaasa
I'KC — rimroKOKOPTUKOCTEPOUIBI
JIBC — nucceMrHMPOBAHHOE BHYTPUCOCYIUCTOE CBEPTHIBAHUE
JAMXII — nedext Mexokeny104K0BOM EPErOpOIKU
JIMIIII — nedext MexmpeicepIHON IePEropoaKu
JHK — ne3oxkcuprOoHyKIEHHOBAsT KUCIOTa
KKT — xenygo4HO-KUIIIEYHbIA TPAKT
3BYP — 3anepxka BHyTpUYyTPOOHOTO pa3BUTHUSA I1J10]1a
KT — xommnbroTepHast Tomorpadust
MBIIP — MHO€ECTBEHHBIE BPOXKICHHBIE TOPOKU PAa3BUTHS
HBO — nacneacrBennsie 00sie3HM 0OOMEHa
HCT — neitpoconorpadus
HO3K — HekpoTusnpyronmii SHTEPOKOIUT
OAII — OTKpBITBIN apTEpPUATBHBIN MPOTOK
OOO — OTKpBITOE OBATHLHOE OKHO
OIIH — oTaeneHne naToa0ruv HOBOPOXKAECHHBIX
OIIII — ocTpoe moYeyHOE NOBPEKACHUE
OPBMU — octpas pecriupaTopHas BUpycHasi HHPEKITUS
OPUTH — otnenenue peaHMMalMyd U UHTEHCUBHOW T€PAlMi HOBOPOKAEHHBIX
[IKT — npokanblIuTOHUH
[II{P — monumepaszHas nenHas peakius
PJIC — pecipaTopHbIii AUCTPECC-CUHIPOM
PHK — pubonykinenHoBast KUCIOTa
CJI — caxapHsIii 1uabder
CIINJ — cunapomM npruoOpPETEHHOr0 UMMYHOAE(DUIINTA YeJIOBEKa
CPb — C-peakTuBHbIi OenoK
TIIC — TpaxeonuIleBOAHBIN CBUII]
TTI' — TUpEOTPOIHBIN TOPMOH
VY3U — ynpTpa3ByKOBOE UCCIIEAOBAHUE
[IMBMU — niuroMeranoBupycHasi UHPEKIUS
[HHC — ueHtpanbHas HEpBHAs CUCTEMA
Ox0KI— sxokapauorpadus
99T — sanexrposnuedanorpadus
FOMMUI — 10BeHWJIbHBIN MUEIOMOHOLUTAPHBIN JIEINKO3
CPAP — constant positive airway pressure — nojaep>xaHue moCTOSTHHOTO
MOJIOKUTEIIBHOTO JABJICHUS B AbIXATEIbHBIX MyTAX
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BBEJAEHUE

Heonatonmorust xak oTaenbHas Hayka Obula BhieneHa MeHee 50 JeT
Ha3aJl, OJAHAKO CBOMMH KOPHSIMH YXOIUT B JaBHUE BpeMeHa. I[IpobGiema
BBICOKOM  CMEPTHOCTH  HOBOPOXKJICHHBIX, TMOAXOABl W  OCOOEHHOCTH
B3aUMOJEHCTBUS B CUCTEME OKEHIIMHA-TIIALCHTA-TUION BCET1a MHTEPECOBAIIN
JIOJIEW, 3aHUMAIOIIMXCS MEIUIMHOW. Y COBEpPUIEHCTBOBAHME  KaudyecTBa
MEIULIUHCKON TOMONIY, YBEIUYEHUE IOCTYIIHOCTH METOAOB JUArHOCTHKH,
BHEJPEHUE B MPAKTUKY PACIIMPEHHOTO HEOHATaJbHOIO CKPUHUHra H (MO
BO3MOKHOCTH)  NPOBEJIECHHWE  MOJHO3K30MHOTO W IOJHOT€HOMHOIO
CEKBEHHUPOBAHMS TO3BOJIWIO OTKPBITh, OMNHUCATh, JAUArHOCTHPOBATh, a B
JaNbHEHNIIEM U JICYUTh paHEE HEU3BECTHBIE 3a00J€BAHHUS.

B npakTrike Bpaueil-HEOHAaTOJIOIOB YaCTO BCTPEUAIOTCSI HOBOPOKIECHHBIE
C TSKEJIBIMA TE€HETHUUYECKMMM 3a00JICBaHUSIMU, BKJIIOYas HACJEJACTBEHHbIC
HapylieHuss OoOMeHa BEIIECTB, XPOMOCOMHBICE aHOMAajJUUd U  JpYyrue
TeHETHYECKUE N1e(PEeKThI, BBISBISEMOCTh KOTOPBIX PACTET C KaXKIBIM TOJIOM.
CyliecTBEHHYIO0 4acTh MAlMEHTOB OTACJICHUI pEaHMMAallUd U WHTCHCUBHOU
TEepanuy HOBOPOXKIACHHBIX COCTABISIOT JCTH ¢ MHGEKIIMOHHON IMaTOJOTUEH.
[Ipu »ToM MHGEKIIMOHHBIHN TTpoliecC Y peOeHKa ¢ TeHETUYECKUM 3a00JIeBaHUEM
HEPEIKO CTAHOBHUTCS TMOBOJOM Il Oojiee TIIATEIBHOrO HAOMIOECHUS W
MPOBEAEHUS PACIIMPEHHOIO IMATHOCTUYECKOTO TTOUCKA.

KiroueBast posib B paHHel MOCTaHOBKE JMArHo3a MPUHAJIEKUT OOmIen
KOMIETEHTHOCTH CIIEIUAIIMCTOB, TTO3BOJISIONIEH OOHAPYKUTh (DEHOTUITMYECKUE
0COOEHHOCTH, XapaKTEePHBIN JTUIEBON JUCMOP(PHU3M, CKEJIETHBIE HAPYILICHUS U,
B KOMIUIEKCE C JIaHHBIMU WHCTPYMEHTAJIBHBIX M JIAOOPATOPHBIX METOJIOB
UCCIIEI0OBaHMs, 00ECHeYUTh AAbHEUIYI0 3(P(EKTUBHYIO MOMOIIb pPEOEHKY,
YAYUYIIUTh MPOTHO3 U KAYE€CTBO JKU3HH.

B y4yebHO-MeToarueckoM mocodun npeacTaBiIeHbl Han0oJee CIOXKHBIC U
pelaKue KIMHUYECKUE CiIydyal W3 Halleil MpPaKTUKU C aKIEHTOM Ha UuX
muddepeHIanbHyl0  JIHAarHOCTHKY. B pa3gemax mocoOus  OTpa)KeHbI
OCOOEHHOCTH  TEYCHHS TI'E€HETHYECKUX 3a00JeBaHUN, CHHIPOMAIIbHBIX
KPaHUOCUHOCTO30B, DJHJIOKPUHHBIX HAPYIICHUH, THKEIBIX WHOEKITMOHHBIX
MIPOIIECCOB U XUPYpPruuecko naronoruu. Beero onucano okosno 40 pa3inyHbIX
HO30J0THI U 60 KIMHUYECKUX CIy4aeB, a B KOHIE MPUBEAECH CYMMUPOBAHHBII
CIIMCOK BCEW MCIOIb30BAHHOM JIUTEPATYPHI.

Ocobas 6arogapHoCTh BeIpakaeTcst JleTCKON TopoJACKON KIMHUYECKON
oonpHue Noe 9 um. I'. H. Cnepanckoro u Hay4Ho-npakTHuecKoMy LEHTPY
CIIEHUAIIM3UPOBAHHON MEAUUMHCKOW moMowmM JaersiM uM. B. @. BoiuHo-
SAcenenkoro, Ha 0a3ax KOTOPBHIX HAOJIIONAIMUCh ONHCAaHHBIE JICTH.
MynbTUAMCUUIUIMHAPHBIA ~ TOAXOA M BBICOKasg  HACTOPOKEHHOCTH
CIEUHUAIUCTOB BBIIENEPEUUCICHHBIX YUPEXKIACHUN MO3BOJIUIN 3aI003PUTh Y
aeTeil ¢ MH(EKIMOHHOM, HEBPOJIOTMUYECKON M XUPYPrHUECKON MaTOJOTHUSIMHU
KpaliHe penkue 3a00JeBaHUS W NUArHOCTHPOBATH UX B PAHHHUE CPOKH, UTO
MOCITY>KUJIO OCHOBOM JIJIs1 CO3/IaHUsl Y4EOHO-METOJUUIECKOTO TOCOOHSL.



OCHOBHAA YACTDb
Pazoen 1. 'EHETHYECKHUE 3A60/IEBAHUHA

CUHAPOM BEKBUTA-BUJIEMAHHA

Cunapom bexButa—Bugemanna (OMIM #130650, MKb-10: Q87.3) —
peaKoe TreHeThyeckoe 3aboJieBaHHWe, OTHOCsIIeecss K rpymmne Oosie3Hel
UMIIPUHTHHTA, ACCOLIMMPOBAHHOE C JUCPETYJSLMEN HKCIPECCUU TE€HOB B
obmactu 11pl15.5. Knumnuyeckas kapThHa 3a00JIeBaHUS XapaKTepU3yeTCs
3HAYUTEIBHBIM (beHOTUITYECKUM MOJIUMOPHU3MOM, OCHOBHBIMU
POSIBJICHUSIMU KOTOPOTO SIBJISTFOTCSI MAKPOCOMUSL, oM(pasioriesie, MakpoTioCcCHs,
a TaKXe CKIOHHOCTh K TUMOTJIUKEMUU W TOBBIIICHHBIA PHUCK pPa3BUTHUS
SMOPHOHAIBHBIX OIYXOJIe, B MEPBYIO ouepear HePpoOiaacTombl (OMyXoJin
BunbsMmca) 1 renato61acTOMBL.

Yacrtora BcTpeyaeMocTH cuHIpoMma bekButa—BuuemaHHa COCTaBIIIET
npuoim3utenbHo  1:13700 HOBOPOXKAEHHBIX, OJHAKO B  YCJIOBHSX
YCOBEPIICHCTBOBAHUSA  METOJIOB  MOJIEKYJISIPHOM  JAMAarHOCTUKHA  4acToTa
MMOCTAHOBKM JMarHo3a Bo3pactaeT. llaToreHetmyecku cunapom bekButa—
BuaemanHa cBsi3aH ¢ HapylIeHUEM METWJIMPOBAHUS U MyTalUsIMU B reHax H 19,
CDKNIC, KCNQIOTI, y4acTBYIOIIHMX B pEryJsiiud pocTa U pPa3BUTHSL.
KnuHuueckass AuMarHOCTMKA OCHOBBIBA€TCS HAa CHUCTEME OajUIbHOW OIEHKH
PU3HAKOB, a MOJTBEPKICHUE OCYIIECTBISIETCS MOJIEKYJISIPHO-T€HETUYECKUM
METOJIOM.

PanHee BBIBICHHME W MYJIbTUAUCUUILUIMHAPHBIA MOJIXOJ K BEACHUIO
MAIMEHTOB ¢ CUHAPOMOM bekBuTa—BuaemanHa MMEIOT peliarniee 3HaYCHUE
i pOdUIAKTUKA  OCJIOKHEHUM, BKIIOYAs TSOKEIYI0 THUIOTIUKEMHUIO,
JIbIXaTeJIbHBIE PACCTPONCTBA, HAPYIICHUS MUTAHUS U OHKOJIOTUUECKUE PUCKH.

KJIMHUYECKUH CIIVYAN

Manpuuk T. OT wmarepu C OTATOLIEHHBIMM COMATHYECKUM U
TUHEKOJIOTMYECKUM aHaMHE30M. bepeMeHHOCTh TPEThsi: Ha IEPBOM CKPUHUHTE
BBISIBIICHO oM(aroriene, Ha 29-i Hemene — yrposa mpepbiBanus, a Ha 31-it —
OTCJIOWKAa HOPMaJbHO PACHOJIOKEHHOM IUIAEHTBI W  KPOBOTEUYCHHE,
MOTpeOOBaBIIINE IKCTPEHHOTO KecapeBa CEUCHUSI.

Macca tena npu poxxkaennu 2100 r, girna 42 cM, OKpy>KHOCTb T0JIOBbI 31
cM; o mkaine Anrap — 4/6 6amnos. [1o tabauiiam INTERGROWTH-21 macca
TeJIa U OKPY>KHOCTh TOJIOBBI MPEBBIIIAIA BO3PACTHYIO HOPMY (~95 %o).

B poawibHOM 3ane coctosiHue peOeHKa ObUIO pacleHEHO Kak KpaiiHe
TSOKENOE 3a CYET CepJIeYHO-JIErOYHOM HEeA0CTaTOYHOCTU. PecnupaTopHble
paccTpoiicTBa TpeOOBaJIM MHTYOAIlMM Tpaxeu C BBEACHHEM cypdakTaHTa U
crtapta ucKyccTBeHHOM BeHTwisanuu Jjerkux (MBJI). Jlanee pebeHok ObL1
nepeBefieH B OTHCJICHHE pEeaHuMalMd U MHTEHCUBHOM  Tepamnuu
HOoBOpOoXkIeHHBIX (OPUTH) poaunsHoro qoma.



C uenpr0 KOPpEeKUMH TeMOAMHAMUYECKUX HapyLIEHUH NPOBOJUIHCH
MaccuBHasi MHQY3MOHHAsI U KapJAUOTOHHYECKas Tepanus. B 1-e cyTku Ku3HH
OTMeYajach THUIOTJIMKEMHs] C TOKa3aTelleM TIJoKo3bl 0 1,6 MMOmb/m,
CKOPPEKTHPOBAHHASl YBEJIMYCHHEM YIJIEBOJAHOW Harpy3ku. KiumHnueckas
KapTHHA YKJIAJblBAIaCh B KpuTepun cuHapoMa bekButa—BuaemanHna:
MaKpOTJIOCCHSl, KOpPOTKasl Ies, CKJIaJKka Ha MOYKe yxa, omdaolerne,
runoraukemMus (puc. 1).

Ha 7-e cytku oku3Hu Mampuuk Obul  mepeBenén B OPUTH
MHOTOMPOGUIHHON OOJNIBHHULIBI, T/I€ €r0 COCTOSIHUE OLIEHHWBAJIOCh KaK THKEIOe
3a CUeT JbIXaTeIbHOM HEJIOCTAaTOYHOCTH, HWH(EKINOHHO-TOKCHYECKOTO
CUHApPOMA, COXpaHdwlIeiics runepounupyounemMun (1o 262 MMOJIb/M),
HEBpPOJIOTMYECKOM  CUMIITOMAaTUKH W T'€MOPPArM4ecKoro  CHUHApPOMA.
[IpoBoaunuce pecniupaTopHas MOJJIEPKKA, aHTUOAaKTEepHaJIbHAS,
reMocTaThuyecKasi U IpoTUBOCYAOPOKHAs Tepanus, poroTepanus. Ha 8-e cyTku
KHU3HU pPEOCHKY MPOBOJAWIOCH OINEPATUBHOE BMEIIATEILCTBO B 00BEME
IUIACTUKKU TepeaHeil OpromHoi cTeHku. B mocneonepaninoHHOM mnepuojie
COCTOSIHME OCTaBaJIOCh TSKEJIBIM 32 CUET TCUCHHS] MTHEBMOHUU M HECTAOUIILHOM
reMOJIMHAMUKU. B CBS3M €O CTOMKOW THUIOTEH3UEH PEOEHOK  ObLI
KOHCYJIbTUPOBAaH 3HJIOKPHUHOJIOIOM, COCTOSIHME pPACUEHEHO KaK TEUYECHHE
TPaH3UTOPHOIO TUIIOKOPTULIM3MA, noTpeOOBaBIIETrO Ha3HA4YECHUs
3aMECTUTENIBHOW TOPMOHAJIIBHOW TEpaluMu TIIOKOKOPTUKOWIAMH. YPOBEHB
IJIIOKO3bl HaxoAWiIcs B Tpezaenax pedepeHcHbIXx 3HaueHuil. B cBs3u c
BBIPA)KEHHOM  Makporjioccueil  ObUIO  3aIUIaHMPOBAHO  ONEPATHUBHOE
BMEILATEIBCTBO.

Ha 22-e cytku xu3Hu peOeHoK miaHoBo Obul mepeBeaéH B OPUTH
CIIeMATU3UPOBAHHON JIETCKOM OOJIbHUIIBI. PEOCHOK /10 HACTOSIIEro BpeMEHU
Haxoquicss Ha MBJI, cocrossHne octaBajioch TsKeIbIM. Ilo  JgaHHBIM
peHTreHorpaguu OpraHoB TPYAHON KIETKHU OMPEACISITUCh HHOUILTPATUBHBIC
TeHW B JeroyHoi mapenxume. Ha sxokapaumorpaduu (OxoKI') BwisBICHBI
runeprpopudeckas KapIUOMHOMATHS U OTKphITOe oBalbHOE OokHO (O0O0).
[IpoBoMOE paHee MOJIEKYJISIPHO-TEHETUYECKOE UCCIIEI0BaHNE MMOATBEPIHIIO
cuHgpom bekBura—Bunemanna (Mo3anuHoe Hapyuienre metunupoBanus [C1 u
IC2, xapuotun 46,XVY). B Bo3pacte 1 Mecsama 5 nHEl Oblaa BBIOJHEHA
yacTU4Hasl pe3ekiusi s3bika. [locneonepanvoHHbIl nepuon mpoTekan 0e3
OCJIOKHEHHH, peOEHOK OBLI IEPEBEIEH HA CAMOCTOSITEILHOE JIbIXaHUE.

Opnako Ha 7-¢ TMOCIEONEepallMOHHbIE CYTKHM BHOBb pPa3BUJIACh
nepcucTupytomas runoriukeMus (10 1,2 MMOnb/1), HE NOIJA0IasCs
CTaHIAPTHOMN Teparuu, noTpeOoBaBIIas MAaCCHUBHBIX JTOTaIui
BBICOKOKOHIIEHTPUPOBAHHBIX PACTBOPOB ITFOKO3bI M TOCTOSIHHOTO HAOJII0ICHUS
peOeHKa SHIOKPUHOJIOTOM.

3a Bpemsi mpeObIBaHMS B CTaloHape y peO&Hka Oblia ycTpaHeHa
KHCIIOPO/103aBUCUMOCTb, MPOBEACHBI KOHCYIbTAIIUU T'€HETHKA, OPTAIbMOJIOTA,
JOp-Bpaya, a TaKXke MPOBOJWINCH PEryJsipHble HAOMIOJCHHUS YETIOCTHO-
JUUEBBIM XUPYPrOM, HEBPOJOrOM, KapAUOJIOIOM M 3HAOKpHHOJorom. K
Bo3pacTy 1 mecsua 10 nHelt Mambuuk OBLI EPEBEIEH HA MOJHOE YHTEPATHHOE
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nuTaHue. B cBs3W ¢ mpoAoKalonuMUCcs HapyIIEHUsIMHA yTIAEBOAHOTO OOMEeHa
U HEOOXOJAMMOCTbIO HAOMIOACHUS SHAOKPUHOJIOra peOEHOK ObLI MEepeBe/EH B
npoduiibHOE OTHENeHUE I JalibHEWIero oOcieoBaHUsI U OIpeesieHus
TaKTUKH JICUCHUSI.
HHUATHO3

Cungpom bekBura-Bunemanna.
JTUDDEPEHI[UAJIBHBIN JUATHO3

HuddepenunanbHas AuarHocTuka cuHapoMa bekButa—Buaemanna
TpeOyer  yuéra  MIHUPOKOTO  Kpyra  TeHETHYeCKHX  3a00JeBaHUH,
COTIPOBOXAAIOIIUXCS TpPU3HAKAMU HM30BITOYHOTO pPOCTAa M HAPYIICHUSMHU
COMAaTHYECKOro pa3BuTUA. B mepBylo odepenp HEOOXOAMMO MPOBOJUTH
pa3rpaHUyYCHUE C JAPYTUMH CHHAPOMAaMH THUIIEPPOCTA, BKIKOYEHHBIMU B
pyopuky Q87.3 no MKb-10 —3to cunapom Coroca (OMIM #117550), cunapom
Yusepa (OMIM #277590), cunapom Cummncona—Ionabu—bemens (OMIM
#312870) u cunnpom Ilepamana (OMIM #267000). Otu 3a0601€BaHUs HEPEIAKO
UMEIOT cXxojHble (eHotunuueckue deptel ¢ CBB, BkiIOuYas MakpoCOMHIO,
aucMopu3M JMIla, HApPYIICHHWS B PAa3BUTUM CKeJleTa W BHCIEpPAJbHBIC
aHomanuu. Kpome Toro, kak m mpu cuHapome bekButa—BuupemanHa, mnpu
yKa3aHHBIX CUHJIpOMaXx 3a(UKCUPOBaHA MOBBIIIEHHAS YaCTOTa SMOPUOHAIIBHBIX
OIlyXOJIe, OCOOEHHO OoImyXxojau BuinbMmca M remarobsacToMbl. OTO JAenaeT
o0s3aTeNbHBIM ~ paHHEE BKJIIOYEHHUE  OHKOJOTMYECKOrO0 CKpPUHHMHIA B
JAArHOCTUYECKUN aJITOPUTM M TOCTOSIHHBIA MOHHUTOPHWHT MAI[MEHTOB C
MMOJ03PEHNEM HA TAHHBIE CHHAPOMBI.

ObBCYK/[EHUE

Cunapom bekButa—BuaemanHa mnpeacTaBisieT co0oil  peakoe, HO
KJIIMHWYECKH 3HaYMMOE 3a00JieBaHue, TpeOyrollee BHICOKON HaCTOPOKEHHOCTH
CO CTOPOHBI BPAYEH YK€ B AHTEHATAIIbLHOM IIEPUO/IE B CBS3U C PUCKOM TSLKEIBIX
OCJIOXKHEHUU. ['eHeTHYecKass M SIUIeHETUYECKass HEOJHOPOIHOCTb, a TaKXKe
YacThIi MO3aWYHBIA XapakTep HapyIIEHWN OO0YCIOBIMBAIOT IIMPOKHUM CHEKTP
KJIMHAYECKUX TIPOSBICHUA U 3aTPYAHSAIOT MOJEKYJSPHO-TEHETUYECKYIO
Bepu(duKauioo auarHoza. TeM He MEHee HaJIM4he XapaKTepHOTO COYCTAHUS
MPU3HAKOB — MaKpOCOMHH, MaKpOTJIOCCHH, AcedeKTa mepeaHel OprourHOM
CTEHKH U creuuduyeckoro qucMoppusMa — Mo3BOJSET 3aM0403pUTh CUHAPOM
bekButa—BuaeManHa emé€ B HEOHATAIBHOM IEPUOAE. XOTsS HACIIEICTBEHHBIN
aHaMHE3 MOXET OKa3aTh JMArHOCTUYECKYH0 MOMOIb, OONBIIMHCTBO CIy4YacB
HOCST CHOPAAUYECKUN XapaKTep.

[lonTBEepx)aEHNE AMArHo3a C IOMOIIBIO MOJIEKYJIIPHO-T€HETUYECKUX
METO/IOB HE TOJIBKO YTOUHSIET KIMHUYECKYIO KAPTUHY, HO U MO3BOJIIET OLICHUTD
PUCK MOBTOPEHMS NATOJIOTUM B ceMbe. KOMILIEKCHOE BEAEHME MalMeHTa C
Y4aCTHEM CIIELUAIMCTOB PA3HBIX HAINPABICHUN CYIIECTBEHHO IIOBBILIAECT
IIAHCHI Ha OJIATOTIPUSTHBIA WUCXOJ M YJIydIIaeT KadecTBO XKu3HU. OIHUM W3
KJIFOYEBBIX AaCIEKTOB SIBJISIETCS BBIABICHUE W JIEYEHUE METa0OINYECKUX
HapYIICHU, B IEPBYIO OYEPEIb IEPCUCTUPYIOIIEH THIIOTIIMKEMUH, TpEOyIoLIei
COTJIACOBAHHBIX JEHUCTBUM HHIAOKPUHOJIOTOB U IEAWATPOB. XHUPyprudecKas
KOPPEKLHs BPOXKAEHHBIX aHOMAJIMIM — TaKUX KaK Makporjoccusi, omdanonenie,
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aCUMMETpHS Tela U OMyXOJIM — IMPOBOAUTCS B IJIAHOBOM MOPSAJIKE U TpeOyeT
y4acTHsl IETCKUX XUPYPrOB.

He MeHee BaXHO YYUTBIBaTh COITYTCTBYIOLIME IIATOJIOTHH, KOTOPBIE
MOTYT YCJIOKHATh TEUEHHUE OCHOBHOIO 3a0ojeBaHus. PaHHAS AuarHocTuka u
CBOEBPEMEHHOE JICUCHHE TMIIOIVIMKEMHUH HMMEIOT pelIarollee 3HAYCHUE IS
npoUITAKTUKI HEBPOJIOTHYECKUX IIOCJIEICTBHM. AHaJIOTUYHO
OHKOJIOTUYECKHII MOHUTOPUHT HEOOXOUM ISl CBOEBPEMEHHOTO BBISIBICHUS U
J€YEHUs] SMOPHOHAJIBHBIX OIyXOJEH, YrpOKaIOIMIMX KU3HU NanueHTa. B cBsa3u
C 3TUM JAETH C CUHAPOMOM bekBuTa—BunemaHHa HyXAarTCs B JUIMTEIBHOM
JMHAMHYECKOM HaONIOIEHUU B aMOyJIaTOPHBIX YCJIOBUSAX, YTO MO3BOJIAET
CBOEBPEMEHHO BBISABIATh U KOPPEKTUPOBATH BO3MOKHBIE OCIIOKHEHHS.

@0]’1’10 npedcmaqﬂ_enqn‘ C paspeuernusl 3AKOHHblX npedcmaeumeﬂeﬁ

Pucynok 1 — ®enotun pebeHka c cuHapomoMm bekButa-Bunemanua:
MAaKpOIJIOCCHs

CUHAPOM HYHAH

Cungpom HyHnan — oHO u3 Hanboliee pacpOoCTpaHEHHBIX MOHOTCHHBIX
3aboneBanuit u3 rpynnbsl PAConaTtuii, 00yCIOBICHHBIX MYTallUSIMH B T'eHaX,
ydacTByommx B curHaibHoM 1yTd RAS/MAPK. Yacrora cunapoma
coctapisieT npudm3uTenbHo 1:1000—-1:2500 HoBOpOokn€HHBIX. HacneqoBanme,
KaK IIpaBUiIo, ayTOCOMHO-IOMUHAHTHOE, OJJHAKO 3HAYUTEIBbHOE YHCIIO CIIy4acB
BO3HMKAET BCJIEACTBUE CIIOHTAHHBIX MYTallUM.

Knunanueckn cunapom HyHan — xapakTepu3yeTcsi — BbIPaKEHHBIM
(beHOTUITYECKUM noJMMOpP(U3MOM, BKJIFOYAIOITUM XapaKTEPHbIN
KpaHuo(auuanbHblii  TUCMOpPU3M  (HU3KO PpACMOJIOKEHHbIE M 3aJlHe-
POTALIMOHHBIE YIIHbIE PAKOBHHBI, TUIEPTEIOPU3M, MTO3), KOPOTKYIO IICIO C
M30BITOYHBIMU KOXHBIMHU CKJIaAKaMu, BpoxkaE€HHbIe mopoku cepaua (BIIC)
(Hambonee dYacTo — CTEHO3 JErOYHOM apTepuud U runepTpoduyeckas
KapAHMOMHUONATHSA), HU3KHI pPOCT, CKEJIETHbIE AaHOMAJIUU U BapuUaOEIbHYIO
CTeNeHb KOTHUTHBHBIX HapyuieHu#. Taxke Hepenko HaONI0al0TCs 3a/1epikKKa
MOJIOBOTO PAa3BUTHSI, KOAryjaomatuu u jduMmdaruueckue auchyHkiun. Kpome
TOT0, MOTYT HaOI0aThCsl Hecneun(UIHble KOXKHBIE MPOSBICHUS, JaJ0HHO-
MTOIOLIBEHHBIN TUIIEPKEPATO3, JIEHTUIO U HEBYCHI.

IOBenunpHasi ~ KcaHTOrpaHylemMa —  3TO  JOOPOKAaueCTBEHHOE,
CaMOOTPaHUYMBAIOLIEECS KOXXKHOE 3a00JieBaHME, OTHOCAIEECSs K Tpymre
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HEJIAHT€praHCOKJIETOYHBIX TMCTHOLIMTO30B, Yalle BCEr0 BCTpEYArOLIeecs Yy
neTeil, ocoOeHHO B paHHeM Bo3pacte. KimmHuuecku 3a0oseBaHue MpOsBIIsSeTCS,
KaKk TMpaBWIO, OJUHOYHBIMM WJIM MHOKECTBEHHBIMU KEITO-PO30BBIMU
nanyJiaMu, JIOKaJIM3YIOIUMHUCS IPEUMYILIECTBEHHO Ha TOJIOBE, IIee U BEPXHEH
YacTH TYJIOBMILA, HO BO3MOXKHO TOSIBJICHHE 3JEMEHTOB Ha JIIOOOM Yy4yacTKe
KOXHU. B THCTONOrMYeckol KapTHHE BBISBISICTCA JAEpMalbHBIN WHOUIBTpAT,
COCTOAIIUN U3 THCTUOIUTOB, 303MHO(UIIOB U IPYTUX BOCHAIUTEIbHBIX KIETOK,
a TaKKe XapakTepHbBIC IS 3a00JICBaHUS MHOTOSIEPHBIC TUTAHTCKUE KIICTKH
TyToHa — pe3ynbTaT CIUSHUS YMUTSINOUIHBIX MAaKpO(aros.
KJIMHUYECKHH CITYYAHU

HeBouka J[. rocnutamu3upoBaHa Ha 2-€ CYTKM JKU3HH B
MHOTONPOPUIBHYI0  JETCKYI0  OOJIbHUIy B  TSKEJIOM  COCTOSIHUH,
OOyCJIOBIGHHOM  MPOTPECCUPYIOIIEH  JbIXaTEIbHOM  HEAOCTATOYHOCTHIO,
HapYUICHUSIMA MUKPOLUUPKYJSIIIUM M DJIEKTPOJIMTHOTO OOMEHa, a Takke
npU3HaKaMH YTHETEHUs IeHTpasibHOM HepBHOM cuctembl (LIHC).

PeGénok poauiics ot matepu 43 JET ¢ OTATOIICHHBIMUA COMAaTUYECKUM U
TMHEKOJIOTMYECKUM  aHamMHe3amMu  (TpomMOoduivMs  HH3KOrO  PHCKa,
SYTUPEOUAHBIN Y37I0BOM 300, BTOpUUHOE Oecriioue B TeueHue 7 net). JlanHas
OepeMEeHHOCTb 3-51, HaCTyIuJIa B pe3yJbTaTe UCIIOIb30BAHMS BCTIOMOTaTENIbHbIX
PENPOAYKTUBHBIX TEXHOJIOTUH. B 1-M TpuMecTpe oTMeuancs JIErkuil TOKCUKO3,
CO 2-ro TpUMECTpa — pa3BUTHE TECTAlMOHHOro caxapHoro auabera (C[),
MOTpeOOBaBIIETO Ha3HAYCHUS MHCYJIMHOTEpauu. OnepatuBHOE
ponopaspemienne Ha 40-ii Heaene rectauuu. Macca Tena NpU POKICHUHU
coctaBuia 3400 r, nniuHa — 51 oM, no mkane Anrap — 7/8 6awios. [1o Tabnuiam
INTERGROWTH-21 napameTrpsl COOTBETCTBOBAIN IT'E€CTAIIMOHHOMY BO3PacTy.

Cpazy nocie poxaeHHs COCTOSTHUE ObUIO PAaCLIEHEHO KaK CPEAHETSHKENI0e
B CBSI3M C HAPACTAIOUIMMH JIbIXaTEIbHBIMUA HapyleHussMu. Ha 2-m yacy Ku3HH
pe6€nok Obin1 mepeBenén B OPUTH pomunsHoro goma. Ilpu mepBuyHOM
OCMOTPE BBISBJICHBl CTUTMBI JU33MOpPUOTEHE3a: TUNEPTEIIOPU3M, SIHUKAHT,
KOPOTKas IIesl ¥ TIoTIepevHast JaJI0HHas CKJIaaKa. Takke Ha mepeHen OpronTHoM
CTEHKE B MpaBOM MojapeOdephe OOHAPYKEH TUIOTHBIM ITMAHOTHUYHBIA Y4acCTOK
KOXH pa3zMepoM 7x9 ¢cM ¢ MHOKECTBEHHBIMH y3eJIKaMu, 0€300JI€3HEHHBIN TTPH
nanenanuu (puc. 2).

Ha pentrenorpamme opraHoB rpyJHOUN KJIETKHU ONpPEHENSIICA aTeleKTas
JeBoro JErkoro, OBLIO 3amojIo3peHo TeueHue mnHeBMOHUMU. Ha DxoKI
JIUArHOCTUPOBaHbl JepekT Mexnpencepanon mneperopoaku (AMIIID) wu
yMEpPEHHBbIH CTEHO3 KiamaHa J€royHo aprtepuu. Ilpum mabopaTopHOM
o0clieloBaHUM oOpalaiy Ha ceO0si BHUMaHWE BbhIpaXKE€HHAsI TPOMOOIIUTONICHUS
(mo 60x10°m), 4T0o B COYETaHWU C KOXHBIM OOpa3oBaHHEM TpeOOBAJIO
uckimoueHus: cunapoma Kazabaxa—Mepputt. C 310l 1enpio peOEHOK ObLI
nepeBe€H B MHOTONPO(DHIBHYIO NETCKYH OOJBHHILY ISl JadbHEHIIEero
o0cneq0BaHus U JICUEHUS.

[Ipu mnoctymnenun B OPUTH coxpaHsanace TpomMOOUMTONEHUS
(82x10°/1m), OpLTO MOATBEPKIIEHO TeUeHHUE BpOxkAEHHOM mHeBMOoHNH. BIIC, mo
3aKJIIOUEHUI0 KapAHOoJIora, He TpeboBaIl MeIUKaMEeHTO3HO! Tepanuu. B xone
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OCMOTpa HOBOOOpa30OBaHUsI TMepeAHel OpIOIIHON CTEHKHM MUKPOXHUPYPIOM
YCTAHOBJIEHO, YTO CPOYHOE XUPYPrHUUECKOE BMENIATENIbCTBO HE Tpeldyercs,
OJIHAKO ~ HEOOXOAUMO  JalibHeiiee  HaOmoAeHue.  YIIbTPa3BYyKOBOE
uccienoanue (Y3U) oOpa3oBaHMs TMO3BOJUIO MCKIIOYUTH  CHHIPOM
Kazabaxa—Meppurr. Hanuume cTurM [au33MOpUOTeHe3a U BPOXKIAEHHBIX
aHOMAJIMKA TOCIYXWJIO OCHOBAaHUEM Ui KOHCYJbTAIlMM TEHETUKA, TI0
pe3ynbTaTaM KOTopo# ObLI 3amo03peH cunapom HyHnan. B otnenenuu pe6EHky
MIPOBOAMIIACH PECTIMPATOPHAS MOAJIEPKKA, aHTUOAKTEepHabHAs U HHPY3MOHHAS
Tepanusl.

Ha 7-e cyTku *u3HHU, MOCie CTaOWIM3AIMN COCTOSIHUS, I€BOYKa OblLia
nepeBejicHa B OTHENIEHHE maTojioruu  HoBopoxaeHHbIX (OIIH) nmnsa
MPOJIOJDKEHUS JieueHus. 3MeHeHHe cXeMbl aHTHOAKTEpUAIbHOW TEpanuu U
n00aBJIeHHE MPOTUBOTPUOKOBBIX NPENapaToB NPHUBEIM K Pa3pELICHUIO
MHEBMOHUYU U HOPMAJIU3ALMHU BOCIIAIUTEIbHON aKTUBHOCTH KPOBH.

[Tporpeccupyroliee CHUKEHHUE YPOBHS TPOMOOLIMTOB M HapacTarolas
CIUICHOMETanusi Ha ()OHE MPOBOJUMOM TEepanuu MO3BOJIUIN HUCKIIOUUTH €€
HEMMMYHHYIO TIPUPOAY U OOpaTUTh BHUMAHWE HAa BO3MOKHBI MMMYHHBIN
reHes. [Ipu cHmkeHnn konudecTBa TpoMOouToB 10 61x10°/71 Ob1a MpoBeeHa
npobHass uH(Qy3uss umMMyHorjoOyiuHa B jgo3e 0,5 T1/kr, KoTopas jaia
MOJIOKUTENIbHBIN pe3yJIbTaT: YPOBEHb TPOMOOIIMTOB yBenuuuics a0 110x10%m,
pa3Mepbl  CeNe3EéHKM yMEHbIIWIMCh Tpu nanbnanuu. Koarymorpamma
UCccleoBaJlaCh B JMHAMHUKE M OCTaBajlaCh B MpeJenax  HOPMBIL.
NmMmyHOpeHoTunnpoBanme TPOMOOIIUTOB MOATBEPINIIO HaJIU4ue
M30MMMYHHON TPOMOOIIUTOIICHUH.

C JMarHOCTMYECKOM I1eJIbI0  MPOBOAWIACH  OHOMNCUS  KOXKHOTO
oOpazoBanus. [lo pe3ynbraram TIHUCTONOTMYECKOTO UCCIENOBaHUs ObLia
JIMarHOCTUPOBaHA I0OBEHUJIbHASI KCAHTOTPaHyJIeMa Ha paHHEH CTaJAuu pa3BUTHSL.

K Bo3pacty 1,5 MmecsueB cocTosiHuE MO BPOXKJIEHHBIM MOPOKaM cep/iia
OBLJI0O KOMIICHCHPOBAHO, pa3Mepbl KOXXHOTO O00pa30oBaHUS OCTABAIUCH
CTaOWJIbHBIMU, YPOBEHb TPOMOOIIMTOB Ha (hOHE Teparuu UMMYHOTIOOYIMHOM
HOPMAaJIM30BAJICA, Celie3€HKa YMEHbIMWIach. JleBouka Oblia BBIKMCAaHA B
YAOBIIETBOPUTEIHPHOM COCTOSTHUU MO/ HAOJIOJIEHWE TeauaTpa, Kapauosora,
reMaToJora, HeBpoJora v HI0KPUHOJIOTA.

C yuérom wnammuust BIIC, cturm nu3smOpuorenesa MU pe3yJbTaTOB
MOJIEKYJIIPHO-TEHETUYECKOTO UCCleloBaHus (OOHAPYKEH TeTepO3UTOTHBIN
BapuaHT B reHe PTPNI1), B Bo3pacte 3 MecsleB ObUT MOATBEPKIAEH TUArHO3
cuHapoma HyHaH.

JHUATHO3

Cunnpom HyHaH B coyeTaHuU C IOBEHWIBHOM KCAHTOTPAHYJIEMOM,
reTepo3uroTHas myrauus B reae PTPN1 1.

JTUDDEPEHI[HAJIFHBIN JUATHO3

Cunapom Hynan u neiipopubpomatos 1 Tuna ornocsites k PAConarusim
U MOTYT HUMETh CXOJIHbIE KIMHHYECKUE TMPOSIBIICHUS, TaKU€ KakK JIUIIECBBIC
aHOMAaJIMH, KOKHBIE TPU3HAKU, CEP/ICUHbIEC TOPOKHU U BO3ZMOKHBIE KOTHUTUBHbIC
Hapymenus. OHaKo psia MPU3HAKOB MO3BOJIAET UX AU (HEepPeHIIUPOBATD.
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Jns cuanpoma HyHaH XapakTepHbI TPEYTrOJIbHOE JULO, NTO3, KOPOTKAs
mes, HHU3KOpociocTh, JuMpenema, BIIC, a Ttaxxke reMarosornyeckue
HapyuieHus. KoxxHble nposiBieHNs] OOBIYHO HE BKJIIOYAIOT IMATHA LIBETA KOPeE C
MoJIOKOM. ['eHeTnueckn CHUHAPOM OOYCIOBIEH MyTalusIMH B T€Hax
RAS/MAPK-nyTh, yame Bcero B rene PTPNI 1.

HeiipopubpomaTo3 1 Tuma xapakrepusyercs HaIU4YMEM > 5 CBETJIO-
KOPUYHEBBIX IUITMEHTHBIX IISITEH, BECHYIIEK B ITIOJMBIIICYHBIX M IaXOBBIX
30Hax, HeWpopuOpoM, y3enkoB JlWima Ha pagyKKe M PUCKOM pPa3BUTHA
OMyXOJeW LEHTPATbHOM U Tepu(epruyecKol HEPBHOM CHUCTEMBL. Takxke
BO3MO>KHBI KOCTHBIE AHOMAQJIMM W KOTHUTHUBHBIE PAaCCTPOMCTBA. | eHeTHUeCKH
HelipoguOpomaTo3 1 Tuma cBsi3aH ¢ MyTauusmMu B reHe NF.

IOBeHmsIbHAs KcaHTOrpaHyjiemMa Ipu cuHapoMe HyHaH BcTpewaercs
KpaliHE PENKO. IIpu HeiipodpuOpomaroze 1 TuUna OHa BBISABIAETCA
npubnusutensHo 'y 30% gereil, 0ocOOEHHO MpU paHHEM AeOI0TE, YTO MOXKET
CJIY>KUTb JIONIOJIHUTENIbHBIM KPUTEPUEM IIPU NIOJI03PEHUU Ha HelpodhubOpomaTos
1 Tuna.

ObCY)KIEHUE

['eHeTnyeckass reTeporeHHocTh cuHApomMa HyHan oOycnoBiieHa
MyTalUsIMU B Pa3JIMUHbIX reHax, Bkiatouast PTPNI11, SOS1, RAF1, KRAS, NRAS,
BRAF, RITI n apyrue. Y4utbiBas MHOTOOOpa3ue KIMHUYECKUX MPOSBICHUMN U
nepeceyeHre cuMnToMoB ¢ jpyrumu PAConaTtusiMu, AMarHoCTUKa TpeOyeT
KOMIUIEKCHOTO  TMOJXO0Ja,  BKJIIOYAIOMIETO  KIMHUYECKYIO  OLEHKY H
MOJIEKYJIIPHO-TEHETUYECKOE ~ MCCIeNoBaHWE. PaHHAA  OuMarHocTuka W
MYJIbTUAVMCHUIUIMHAPHOE BEAEHUE MALMEHTOB C CHHApOoMOM HyHaH uMmeroT
KJIFOYEBOE 3HAYEHHUE ISl CBOEBPEMEHHOW KOPPEKLIMU OCIOKHEHUH, YITyUILICHUS
Ka4eCTBa KU3HU U IPOTHO3A.

B OonblIMHCTBE Ciy4yaeB IOBEHWJIbHAs KCAHTOrpaHyJieMa HCYe3aeT
CaMOCTOSITENIbHO B TEUEHUE HECKOJIBKMX MECSLIEB UJIH JIET 6€3 HE0OXOMMOCTH
B crienuduueckom jeueHnu. Ee BHEKOKHbIE MPOSBIECHUS BCTPEUAIOTCS PEJIKO,
OJIHAKO MOTYT MOpaxarhb TIJla3a, JIETKAE, & B HMCKIIOYUTENIBHBIX CIy4asx —
LEHTPaJbHYI0O HEPBHYIO CHCTEMY, IM€U€Hb, CEIe3EHKY, IUM(ATUUECKUE Y3JIbl,
KocTh | kenympouHo-kuinednbid Tpakt (JKKT). V GonbmimHCTBa MaIiMeHTOB
nepBbIe MPOSBICHUS OOJIE3HN OTMEUAIOTCS TP POKICHUH WK B TeUeHHe 1-ro
roJia JKU3HU.

CornacHo JnUTEpaTypHbIM JaHHBIM, y mnanueHToB ¢ PAConatusmu
HaA0JII0/1a€TCs TOBBIICHHBIN PUCK peaTM3allii OHKOJIOTHYECKUX 3a00J1eBaHUM.
Myrtatuu B rene PTPNI1 moryt ObITh acCOIMUPOBAHBI C BO3HUKHOBEHHEM
IOBEHUJIBHOTO  MHeEJIOMOHoIMTapHoro  Jjeiikoza (FOMMIJI).  Onwucanbl
KJIMHUYECKHE CIIydau, B KOTOPBIX Y peOEHKa C FOBEHUJIbHOW KCaHTOTPaHyJIeMOM
Obuta BblsiBIeHAa MyTanuss B PTPNII, a BOOCIEACTBUM JUAarHOCTHUPOBAH
IOMMII. Tem He MeHee Ha CEroJHSAIIHUN €Hb OTCYTCTBYIOT yOEIHUTEIbHBIE
Hay4YHbI€ JaHHBIE, ITOATBEPKAAIOIIME NPSIMYI0 IaTOT€HETHUYECKYH CBSI3b
MEXy FOBEHUJIbHOUM KcaHTOorpanyjaemor u FOMMIL
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domo npedcmasnieHo ¢ paspeuileHus 3aKOHHbIX — npeocmagumenei
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Pucynox 2 — OOpa3zoBaHue B 00JIaCTU TE€peJAHEH OpPIONTHOW CTEHKH C
MHOXECTBEHHBIMU y3€JIKAMU

HYHAH-NIOJOBHBI CUHIPOM

Hynan-nogo6nsiii cungpom (OMIM #613563) mpeacraBiser coboi
penKoe HacleICTBEHHOE 3a00ieBaHre U3 rpynnbl RASonaTuii — rereporeHHbIX
[0 TEHETUYECKON MPHUPOJE COCTOSHUN, OOYCIIOBICHHBIX MYTallUsIMU B IeHax,
KOJIUPYIOIIUX KJIIOUEBBbIE KOMIIOHEHTHI CcHUTHajgpHOro nyTh RAS/MAPK.
JlaHHBIE paccTpOWCTBA XAapPAaKTEPU3YIOTCS IIMPOKHM CIEKTPOM KIMHUYECKUX
MIPOSIBJICHUM, BKITFOYAIONTNX KpaHuodanuansueie nucMmopduu, BIIC, anomanuu
pocTa M CKeJleTa, 3aJepXkKKy ICUXOMOTOPHOIO M KOTHWUTHBHOIO Pa3BHUTHS, a
TAK)K€  IOBBIIICHHYIO  IPEIPACIOJOKEHHOCTh K OHKOJOTMYECKHM
3a0oneBaHusIM. ['eHeTnueckoil ocHOBOW HyHaH-1o100HOTO CUHApOMa B psiae
CIIy4aeB SBJISIIOTCS T€TEPO3UTOTHBIE MyTalluK B reHe CBL, pacnoyioxKeHHOM Ha
xpomocome 11 wu xoaupytomemM E3 yOMKBUTHHIIWIra3y, BBIIOJHSIONIYIO
(YHKIHIO OTPULIATENIBHOTO PETYJISATOPA PEUENTOPHBIX TUPO3UHKUHA3Z, BKITIOYAs
nytb RAS/MAPK. Hapymienne yOMKBUTUHUPOBAHMS U JI€Tpajallvu
CUTHAJIbHBIX OE€JKOB BCIIE/ICTBHE MATOT€HHBIX BapuaHTOB CBL MpUBOIUT K UX
MIEPCUCTUPYIONIEH AaKTUBAIMKM, YTO BJIEUET 3a COOOM Kackaj HapyIICHHMA
KJIETOYHOU Tiponudepariuu, 1udhepeHITMPOBKY U alloNTo3a.

Knunnueckunit ¢penorun HyHan-mogoOHOro cuHApOMa BO MHOTOM
MIEPEKPBIBAETCS C CHHAPOMOM HyHaH, 4TO CyIIECTBEHHO 3aTPYyIHSET PAaHHIOKO
auarHoctuky. Cpenu Haubosiee XapaKTepHBIX TMPU3HAKOB  BBIIEISIOTCS
AHTUMOHTOJIOWJIHBII pa3pe3 IUIa3HbIX IIEJEH, MTO3, TUIEPTEIOPU3M, 3aJIHSAS
poTalus yIIHBIX PAaKOBHH, a TaKXKe KOXXKHbIE CTUTMBI — ISITHA IBETa «Ko(de ¢
MOJIOKOM», IOBEHUJIBHBIE KCAaHTOIPAaHYJEMbl, THIOTpUX03. B psme ciyyaes
3a0oneBanue compoBoxkaaercs BIIC, kpunTopxuszMoMm, aHOMaJIUSAMHU
TuM(}ATUYECKOW CUCTEMBI U T'e€MATOJOTMYECKUMH OCJIOKHEHUSMH, BKJIHOYas
BBICOKMI PHCK pa3BUTHS IOBEHUJIBHOIO MHEJIOMOHOLUUTAPHOIO JIEWMKO3a
(FOMMUJI). Hanuume deHoTUnuueckoro mnojuMopdusMa M BapuaOeIbHOCTH
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TEUYEHHUS, B TOM YHCIIe OECCUMIITOMHBIX (pOopM, 00yClIaBIuBaeT HEOOXOAUMOCTh
MOJIEKYJIIPHO-T€HETUYECKOT O ITOATBEPKIACHUS JUarHo3a.

CoBpeMeHHbBIE JIOCTM)KEHUSI B O0JacCTH CEKBEHHUPOBAHUS HOBOTO
[OKOJIEHUS] TO3BOJWIM BbAEIUTh HyHaH-OMOOHBI CHUHIPOM B KadecTBE
CaMOCTOSTEJIbHOM HO30JIOTHH B paMKax cnekrpa RASomnarnii u packpslin posib
CBL-myTanuii B maTOreHe3e psjla MUENIONPOIH(EPATUBHBIX U COCYAMCTBIX
3a0oJsieBaHUi. DTO, B CBOIO OYepeib, CIIOCOOCTBYET pa3pabOTKe MOAXOI0B K
TapreTHOM  Tepaluy,  HaleJIeHHOM Ha  OJIoKaay  MaTOJIOTMYECKON
TUIEPAKTUBALNNA CUTHAJIBHBIX KackagoB. OJHAKO OrpaHHYEHHAs KIMHAYECKAs
0aza U OTCYTCTBHE CTaHIAPTHU3UPOBAHHBIX MPOTOKOJIOB JICYCHUS TUKTYIOT
HE0OXOAMMOCTb JAIbHEUIIINX UCCIEIOBAaHU, HAITPaBIECHHBIX HA ONTUMH3ALUIO
JUAarHOCTUKH, TPOTHO3UPOBAHHMS M  NEPCOHAIM3UPOBAHHOIO  JICYEHHUS
nanveHToB ¢ HyHaH-mojoOHBIM CHHAPOMOM.

KJIMHUYECKHUH CIIVYAH

Manpuuk 3. or 1-i1 OCIOXKHEHHOH OEpEeMEHHOCTH, MPOTEKAIOMIEH ¢
yIpO30W TpEPBIBAHUSA, YKOPOUCHHEM MIEMKH MAaTKU C HAJIOXKEHUEM
aKyILIEPCKOro Ieccapusi, MHOTOBOJMEM, MEPBBIX SKCTPEHHBIX OINEPATHBHBIX
poroB Ha 27-i Henene OEPEeMEHHOCTH, OOYCIIOBJICHHBIX HauyajioOM pPOJOBOMU
nesitenbHOCTH. Macca Tena pebenka npu poxaeHun 1295 r, niuna tena — 38
CM, OlICHKa 10 mKayie Anrap 5/6 6a/ioB. AHTPOTIOMETPUYECKUE TTOKA3aTENH 110
tabaunaMm INTERGROWTH-21 cooTBeTCTBOBaJIM IeCTalIMOHHOMY BO3PAacTy.

CocrosiHue mpHU POXKIECHUU PACIEHUBAJIOCHh KaK TSXKEJIOE BCIIEICTBHE
KpaifHel HEJOHOIIEHHOCTU, pecnupaTopHoro auctpecc-curapoma (PIC) u
TUITOKCUYECKU-UIIEMHUYECKOTO MOPaKEHUS MHC. [IpoBogunace
pecniupaTopHas noaaepxkka ¢ nepexoaom Ha MBJI u BBeneHueM 3K30T€HHOTO
cypdakTaHTa C MOCIEAyoLeH 3KCTyOale Ha 2-e CyTKM U MPOJ0IKEHUEM
HEWHBA3UBHON BEHTUJISIIIUU.

B panHem HeoHaTagbHOM TEpUOAE€ OBLIM  JTMAarHOCTUPOBAHBI
BpoxknéHubie mopoku passutus (BIIP): rumponedpos cmpaBa KucTtosHO-
IUCIUIa3UPOBAHHOM  TOYKHM, KHCTO3HOE 0Opa3oBaHUE  3a0pIOUIMHHOTO
MPOCTPAHCTBA; MO AaHHBIM OXOKI' — OTKpBITHI apTepuanbHbId MPOTOK,
runeptpoduss MHUOKapja, AWIATallMs TMPaBbIX OTACIOB Cepilla U JIEBOTO
npencepaus. JIaboparopHo OTMEYAIMCh MPU3HAKKM CUCTEMHOTO BOCHAJICHUS
(netikoumTo3, mnosblieHue C-peaktuBHOrOo Oenka (CPB)), rimoko3ypus,
IPOTEUHYPHUS U OAKTEPUYPHUSI.

Ha 6-¢ cyTku Xu3HU, BBUAY TSIKECTH COCTOSIHUSI, MHOXECTBEHHBIX
BPOXKJIEHHbIX TIOpoKOB pa3Butus (MBIIP) u agucMmopduueckux uyept
(acummeTpusi uepena M JIMIA, AHTUMOHTOJIOMAHBIA  pa3pe3  TJias,
OTHOCHUTENBbHBIM  3K30()TabM, KOPOTKas YTOJIIEHHAs 1€, COCKOBBIN
TUTNEPTENIOPU3M), TMANUEHT ObUT TEPEeBEAEH B JETCKHM MHOTOMPO (PHIBHBIN
cTtauuoHap. bblna 3amnaHupoBaHa KOHCYJbTallds MEHETUKA C MOCIEAYIOLIAM
IIPOBEIECHUEM MOJIEKYIISIPHO-TEHETUYECKOT 0 UCCIIEI0BAHHUS.

Ha 7-e cytku mon xontponeM Y3U Obuia BBINONHEHA HEPPOCTOMUS
CIpaBa C JAPEHUPOBAHUEM MapaHe(dpalbHOTO KHUCTO3HOrO oOpa3oBaHus. B
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TEUEHUE TEPBBIX JBYX MECALIEB >KU3HU OTMEUAIMCh PEIUAUBUPYIOLINE
MH(GEKIUU JbIXaTeIbHBIX U MOUEBBIX MyTEH, SMU30/] JICHKONECHUU (JIEHKOIUTHI
2,32x10%/1), KOTOpBIA ObUT pacleHEH KakK MOTCHIMAIbHBIA paHHUN MapKEp
IOMMJI. Ha 2-m Mmecdie )XKU3HH OTMEUYaJIOCh Pa3BUTUE HEKPOTU3UPYIOLIETO
suTepokonuta (HOK), koTophlil ObLT yCHENIHO KYyNMUPOBAaH KOHCEPBATHUBHOM
Tepanueil. B xozme mpoBeneHrs MONEKYISIPHO-TEHETUYECKOTO HCCIIEIOBAHUS
METOJI0M TOJTHOIK30MHOI'0 CEKBEHUPOBaHUSI, ObLIT OOHAPYKEH IeTePO3UTOTHBIHI
BapuaHT B reHe CBL (c.1111T>C, p.Tyr371His).

B Bo3pacte 3-x mecsneB u 8 gHell peOeHOK ObLT BBITMCAH JOMOH B
YAOBJIETBOPUTENBHOM  COCTOSIHUM ~ TOJ  JUCHAHCEPHOE  HaOMIOAeHUE
MYJIbTHIUCIMIUIMHAPHON KOMaHJbl CHEUUAIMCTOB aMOyJaTOPHOIO 3BEHa
(meguatp, HEBpOJIOT, HEGPOJIOT, YPOJIOT, TEeMATOJIOT).

JUATHO3

Hynan-nono6Hb1i CUHPOM C WIH 0e3 IOBEHUJILHOTO
MHUEJIOMOHOIIUTAPHOIO JICHKO3a.

JTUDDEPEHI[HAJIBHBIN JUATHO3

YyuthiBas (PEHOTUIIMYECKHE OCOOECHHOCTH, BBISBICHHBIE BPOKIEHHBIC
MOPOKU Pa3BUTHS U PE3YJIbTAThl MOJICKYJIAPHO-TEHETUUECKOTO UCCICIOBaHMS,
muddepeHnvanpHas TUAarHOCTUKa B JaHHOM KJIMHUYECKOM Cilydae JO0JDKHA

MPOBOJIUTECA B TEPBYIO OYEPEAb C JAPYTMMH MPEICTABUTEISIMA TPYIIIbI
RASomnartuii.

1. Cungpom Hynan (OMIM #163950) — naumbonee wyactas RASomarus,
aCCOLMMPOBAHHAS MPEUMYILECTBEHHO ¢ MyTanusMu B reHax PTPNII, SOSI,
RAFI, RITI. Knaccuueckuii  (eHOTHUI ~ BKJIIOYAET  XapaKTEpHBIE
kpanuoganuansubie gucmopduu, BIIC (wame creHo3 kinanmaHa JEroyHoOM
apTepuu), HApYILICHUs] POCTa U CKeJIeTHble aHOManuu. B ortinune ot HyHnaH-
no00HOTO cHHJpoMa ¢ MyTauuel B reHe CBL, mpu KJIaCCUYECKOM CHHIPOME
HyHnaH pexe BCTpedaroTCs BBIPA)KEHHBIE J€PMATOJIOTUYECKUE MPOSBICHUS U
BIIP nouek.

2. Cungpom Kocremno (OMIM #218040) — BbI3bIBaeTCSl MyTallMsIMU B T'€HE
HRAS, xapakTepu3yeTcsi TpyObIMU YyepTamMU JIUIA, TSDKEIBIMU HAPYIICHUSIMU
pocTa, TaMWUIOMaMH TEPUOPATBHON 00JacTM Y BBICOKUM  PHUCKOM
AMOpHOHATBHBIX OmyXxoJiel. Hanmnurue KucTo3HON MUCIUIa3uu MOYeK U paHHEH
JIEUKONIEHUU JENAET ITOT JUAarHO3 MAJIOBEPOSATHBIM B IAHHOM CJIy4ae.

3. Kapauo-danmo-kyranaeii cungpom (OMIM #115150) — oOyciosieH
MyTauusiMu B TreHax BRAF, MAP2KI, MAP2K2, KRAS. llposBisercs
BBIPQKEHHBIMUA  KOXKHBIMM ~ M3MEHEHUSMHU  (CyXOCTb, HXTHO30IOJ00HBIC
BBICHITIAHUS ), TSDKEIOM 3anepxkkoi pazsutus, BIIC. B npencraBienHom ciyyae
KO>KHBIE MPOSBJIEHUS] OTPAHUYEHBI, & BPOKIEHHBIE aHOMAJIMU IMOYEK YKA3BIBAIOT
Ha WHYIO 3THOJIOTHIO.

4. Cunapom Jlernyca (OMIM #611431) — pe3yapTaT mytaumii B rene SPRED],
XapaKTepu3yeTcsl TMATHAMH IBeTa «KO)e C MOJIOKOM», JUIOMAaMHU H
OTCYTCTBUEM 3HAYMMBIX CEPAECYHO-COCYAMCTBIX MOPOKOB. B ominume ot
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Hynan-nogobHoro cunapoma, cunapom Jlermyca He CONpoOBOXKIAETCS
NOBBIIEHHBIM pruckoM IOMMIL

5. Helipopubpomaro3 1 tuna (OMIM #162200) — acconuupoBaH ¢ MyTallUsIMH
B reHe NFI ¥ NnposiBIsSeTCS MHOKECTBEHHBIMU MSATHAMU «KO(PE C MOJIOKOM» U
HeripoduOpomamMu. XOTS y YacTH TMAalMEHTOB ¢ HelpodudpomaTozoM 1 Turma
BO3MOXKHBI  CEPJIEUHO-COCYIHMCTBIE  AHOMAJWH, COYETAHUE  KUCTO3HOU
IUCILIA3UU [MOYEK U MyTaluK B TeHe CBL UCKITIOYAeT JaHHBIN IMarHO3 B MOJIb3Y
Hynan-nomo6Horo cuHapoma.

6. HOBeHunbHBIH  MHUETOMOHOLMTapHbIA  Jeiko3  (FOMMII)  kak
CaMOCTOSITENIbHAST HO30JIOTUS — Yy HOBOPOXIEHHBIX C MyTanuend B rene CBL
IOMMIJI Moxer ObITh Kak 4acTb HyHaH-momoOHOro CHUHApPOMA, TaKk U
M30JMPOBAHHBIM 3a0o0JieBaHHEM. B Hamiem ciydae Hanuuue MHOKECTBEHHBIX
BpPOXKJIEHHBIX MOPOKOB pa3zBuTus (MBIIP), ¢penotunuueckux aucMoppuii u
OTCYTCTBUE SIBHOW TipoiudepaTUBHON KapTUHBI B JeOIOTE MO3BOJISIOT
paccmatpuBaTh KOMMII MEHHO Kak MOTEHIMAIBHOE MPOSBICHUE CUHAPOMA,
a HE NIEPBUYHBIN JUArHO3.

Takum oOpa3om, pelIalIUM KpUTEpUeM BepuUKAIMK JAUarHo3a
SABWJIOCH  MOJIEKYJISIPDHO-T€HETUYECKOE  HCCIEAOBAaHHWE,  IOATBEPIAMBILIECE
reTepo3uroTHeii BapuanT B reHe CBL (c.1111T>C, p.Tyr371His), uto
no3Bosiuiio auddepenniupoBar Hynan-moaooHsi cuaapom ¢/6e3 KOMMII ot
apyrux RASonaTtuii u muenonpoaudepaTuBHbIX 3a00J€BAHUM.
ObCY)K/IEHUE

®enotunuueckas BapuadenbHoCTh Tpu CBL-CUHApPOME 3HAUYUTENbHA: Y
OOJBIIMHCTBA MAIIMEHTOB OTMEUYAIOTCs JMIEBbIE TUCMOP(PUH, TOCTHATAIbHAS
3a/iepKKa pocTa, KapJuajbHble aHOMAJIMU U KOXKHBIE TposBIeHUs. B gaHHOM
HaOII0ACHUN COUYETAIUCh TUNTUYHbIE CTUTMBI IM33MOpHoreHesa
(aHTUMOHTOJIOWJHBIA pa3pe3 Trja3, OTHOCUTEIBHBIM SK30(PTaTbM, KOPOTKAS
11esi, COCKOBBIN THUIIEPTEJIOPU3M) C HE OMHMCaHHBIMU paHee B nuteparype BIIP
MOYEBBIBOJISAIIEH CUCTEMBI (KHUCTO3HAs MUCIIA3US TOYKH, YPUHOMA). OTH
HaXOJIKH PACHIUPSIOT CIIEKTP BO3MOXHBIX (DEHOTUTTUYECKUX TposiBieHnid CBL-
ACCOLIMMPOBAHHBIX PACCTPOUCTB.

[To maHHBIM MHOTOIIEHTPOBBIX HCCIIENOBAaHUN, (EHOTHN MAIMEHTOB C
HyHnan-no106HpIM CHHAPOMOM U MyTaIusiMu B rene CBL 4acTo nepeKphIBacTCs
¢ apyrumu RAS-matusiMy, 4TO 3aTpyJHSAET KIMHUYECKYIO JIMArHOCTHUKY.
[IpencraBieHHbId KIMHUYECKAM Ciydad WUIFOCTPUPYET KpaWHE PAaHHIOK
maHupecranuio  HyHaH-mogoOHOro  CHHAPOMA,  AaCCOLMUPOBAHHOTO  C
reTepo3uroTHeIM BapuanToM B reHe CBL (c.1111T>C, p.Tyr371His) y riy6oko
HEJOHOUIEHHOTO peO&HKa. B Hamem ciyyae mojo3peHue Ha CUHAPOMATbHYIO
NATOJIOTHUIO BO3HUKIIO YK€ B NEPBBIE THU JKM3HU HAa OCHOBAHMM COYETAHUS
MHOKECTBEHHBIX BPOXACHHBIX AHOMAIMA M JAUCMOP(OUUECKHX TMPU3HAKOB.
[IpoBeneHNE MOITHO3K30MHOIO CEKBEHHPOBAaHUS IO3BOJIMIIO HE TOJIBKO
Bepu(ummpoBaTh  aUAr€Ho3, HO U OOOCHOBAaTh  HEOOXOIUMOCTH
CHEUUaIN3UPOBAHHON MAPUIPYTU3ALMH ITALIMEHTA.

Mytanun B rene CBL B nurepaType paccMaTpuBalOTCA Kak (hakTop
BBICOKOTO pucka pazsutusi KOMMII, neGrotupyromiero B paHHeM aerctse. B
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HaIlleM CiIydae YK€ B HEOHATAJIhbHOM IMepuoje ObUT 3aUKCUPOBAH IMHU30]
JIEUKONEHUH, YTO, YUUTHIBASI MOJIEKYJISIPHO IMOJATBEPKAEHHYIO MYTAIUIO B TEHE
CBL, MOXeT pacueHMBATbCA KaKk [IOTCHUUMAJIBHBIM pPaHHUN  MapKEp
re€MaToJIOTHYECKOr0 OcJIOkHEHUs. COTJIaCHO COBPEMEHHBIM PEKOMEHIALIMSM,
TaKUM TalMEHTaM TpedyeTcs JIMTEIbHOE JUHAMUYECKOEe HaOII0ACHHUE
reMaToJIoTa ¢ PEryJIsIPHBIM KOHTPOJIEM IOKa3aTesen nepudepuyeckoil KpoBHu U
MapKEpPOB MUeNOIpoudepanuu.

HEOHATAJIBHBIE U PAHHUE ITPOABJIEHUA CUHAPOMA
TAYHCA-BPOKCA

Cunnpom Taynca-bpokca (Q87.8, OMIM #107480) — HaciencTBEeHHOE
3a00j1€BaHUE C AyTOCOMHO-JOMHHAHTHBIM THIIOM HACJIeJOBAHUS, OCHOBHBIMHU
KJIMHUYECKUMH MPOSBICHUSIMU KOTOPOTO SIBJISIFOTCS aTpe3usl aHyca, aHOMaJluu
KUCTE W VIIHBIX PAaKOBUH, CBSI3aHHBIE C HapyUIEHHEM 3SMOPHOHAIBHOTO
pa3BUTUSI ATUX CTPYKTYp B pe3yinbTate Mmyrtauuii B reHe SALLI. Bcero B
MHPOBOM HAy4YHOU JIUTEpaType onrcaHo okoio 200 ciyuyaeB cunapoma TayHca-
Bpoxkca, nmpuyuem 0kos10 MoJ0BUHBI MyTatuii B rene SALLI npoucxonsat de novo.
Bnepssie cunapoM ObuT onvcad B 1972 rony.

Ha HacTosiuiuii MOMEHT MHOMHUMO OCHOBHOM TpUAAbl KIMHUYECKUX
MPOSIBJIIEHU, BKIIFOYAIOIIECH aTPE3UI0 aHyCca, AaHOMAJIMA KUCTEUN U yXa, y JIETEH C
cunapomom TayHca-bpokca onmcanbl BIIP mouek, opraHoB 3peHus, KOCTEU
yepena, BIIC u Hapymienus ciiyxa. 3ano03puTh JUAarHO3 MO3BOJISIIOT JaHHBIC
XapakTepHOM KIMHUYECKOM KapTUHbI M WHCTPYMEHTAIBHOW JHWATrHOCTHKH.
MosnekynspHO-TEHETUUECKOE UCCIIEI0BAHNE, HAIIPABJIEHHOE HA ITIOMCK MYyTallui
B rene SALLI, He Bceraa sBisieTcst 00si3aTenbHbIM. CriekTp BbisiBieHHbIX BITP
OTpeeNsieT TAKTUKY BEJIEHUS KaXKI0TO KOHKPETHOTO peOeHKa.
KIIMHUYECKOE HABJIFOJEHHUE.

Manpunik B. ot 1-if OepeMEHHOCTH, TIEPBBIX CBOEBPEMEHHBIX
OTIEpAaTHUBHBIX POJOB OT MaTepu 28 ser. Poasl Ha 39 Henene recranuu Ha GoHe
cmaboCTH POJOBOM NEATENLHOCTH. TeueHne OepeMEHHOCTH OCJIOKHUIIOCH
Pa3BUTHEM BBIPAKEHHOIO TOKCUKO3a, MOBBIIIEHUEM TemrepaTtypsl 10 37 °C,
MJIALEHTAPHONM HEIOCTaTOYHOCThIO, MajoBoauem. Ilo pesyneratam Y3U,
MPOBEICHHBIX B JIEKPETUPOBAHHBIE CPOKU, MATOJIOTHH ILJIOAA HE BBISBIISIIOCH.
Macca tena 3040 r, iyinHa 50 ¢M, OKpYKHOCTB TOJIOBBI 31 €M, OLIEHKA IO IIKAJIE
Anrap 8/8 6amnos. 1o tabmuiiam INTERGROWTH-21 nnuna u macca Tena
COOTBETCTBOBAJIM BO3PACTHOM HOPME, OKPYKHOCTh I'OJIOBBI — OU€Hb HU3KAS J1JId
reCTallMOHHOTO Bo3pacTta (MeHee 3 nepieHTuiei). CocTosiHue NP POKICHUU
ObUIO OIIGHEHO Kak TshKenoe 3a cuer cuHapoma yrHerenus [HC,
pecnupaTopHbBIX HapymieHud (oreHka mo mkame Downes 2 6amma). [lpwm
oOcnenoBanun omnpexaensuics MBIIP: arpe3uss anyca cBuiueBas ¢opma,
MOJIUJIAKTIIIAS 00enX KHUCTeH (pa3aBOCHHBIM Ooinbmion mainer) (puc. 3),
MUKPOTHS YITHBIX PAKOBHH, IIPEAYPUKYISPHBIN IPUBECOK (puUc. 4), runocnaaus
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TOJIOBKH TIOJIOBOTO 4YJI€HA, JIEBOCTOPOHHHWI Kpunropxu3M. PeOGeHok Obin
nepeBeaeH B OPUTH c nienwto nanbHeiero Hao o 1eHus 1 00cieIoBaHMS.

s

[ S

Pucynoxk 3 — Ilonuaaktunus (pa3qBOEHHBIN OOJBINON Maiel) y pedeHKa
B. ¢ cunnpomom Taynca-bpoxkca

Pucynok 4 — Mukpotusi, nipeaypuKyJIsipHbI OTPOCTOK y pebenka B. ¢
cunapomom TayHca-bpokca
Domoepaguu npueedenvl U ONYOAUKOBAHBI C paA3PeuleHuss 3aKOHHO20
npeocmagumeisi

[To pmanubiM Ox0KI' coxpassuioch (QyHKUMOHMpPOBAaHHE (HeTaTbHBIX
KOMMYHUKAIUH, ONpEeAessuuCh AePEKThl MEXOKEIyJA0YKOBOM MEePEropoIKu
(IMXII) pasmepamu 2 u 3 mwm. [lpu Y3M mnouek AuarHOCTUPOBAHO
YMEHbIIICHUE JTUHEHHBIX pa3MepoB 00eux mouyek ¢ 1u¢p@dy3HbIMU U3MEHEHUSIMHU
B MapeHXuMe: pasmep npapoit mouku 32x13x15 mm, sieBoit mouku 30x12x15MmMm.
[Ipu HeipoBU3yanu3ay ObUIO BEISIBICHO MOBBIIIICHUE YXOTEHHOCTH BEIIECTBA
TOJIOBHOTO MO3ra, KHCTO3HOE BKJIIOYEHHE B MPOEKIMU KayJO0TalaMHYE€CKOM
60po31bI cripaBa. Mapkepbl BOCMIATUTEIBHOTO OTBETA OBLIIN OTPUIIATEIIHHBIMH.

Hannume arpe3um aHyca O0OYCIOBWJIO TPOBEIACHUE pa3ACIbHON
KOJIOCTOMUHU YK€ Ha 2-€ CyTKH XHU3HU. [lanmbHeillnee mnporpeccupyroiee
HapacTaHue a30oTeMuu (KpeaTwHWH-214  MKMOJIB/JI)  apryMEHTHPOBAIIO
KOHCYJIbTAILIMIO PeOCHKA CIEIUATNCTaMH LIEHTPa HeOHATAIbHON He(DPOIOTHH U
MEPUTOHEATILHOTO JMalin3a, MOKA3aHUM [JI1 3aMECTUTEJIbHOW ITOYEYHOU
Teparnuu He ObLIO.

AyIUONOTUYECKUI CKPUHMHI  BBIIBWJI  HAPYUIEHHWE PETUCTPaLUU
OTOAKYCTHYECKOM HMHUCCHUM C O00eHWx CTOpPOH, ObUIa PEKOMEH]I0BaHa
KOHCYJIbTallMs CypJI0JIOra.
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Hamnuune MBIIP norpeboBano  koHcynpTamuu  reHetuka. [lo
COBOKYMHOCTH  KJIMHUYECKOM  KapTUHBI C  JaHHBIMH  TPOBEJIEHHBIX
UCCJIeIOBaHUN ObLT 3amojo3peH cuHapoM TayHca-bpokca, moaTBEpKIEHHBIM
janee  pe3yjbTaTaMU  IOJHOAK30MHOTO  CEKBEHHMPOBAHHS, BBISIBUBIIETO
reTepO3UrOTHBIA BapuaHT B reHe SALLI, 4TO TOATBEPKIANO KIMHUYECKU
nojo3peBaeMbii auarnos. Jlo 1 Mecsiia peOeHOK HaxoAUJICS Ha BTOPOM 3Tarie
BBIX&KUBAHUS, TOCHE€  4Yero  ObUI  BBIMMCAH  MOJ  HaOMIOACHHE
MYJIbTUIACUUIUIMHAPHOW KOMAH/IBI.

[Ipu nmanmpHelmeM HAOMIONCHUM B CYpPIOJOTHYECKOM IICHTpe Oblia
BBISIBJICHA JBYCTOPOHHSSI HEHUPOCEHCOPHas TYroyXxoCTb, pPEKOMEHIOBaHa
KoxJieapHas uMIiantauus. B 4 mecsiia ManbyuK ObUT TOCTIMTAIM3UPOBAH J1JIS
oOcneoBaHUsl TO TMOBOAY TUIOMIIa3uU mnoyek. [Ipu mocTynjaeHun ypoBEHb
kpeatuHuHa 90,6 MKMOJIb/JI, MOUYEBUHBI 9,86 MMOJIb/JI, CKOPOCTh KITyOOUKOBOM
¢unbrpanuu coctaBwiaa 30 mu/mun/1,73m%. Pazmepsl HOYeK B IUHAMUKE C
HE3HAUUTEIbHBIM yBeIMYeHHEM: mnpaBas 37x18 mm, neBags 38x19 M.
3amecTUTeNbHAS TIOUeYHas Tepamus He TpeOoBanack. [lpu umccienoBaHuu
TOPMOHAJIBHOTO CTAaTyCa ONMPEAEISUINCH MOBBIILICHHBIM TUPEOTPOIHBIA TOPMOH
(TTT") 100 ME/min u carkeHHHBIN cBOOOAHBIN TUpOKCcHH (0,33 Hr/mi). Pebenky
ObLT BBICTABIICH THUIIOTUPEO3 W Ha3HAyeHa 3aMecTUTeNbHas Tepanus L-
tupokcuHoM 10 wmrk/kr/cyt. CHycTsi HENEI0 MallbYuK ObL1 BBITUCAH U3
CTalMOHapa B YJIOBJIETBOPHUTEIILHOM COCTOSIHUM TOJ HAONIOACHHUE Ieauarpa,
He(dposiora U SHAOKPUHOJIOTA.

B 8 MecsitieB HaOm01a1ach MOBTOPHASI TOCMIUTANIM3AIMS JIJIs1 TPOBEICHUS
XUPYPrUYECKOro JIeYEHUs MO IMJIacThuke anyca. OnepaTUBHOE BMENIATEIbCTBO
MpoIuIo 0€3 OCI0KEHEHUM, PU BBIMUCKE JTaHbl PEKOMEHIAINKU O MPOBEACHUU
Oy>XUpOBaHUS HEOAHYCA.

B Bo3pacte 9 mecsiieB cocTosiHre peOeHKa OIIEHUBAIOCh KaK CTa0MIIBHOE,
Macca Tena coctabisuia 9,0 kr. ®DuU3MYECKOE pa3BUTHUE COOTBETCTBOBAJIO
BO3pACTY, OTMEUAJIOCh HE3HAUUTEIIbHOE OTCTaBaHHE B HEPBHO-NCUXUYECKOM
pa3BuTuu. PeOCHKY 3amiaHupOBaHO MPOBEACHUE KOXJICAPHOU UMITJIAHTAIIUU HA
dboHE HEHUPOCEHCOPHOW TYrOyXOCTH U  3aBEpIIEHUE XHUPYPTUYECKOTO
MHOTO3TallHOTO ~ BMEIIATEIhCTBA MO TOBOAY arpe3un aHyca. llpu
MIPOTPECCUPOBAHNN A30TEMHUHU Y peOCHKA C IBYXCTOPOHHEH TUTIOIIIa3nuel oYeK
BO3MOXEH CTapT 3aMECTUTEIIbHOM IIOYEYHOM TEpanuud C MOCIEIYIoLIEen
TPaHCIUIAaHTALIUEN MTOYEK.

JIHUATHO3
Cungpom TayHca-bpokca.

JTUDDEPEHI[UAJIBHBIN JTUATHO3

BaxxHplM B IIpoliecC€ IHMATHOCTHUKHU SIBISETCS HWCKIKOYEHUE MHBIX
CHUHIPOMAJIbHBIX NaTOJI0TH, npossisomuxcs MBIIP, ocobenno anomanusimu
KOHEYHOCTEW U OPraHOB CIIyXa, aHOPEKTAIBHBIMU [IOPOKAMM.

Cxorkuie KIIMHMYECKHE MPOSIBIICHUS ¢ cMHIpoMoM TayHca-bpokca moryt
umeTh: cuagpom STAR (OMIM #300707) — Syndactyly, Telecanthus, and
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Anogenital and Renal malformations; cunmpom [@'onsaenxapa (Goldenhar
syndrome, OMIM #164210); a Ttaxxe accomumanuss VACTERL (OMIM
#192350, MKB-10: Q87.2) — Vertebral, Anorectal, Cardiac, Tracheo-
Esophageal, Renal, Limb. AHOMainK MO3BOHOYHHUKA M TPaXEOIMIIECBOHBIN
CBUII[ Ha CETOAHSAIIHUI JIeHb HEe HaOJI01auch HU B 0JHOM U3 citydaeB CTh, uto
TaKXKe ABJISIETCS] BAXKHBIM TUATHOCTUYECKUM MPU3HAKOM.

ObCY)K/IEHUE

PerpocniekTuBHBIN aHaiU3 UCTOpUM Oone3Hn 165 ManveHTOB BBISBHII
HambOosee YacTele (PEHOTUNMHMYECKHE TMPU3HAKH, TIMO3BOJMBIIKE BbBIIACIUTH
OOJBITINE KIMHUICCKUE KPUTEPUH IS TaHHOTO 3a00JIeBaHUs: aTpe3ns aHyca/
aHanbHbIM CcTeHO3 — 70%, nucrumasuma ymed — 87%, aHOMAIMM Pa3BUTHA
oonpuioro naneua — 76%, Tyroyxoctb — 62%. 3anepikka pa3BUTHSL y TaKUX
nereil Habmoanacek B 12% ciiydaes.

[Ipy  OTCYyTCTBMUM  BO3MOXHOCTHM  IPOBEAEHUS  TI'€HETUYECKOTO
UCCJICIOBAHUS I MOCTAHOBKM JIMAarHO3a JOCTATOYHO HAJIUYHUS Y TAlUEeHTa
JIBYX OOJIBIINX KJIMHUYECKUX KpUTepues (Tadm. 1).

VY Habar01aeMOT0 HaMH MaIeHTa 0OHAPYKEeHbI KaK OOJIbIIINE KPUTEPUU
(atpe3ust anyca cBUIEBOM (OPMBI, pa3IBOCHHBIA OOJBIIONW Taiel KUCTH,
MUKpPOTHS, TPEAypUKYJSPHBIM MPUBECOK, JBYCTOPOHHSISI HEWpPOCEHCOpHas
TYrOyXOCTh), TaK U MaJjble (ABYCTOPOHHSISI TUIIOIUIA3Usl TIOYEK, XPOHUYECKAS
00JIe3Hb TIOYKH, CKOPOCTh KiIy0oukoBoM uubrpamuu 30 wmu/mun/1,73m2
OJTHOCTOPOHHUI KPHUITOPXU3M, THIIOCHAAWUS TOJOBKM TOJOBOTO YJIEHA, JBA
JAMIKIT 2 wu 3 MM, TUNOTUPEO3, HE3HAUMUTENbHAs 3aJep>KKa HEPBHO-
MICUXUYECKOTO Pa3BUTHA).

Tabmuua 1. Knuanueckue kpurepuun cunjpoma TayHca-bpokca, onvcaHHbIE B
auTeparype u 'y pebenka B.

Kiunnyeckue KpuTepuu, onucanubie B aureparype | KinHn4yeckue nposiBiieHus
y Mmajib4uka B.

Boabmme KIMHUYECKHe KPUTEPHH

[Topoku aHOpeKTanbHON 001acTu (aTpe3us/IUCTONHUS, +
CBUIIIH U JIp.)
AHoOManuu KOHEeUYHOCTe! (MOMUIAKTHIINS, Pa3ABOCHHBIH +

OOJIBIIION najgeH, OTCYTCTBUC KOCTEH 3amsicThs U ,[[p)
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[Tponomxenne Tabnuip 1

AHoMmanuu yxa (MUKpPOTHS, IOTepA CiIyXa U Ap.) +

MaJible KIMHUYECKUE KPUTEPUH

ITopokH MOUYEBBIIEIUTEIIBHON CUCTEMBI +
(runoriaszus/ucIuIa3us/arenes3ust movek, KiamaH 3agHei
YPETpHL U 11p.)
[Topoku 1moy10BO# CUCTEMBI (KPUIITOPXU3M, TUIIOCTAINS, +

aruia3us BJIarajuina u ap.)

AHOMaMU OpraHoB 3peHust (aTpodusi 3pUTETHHOTO -
HEpBa, KaTapakTa, MUKpO(DTaIbMHUS U Ap.)

[Topoku cepieyHO-COCYAUCTON CUCTEMBI (CETTaIbHbIE +
MIOPOKH, aTpe3us KJlaraHa JIETOYHOU apTepuH, 001uit
apTepHalibHbIN cTBOJ, TeTpana Pamo)

[Topoku OTIOPHO-BUTATEIBHON CHCTEMBI -
(BasibrycHble/BapycHbI€ JeopMaIuu CTOIl,
KPaHUOCHHOCTO3)

J40305(8 IPOABJICHUA: 3a/ICPKKa Pa3BUTHUA, ITapa iy +
YCPEIMHO-MO3Ir0OBbBIX HEPBOB, THIIOTUPECO3

[IpencraBieHHBI HAaMU IOUPOKHM CHEKTp BO3MOXHbIX BIIP 1pu
cunapome TayHca-bpokca moka3piBaeT HEOOXOAMMOCTh Y4acTHs B BEIECHUU
TaKuX JeTed MYyJNbTUAUCUUIUIMHAPHON KOMAaHJbI, KOMIUIEKCHOTO MOAXOAAa K
JUArHOCTUKE M JICYCHHIO JAHHOTO COCTOSIHUS. (OCOOEHHOCTBIO JaHHOTO
CUHIpPOMA BBICTYIIA€T BO3MOXKHOCTh TIIOCTAHOBKHM JHMarHo3a TOJIKO Ha
OCHOBAHUM XapaKTEPHOW KIMHUYECKON KapTHUHBI, BKJIKOYAIOUIEH OobIlne
denoTunuueckue kpurepun. Hannune gononaurensusix BITP opranos 3penus,
MOYETIOJIOBOU, CEPACUYHO-COCYAUCTOM, OTIOPHO-ABUTATEILHON CUCTEM 3HAYUMO
BJIMSIET HA POTHO3 BBIKUBAEMOCTH.

CUHAPOM KYBEP

Cunapom XKy6ep (MKB-10: Q04.3) — penkas HaclieICTBEHHAS TATOJIOTUS
U3 TpyNnbl NMEPBUYHBIX LUIMONATHW, BeTpedaromasica y 1:55 000-200 000
KUBOPOXKICHHBIX JI€TEH U XAPAKTEPU3YIOIIASICS 3HAYUTENbHBIM KIMHUYECKUM
U T€HETHUYECKUM nosuMopdu3mMoM. 3a00aeBaHUE aCCOLIMUPOBAHO C MOPOKAMHU
passutus [{HC, rmaBHBIM 00pa3oM ¢ TuUMOIUTa3ued WM aruiasuedl 4epBsi
MO3XKeuka W crneunduueckoil MambpopMalnuel CTBOJa TOJOBHOTO MO3ra,
BU3YaIM3UPYEMON TMpU MarHUTHO-pe3oHaHcHO Tomorpaduu (MPT) B BuIe
MAaTOTHOMOHUYHOTO «CHMIITOMa KOPEHHOTO 3y0a».

B ocHoBe cungpoma XKyOep nexut nucyHKUUs NEPBUYHBIX LUIHNA —
CHELUAIN3UPOBAHHBIX CEHCOPHBIX OPraHeill, YYaCTBYIOIUX B MEKKJIETOYHOU
CUTHAJIM3aLUU U PEryJIsIUU KJIETOUHBIX MpolueccoB. Hapymenue ux ¢yHKuii
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OpPUBOIUT K  MOJMOpPraHHoW — aucyHKUMU, 3arparuBas — HEHpPOHSI,
(oTopenenTopsl CETYATKU, SMUTEINN TIOYEUHBIX KaHAJIBLIEB, )KEITUHbIE IPOTOKU
U IpyTH€ TKaHMU.

Knunnueckas kaptuHa cuaapoma XKyOep BapbUpyeTCsl B 3aBUCUMOCTU OT
BO3pacTa U CTENEHHU BBIPA)KEHHOCTH T€HETUUECKOrOo e(eKTa: B HEOHATAIbHOM
NEPUOJE JNOMHUHHUPYIOT MBIIIEYHAsl TWIIOTOHUS, HEPETYJSPHOCTh JBIXaHUS C
AIMU30/1aMHU alTHO3/TaXUITHOA U IJ1a30BUTaTEIbHAS allPaKCHsl; B OCIEAYIOLEM
— aTakcus, 3a71epKKa MOTOPHOT'0, pe€Y4€BOr0 M KOTHUTUBHOIO pa3Butusd. Hapsny
C HEBPOJIOTHYECKUMHU MPOSBICHUSIMH YaCTO BBISIBIISIIOTCS OPTAIbMOJIOTUYECKUE
(HucTarMm, ampakcus B3TJsAa, OUCTPO(dUsS CEeTYaTKH) U BHCIEpATbHbBIC
MOpaKEeHUs — HEPPOHO(DTU3 U JPYrUe KUCTO3HBIE U3MEHEHHUS MOYEK, a TAKXKE
MpU3HAKU (GUOpPO3a MEUEHH.

Ha cerogusmnuii gens onucano 6osee 40 reHOB, MyTallMd B KOTOPBIX
acCOLIMMPOBAaHBI ¢ pa3BuTHEM cuHpoMa XKyOep. HecmoTps Ha cyriecTBeHHbIN
OpOrpecc B MOJIEKYJISIPHOM JTMAarHOCTHKE, MaTOreHe3 3a00JIeBaHUsl OCTAETCs
OPEIMETOM AaKTUBHBIX HcciaeoBaHUil. OTCYyTCTBHE 3THOTPOMHOIO JIEUYECHHMS
o0ycaBIMBaeT HEOOXOAUMOCTh PAHHETO BBISABIICHUS U MEXAUCLUITIMHAPHOTO
BEJCHMSI MalMEHTOB, HAIIPABJIECHHOTO HAa MPO(UIAKTUKY >KU3HEYTPOKAIOIINX
OCJIO)KHEHMU U YJIy4dIllIEHUE KaueCTBa )KU3HU.

KJIMHUYECKHHI CIIVYAHU 1.

ManpuiKk OT MaTepu C OTATOLIEHHBIM aKylIEPCKO-TMHEKOJIOTMYECKUM
aHaMHE30M, OT 6-if 6epeMeHHOCTH, 4-X poJoB Ha 36-i Heaene rectanuu. [lpu
poxaeHnn macca tena cocrtabisuia 3280 r, qnuHa Tena — 50 ¢M, OLEHKa MO
mkane Amnrap — 5/7 OamnoB. CocTosiHUE pPaclEHUBAJIOCh Kak TSKENOE,
0OyCJIOBJIEGHHOE JbIXaTEIbHOM W CEpPAEHYHO-COCYJUCTON HEJO0CTATOYHOCTHIO,
noTpeOOBaBIINX PEAHUMALIMOHHBIX MEPOTIPUSATHI B POJIUILHOM 3aJi€.

[Ipu ocmoTpe oTMewancs JMIEeBOW Ju3MOpP(GU3M: BBICOKUU JI00,
OpOUTANBHBIA TUNEPTEIOPU3M, TOTHYECKoe HEDOO, a Takke remaToMeraius,
3HAYUTENIbHOE YBEJIIMYEHHE KUBOTA 32 CUET NaIbIHpyeMoro oopasosanus. Y31
IIOYEK BBIABWIIO JIBYCTOPOHHHUW MOJMKHCTO3 IMOYEK C PE3KO YBEIMYEHHBIMU
pa3MepamMH ¥ MHO>KECTBEHHBIMH MEJIKHUMH KHCTaMH, YTO B JajibHEHIIIEM ObLIO
MOATBEPKIEHO MpH TTpoBeaeHnn kommbiorepHoit Tomorpaduu (KT) (puc. 5). B
JUHAMUKE OTMEYaJloCh  HapacTaHWE  a30TeMHUM, THUIEpPHATPUEMUU U
TUIEPOCMOJISIPHOCTH  KpOBHU. JlaGopaTopHO ObUIM  BBISIBICHBI TPU3HAKU
CUHApPOMA IIUTOJIU3A U X0JIeCTa3a, TUIONPOTEMHEMUS, TUIIOKoaryJsius. B xone
npoBeaeHus ¥Y3U 1 MarHuTHO-pE30HAHCHOM XOIaHTHoNaHKpeaTorpadun ObUN
JUArHOCTUPOBAHbl ~ KUCTOBUAHOE  pACUIMPEHHE  XOJIeloXa,  JIMCILIa3Us
BHYTPHUIICUEHOYHBIX U IMY3BIPHOTO MPOTOKOB, MOJKAICYJIbHAs KUCTA IMEYCHH.
['ucronornuecku ObLT MOATBEPKAEH BPOXKAEHHBIN PUOPO3 TIEUEeHU C KapTHHON
MEJIKOY3J0BOr0 LIMPPO3a.

B HEBpOJIOrMYECKOM CTaTyceé OTMEYAJIMCh MBIIIEYHAas JIHCTOHUSA,
MaTOJIOTMYECKasl I1a30/IBUTaTeNbHAs CUMITOMATHKA (IJIaBAOLIME JIBHXKECHHS
rj1a3, poTaTOpHbIA HHUCTarM, cxozsmeecs kocornasue). Ha MPT ronosHoro
MO3ra BBISBIICHA areHe3us 4YepBsl MO3KEUYKA C CUMITOMOM «KOPEHHOTO 3y0a»
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(puc. 6). Ilo pesynpraTaM MOJHOSK30MHOTO CEKBEHHUPOBAHUS ObUIH
oOHapyXeHbl MyTanuu B reHe TMEM67, accouMupoBaHHAs C CHHAPOMOM
Kyb6ep, u B rene PKD1, koTopasi SBISETCS cCaMOl paclipoCTpaHEHHON MyTallke
IPU AyTOCOMHO-JOMUHAHTHON MOJIMKKUCTO3HOM 00s1e3HU nouek. B TEUCHHE
NIEPBOr0 ToJa KM3HU COXPAHSIMCh BTOPWUYHAs apTepualibHas TUIEPTECH3UA,
CTaOMJIM3UPOBAHHAS JIBYXKOMITIOHEHTHOM aHTUTUIIEPTEH3UBHOW Tepamnueil, u
NPU3HAKK XPOHUYECKON O0JIe3HM MoyeKk 0e3 MpOorpeccUpoBaHUs. YUUTHIBas
COUETAaHHOE TOpaXKEHHWE TE€YeHH M TMOo4YeK (BpoXAEHHBIH ¢ubdbpo3, BIIP
KEJITYEBBIBOALINX MyTEH, MMOJTUKUACTO3), PEOCHKY MOKa3aHa KOMOMHUPOBAHHAS
TpaHCIUIAaHTAIMsI TIEYCHU W TOYKU. B HacTosmuii MOMEHT peOEHOK HAXOIUTCS
10/1 HAOJIIOJEHUEM MYJIbTHIUCIUIUIMHAPHON KOMaH/Ibl CEUATNCTOB.
HHATHO3

Cunnpom XKyOep. AyTOCOMHO-AOMHUHAHTHAsI MOJUKUACTO3HAsA 0OJIE3Hb
noyek, Mmyraiuu B rene TMEM67 v B rene PKDI. JluarHo3 moATBEpKICH
MOJIEKYJISIPHO-TEHETUUECKUMU METONAMM.

KJIMHUYECKHUH CIIVYAHN 2.

JeBouka oT 1-X CpOUYHBIX ONIEPATUBHBIX POJIOB Ha 38-i1 HENEe recTaluu.
B 3-m TpuMecTpe GepeMEHHOCTH B X0JIe€ CKPUHUHTOBOTO 00CIIeIOBaHUSI ObLIH
BbIsiBIICHBI MBIIP: momumkucto3 mouek, Mmblmeudsid JIMOKII, rumoriazus
JIETKUX, a TaKXe CHHAPOM 3aJIEpKKM POCTa IUI0AQ, KapAUOMETAIIHS,
aHrupaMHuoH. Macca tena coctaBisuia 2700 r, mmHa — 47 CM, OIIEHKa 1O
mkayie cocrapisiia Anrap 4/6 6anios.

CocTostHME IEBOYKH OLIEHMBAJIOCH KAaK KpallHe TskKeynoe, 00yCIOBIEHHOE
TEUEHUEM IMOJIUOPTaHHONW HEJOCTATOUYHOCTU y peOCHKA C MHOXKECTBEHHBIMU
MOpOKaMH. Y JEBOYKH HaOII0Janach peu3alus BHYTPUYTPOOHON MTHEBMOHUU
Ha (oHe TrumnoruIa3uu JErKUX, JJIUTETFHO COXPAaHSJIACh HEPEryJsIpHOCTD
neIxanus, Tpedyromas npoaopkutenbHo MBJI. 9x0oKI™ BeIsBHIIa MBIIICUHBII
JAMIKII, OOO, pacmmpenue kamep cep/ila, Npu3HaKu JIETOYHOW TUIEPTEH3UN
u runeprpoputro  kemymoukoB. BIIC  compoBoxmamuch — cepaedHOi
HEJIOCTATOYHOCTBIO ¢  HECTAOMJIBHOM  TIeMOJWHAMHUKOW, TpeOOBaBIICH
KapJIMOTOHUYECKOU MOEPKKU B MEPBBIC THU JKU3HHU.

[Ipy ocmoTpe oOTMEUaach IATOYHO-BAJIbIYCHAs KOCOJIANIOCTh U
YBEJUYEHUE OKPYKHOCTH kHUBOTa. C MEPBBIX CYTOK KU3HU (DPUKCHUpOBaIach
anypusd. Ha 4-i1 neHp wH3-3a TPOTrPECCUPYIONIETO OTEYHOrO CHUHIPOMA H
OTCYTCTBHUS MOYEHCITYCKaHUs OblJIa HauaTa 3aMEeCTUTEIbHAS TOYeYHas Teparus
— IMEPUTOHEAIbHBIM aHanu3. brarogaps 3aMeCTUTEIBHONW MOYEUYHOU TEparuu
cOoCTOsiHME peOEHKa CTano CTaOMIM3UPOBATHCSA, OJIHAKO YPOBEHb KpeaTMHUHA
octaBajics BbICOKUM. 1o qanHbiM Y3 nmodek oTMedanuch nNporpeccupyronun
MTOJIMKUCTO3 M YBeIM4YeHHE 00hEMA TTOYEK.

[To pe3ynbTaTaM NOJHO’K30MHOIO CEKBEHHpPOBaHUSI (MyTallus B I'EHE
AHII). 1lo pe3ynpTraraM T€HETMYECKOIO TECTHUPOBAHMS MYTAllMM B TE€HAX
PKHDI1, PKDl1 u PKD2, accouuupoBaHHBIX C pa3BUTUEM ayTOCOMHO-
PEIECCUBHON M ayTOCOMHO-JIOMWHAHTHOM TOJMKHACTO3HON OOJIE3HU TMOYECK,
COOTBETCTBEHHO, OTCYTCTBOBaM.  bbinm moarBepxknaeH cuniapoMm KybOep. B
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CBA3U CO CTPEMUTENBHBIM yBEIMUYEHHEM Noyek 1o AaHHbM ¥Y3U mouek n KT
OpraHoB OpromHON moJyiocTu (puc. 7), a Takke pa3BUTHEM Macc-dpdexTta Ha
COCEJIHHE OpraHbl ObliIa MPOBEEHA ABYCTOPOHHSIS HeppoypeTepakTomus Ha 20-
i nensb xxu3Hu. [locne onepaiuu cocTosHre pedEHKA 0CTaBANIOCh TSHKEIBIM U3-
3a MOJMOPTaHHOW HEAOCTATOYHOCTH M MH(PEKIIMOHHOTO TOKCHKo3a. HecmoTps
Ha JIEYEHHE, COCTOSIHHUE IMPOJIOJDKANO0 YXYIIIAThCsS — HapacTal OTEYHBIN
CUHIpPOM, YBEJIIMYMBAJACh a30TE€MHUS, pPa3BUBAJICS CMEIIAHHBIA alua03,
JbIXaTeabHasl HEIOCTAaTOYHOCTh W BTOPUYHAs JErOYHAs THUIEPTEH3US C
BBIPAXXEHHBIMHU T'€MOJIMHAMUYECKUMU HAPYILICHUSIMU.

[ToBTOpSsIFOLIMECS IPUCTYIIBI AITHOA U OpaAuKapAUK IPUBEIH K OCTAHOBKE
cepana, peb€Hok ymep B Bo3pacte 1 mecsiua 4 gHel, yepe3 14 nHeit mocie
oInepaluu.

JHUATHO3

Cunnpom XKy6ep, myTanus B rene AHI .

JTUDDEPEHI[HUAJIBHBIN JUATHO3

XOTsT TEepBBIMH KIMHUYECKUMH TPOSBICHUAMH cuHIpoma Kybep
SIBJISIFOTCS] MBIIIEYHASI TUTIOTOHUS U HEPETYJISIPHOE JIBIXaHUE C SMU30UYECKUMU
IPUCTYIIAMU TAXUITHOD W/WIM alHOd Y HOBOPOXKJICHHBIX B KpalHE TKEIOM
COCTOSIHUM, TPeOYIOIIEeM MPOBEACHUSI MCKYCCTBEHHOW BEHTWJISLIUU JIETKUX, a
4acTO W CENallMM C LEJbI0 CHHXPOHU3ALMHU alllapaTHOrO JbIXaHUS, OYEHb
CJIOKHO OILICHUTh HEBPOJIOTMYECKYI0 CHMIITOMAaTUKY. B Takux ciydasx B
g depeHnnanbHO-IMarHOCTHYECKOM TOMCKE OCOOYI0 pOJIb WUrparOT HHBIE
nposiBienus curapoma JKyoep. [Ipu 3TOM yunuThIBaIOT TaK)Ke€ FT€HOTHUITHYECKYIO
JIE€TEPMUHUPOBAHHOCTh pa3HbIX (PEHOTHNHMYECKUX BAPUAHTOB CHUHJIPOMA.
Mytamuu B rteHax (TMEMG67, CC2D2A, CEP290) accouuupoBaHbl C
BPOXKJEHHBIM (PUOPO30M TEUYEeHH, KaK Pe3ysbTaT NUCPYHKIUU PECHUYEK Ha
MOBEPXHOCTH XOJaHruouutoB. A myrtanusi B rene AHIl accoummpoBana c
HOJINKUCTO30M MOYEK .

Cunnpom XyOep u moaukucTo3Has 00JIe3Hb MOYEK MPEJCTABISIOT CO00i
pa3jnyHble TeHEeTHYeCKHe 3a00JIeBaHMsI, KOTOpble MOTYT HMMETh YaCTUYHO
MIEPECEKAIOIIMNECS]  KIIMHUYECKHE MPOSIBICHUS, OJHAKO OTJIMYAKTCS 110
MaToOreHe3y, HacJIeJ0BaHUIO U OCHOBHBIM CUMIITOMAaM, YTO SIBJISIETCS KITFOUEBBIM
U1 uX uddepeHnraniaaTbHON JUarHOCTHKH.

[Tonukucro3Hass 0o0Jie3Hb MOYEK NPENCTaBIsACT COOOW TIeTepOreHHYIO
rpynmy 3a00JeBaHui, XapaKTepUu3yoImuxcs GopMUpOBaHHUEM MHOKECTBEHHbIX
KUCT B MapeHXUME IMOYEK M MPOTrPECCUPYIOIIMM HapyIIEHHEM HMX (DYHKIIMH.
AyTOCOMHO-IOMHUHAHTHAs MOJIMKUCTO3HAs 00JIE3Hb MOYEK SBISETCS Hanbosee
pacripocTpaH€HHON (HOpMOi, MPOSBIISIIOMIEHCS OOBIYHO B 3PEJIOM BO3pPAcTe C
CUMIITOMaMHU  apTepUaIbHOM  TUMNEPTEH3UH, TeMaTypuH,  MOYEYHOU
HEJOCTaTOYHOCTH M BHEMOUYEYHBIMH KHCTO3HBIMU oOOpa3zoBaHusiMu. OHa
cBA3aHa ¢ MyrtauusmMu B reHax PKDI w PKD2. AyTtocomMHO-peneccuBHas
MOJIMKUCTO3HAasi OO0JIE3Hb MOYEK, HAMpPOTHUB, XapaKTepu3yercs Oosee paHHEH
MaHu(ecTaleil B HEOHATaJbHOM WM pPAaHHEM JI€TCKOM BO3pacte, C
BBIPOKEHHBIMA KHCTO3HBIMH HU3MEHEHUSIMU IMMOYeK Hu (UOpPO30M IICUEHH,
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oOycnoBineHa MyTauusmMu B TeHe PKHDI u conmpoBOXAaeTcsl TIKEIOU
IIOYEYHOH U NMEYEHOYHON HEIOCTATOUYHOCTBIO.

BaxxHelmmMu oTINYUsIMHU MeXIy cuHIpoMoM JKybepa U MOJIMKUCTO3HON
OOJIE3HBIO TOYEK SBISIOTCS XapakTep HEBPOJOTHYECKUX CHUMIITOMOB H
naTorHoMoHU4HbIX MPT-nipu3nakoB npu cunjpome JKybepa, OTCYyTCTBYIOIIUX
IpU MOJMKKUCTO3HOM OOJIE3HM MOYEK, a TAKXKE Pa3Inyus B BO3pacTe Hayaia u
HACJICCTBEHHOM THIIE.

OBCYK/[EHUE

Hannane mopaskeHnii movex (IMOIMKHUCTO3), TeUeH! (BPOKAEHHBINA (HrOpo3
U TIOPOKH JKETYEBBIBOJIAIIMX IyT€) W UEHTPAIbHOW HEPBHOH CHUCTEMBI
(areHe3ust 4epBA MO3KEUKa, TJIa30/IBUTATEIbHBIE HAPYIICHUS, AaTaKCHS)
MMOATBEPKIAACT MYJIBTUCUCTEMHBIM  XapakTep UWIMONATUA U CO3MAET
JMAarHOCTUYECKHUE CIIO)KHOCTH, OCOOCHHO B HEOHATaJbHOM MEpPHOJIe, KOIaa
KJIMHUYECKash KApTUHA MOXET UMUTHUPOBATh BHYTPUYTPOOHBIE MH(MEKIIUU WU
uzonupoBanHble BIIP. AHanu3 ceMeilHOro aHamMHE3a M HCIOJIb30BaHUE
COBPEMEHHBIX METOJ0B MOJIEKYJISIPHON TUATHOCTUKHU UTPAOT KIFOYEBYHO POJIb
B YCTAHOBJIEHUH TOYHOI'O JMATHO3a NPU MYJIBTUCUCTEMHBIX TI'€HETHYECKUX
IIaTOJIOTUSIX.

Huarnoctuka cuHjgpoma JKyOep OCHOBBIBa€TCSI Ha  BBISIBIICHUU
MaTOTHOMOHUYHOT'O CUMIITOMA «KOPEHHOTO 3y0a» 1o anHbiM MPT ronoBHoro
MO3ra M TOATBEPKICHUM MYyTallMd B KIIOUEBBIX reHax. OpHako y Jnerei
HEPEIKUA CIlydyal COYETAHUS HECKOJbKUX TEHETUYECKHUX IaTOJIOTUH, YTO
3HAYUTEIBHO YCIOXKHIET MU(phepeHIINaNTbHYIO THarHOCTUKY. DeHOoTUITYeCKast
CXOXXKECTh TOYEUYHBIX W3MEHEHuN npu cuHgpome Kybep ¢ aApyrumu
KUCTO3HBIMHU JUCIUIA3USIMU, & TAKKE BO3MOKHOCTh OJJHOBPEMEHHOTO HAJTUYUSA
pPa3IMYHBIX TEHETHMYECKUX HApyUIEHUM TPeOYyIT MNPOBEACHUS TIIATEIHHOTO
muddepeHnanTsHOTO aHalu3a MW PaHHET0  MOJEKYJISIPHO-T€HETHYECKOTO
UCCIIEIOBAHUS.

Oco0oe BHUMaHUE CIEAYET yAENATh KOMIUIEKCHOMY TIOJIXO1Y TIPH PEIKUX
coueTaHusix cupapoma Kybep M ayTOCOMHO-TOMHUHAHTHOM TMOJIMKUCTO3HOM
OOJIe3HH TIOYEK, KOTOPBIM BKJIIOYAET PAHHIO TEHETHYECKYIO IUAarHOCTHKY,
peryisipHoe HaOmoeHne Hedposora, remarojora W HEBPOJOra, a TaKkKe
MOATOTOBKY K BO3MOXXHOW KOMOWHHPOBAHHOW TpPAHCIUIAHTAIMN TICYCHU W
MOYEK.
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Domoepaghuu  npusedenvt U ONYOIUKOBAHLL C PAPEULEHUS 3AKOHHO20
npeocmasumeis.

Pucynok 5 — KowmmbrlorepHas tomorpadus
OpraHoB OpromHO#M mosocTu manueHTta 1 B 1,5 mecsma: pe3ko yBelnWYeHHBIE
MOYKU C MHOKECTBEHHBIMU KHMCTaMHU B MapeHxume (mpasas mouka 78x40x44
MM, JieBasi Touka 76x42x45 Mm).

Pucynok 6 — MarHuTHoO-pe30HaHCHas TOMOrpadusi rojoBbl MamueHTa 1:
areHe3us YepBsl MO3KEUKA C XapaKTEPHbIM CUMITOMOM «KOPEHHOTO 3y0a»

Pucynok 7 — KowmmbioTepHass Tomorpadus OpraHOB OpIOIIHON MOJIOCTH
nauvenTa 2 Ha 19-e cyTku xu3Hu: npasast nouka 102x58x52 MM, jieBast mouka
100x65%50 mm

CUHIPOM KA3BABAXA-MEPUTT
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Cunmpom  Kazabaxa—Mepurr  (MKB-10: DI18.0) —  penkoe
KU3HEYTPOKAIOIIEE TEeMOCTA3UOJIOTUYECKOE COCTOSHUE, BO3HHUKAIOUIEE Y
MJIQJICHIIEB U JIETEH paHHEro Bo3pacTa Ha ()OHE COCYAMCTHIX OMyXOJIeH, yalle
BCEro KarolIUNoJA00HOW TeMaHTHOIHI0TETUOMBI WM «ITyYKOBOW» aHTHOMBI.
Bnepseie onucanubii B 1940 romy, CHMHIpPOM XapakTepuU3yeTcs TPUAJOM:
TPOMOOIUTOTICHUEH, KOAaryJonaTuei noTpeOIeHUs u OBICTPO
YBEJIMYUBAIOLIEHCS ~ COCYOUCTOM  OMyXxoyiblo. Yactora  BCTPEYaeMOCTH
JIOCTOBEPHO HE YCTAaHOBJICHA.

B otnuume oT Kiaccuueckux HH()AHTUIBHBIX TE€MAHTHOM, OIYXOJH,
BbI3bIBatOIIME cUHJIpoM Kazabaxa—MepUTT, MUMEIOT arpecCUBHOE TEUYCHHUE,
CKJIIOHHbl K WHQUIBTPALMH TKAHEM W 4YacTO JIOKAIU3YIOTCA B 00JacTH
TyJIOBHILIA, KOHEYHOCTeW miM meu. Ilatorenes cunapoma Kazabaxa—Mepurr
CBSA3aH C aKTUBHBIM NOTPEOIEHHUEM TPOMOOIUTOB U (haKTOPOB CBEPTHIBAHUS B
ONyXOJHM,  4YTO  MPUBOAUT K  BBIPAXKEHHOW  TPOMOOLMTONEHUH,
runoGuOpPUHOreHEMUN U TIOBBIIIEHHOMY PUCKY KpoBOoTeueHui. KinmHuueckoe
TEUEHHE MOXKET OBbITh CTPEMHUTENIBHBIM M TpeOOBaTh HEMEIJIEHHOIO
BMEILATEIbCTBA.

JlnarnHocTrka BKIIOYAET KIMHUYECKYIO OIIEHKY, 1a00paTopHble MapKEPbI
reMoCTa3a U BU3YyaIM3alMOHHBIE METOJBI. B CBS3M C TAKECTBIO COCTOSHHUS U
OTCYTCTBHUEM €IMHOIO CTAHJApTa JICYECHUS BEJICHHE MALMEHTOB C CHHAPOMOM
Kazabaxa—MeputT Tpedyer HabOMt0IeHUS NTeauaTpa, TemMaTosora, Xupypra, a B
psane ciaydaeB U OHKoJiora. COBpEMEHHbIE TEpaneBTUYECKHE CTPATEruu
BKJIIOUAOT  npuMmeHeHue  rirokokoptukouaoB  (I'KC),  BuHkpuctHHa,
CUpPOJUMYCa U IJIa3MOTEpanuu.

KJIMHUYECKHHI CIIVYAU

Hesouka JI. ponunace ot 1-it 6epeMeHHOCTH, 1-X pOJOB OT MaTepH C
OTSITOIICHHBIM aKyIIEPCKUM, COMAaTUYECKUM U MH(PEKIIMOHHBIM aHaMHe30M. Bo
II pumectpe y maTepu ObuT BhisiBIeH Bbicokuit TUTp 1gG k Toxoplasma gondii
npu coMmHUTeNbHOM [IgM, 1O mMOBOAY 4Yero NPOBOAWIACH TEpanus
CIIMPAMULIMHOM. bepEMEHHOCTh OCIIOKHWIACH YTPO30U MPEPHIBAHUSA, AaHEMUEH
U ocTpod pecnupatopHoil BupycHou wuHpeknuerr (OPBU), mpoBogmmach
anTeHaTtanbpHas npodunakruka PIIC.

Ponwl cpounsie, Macca peb&nka ripu poxaenuu — 4000 r, qiuHa Tena — 56
CM, oleHKa no mkaie Amnrap 7/9 Oamnos. Ilpu mepBuyHOM ocmoTpe ObuIU
BBISIBJICHBI MHOECTBEHHBIC SIPKO-TUIIEPEMUPOBAHHBIC TISITHA Ha KOXKE U
CIIM3UCTON pTa, a Tak’Ke KaBEpPHO3Has TeMaHruoMa B 00JiacTd mpaBoro Oexapa
(puc. 8). IlaTosoruii BHYTPEHHHUX OpPraHoOB BBIABICHO He ObUI0. Ilpum
nabopatopHoM oOciegoBaHuM  BbIsiBIeHBI aHemMuss (Hb 168 1/m) w
TpomOoruTonienwsi(138%10%/1).

Ha 14-m vacy mocTHaTtampHOrO pa3BUTHSI HAOIIOANIOCH YXYAIIECHUE
COCTOSIHUS: TaxXWIHO?, TaXWKapAusi, TUNEPTEPMUSA, CHIKEHUE caTypaluH,
JbIXaTeJIbHbIE HAPYIICHUSI, CHHIPOM YTHETECHHUS, CyOMKTEpUUYHOCTh KOXH. [Ipn
du3uKaTEHOM OCMOTpE OTMEYaJIUCh CUCTOIMYECKUM Iy,
renaToCIUIEHOMETallis, MacTO3HOCTh HOI' MPU COXPAHEHHOM auypese. bblia
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3amojo3peHa BHyTpuyTpoOHass uH(ekius. [loBTopHBIE aHamW3bl MOKA3alu
HapacTtaHue TpomOoruronenuu (mo 136x10%m), anemuio (Hb — 161 r/m),
aunos (pH 7,36, BE —3.9), runonatpuemuro (Na® 129 wmmons/n),
runokanbiemuto (Ca** 1,22 MMOIb/T), BEIPAXKEHHYIO TUIIEPOUITUPYOHHEMUIO
3a cuet HenpsaMmon ppakiuu (142,3 MxMosw/in). ['emonutudeckast 60e3Hb Oblia
UCKJIIOUEHA. BbUT OCYIIECTBIIEH CTapT OKCUT€HOTepanmuu u (poroTepanuu
(camxenue Omnupyouna mo 120 Mxmonw/n). Ilo pesynpTaTaM KOMIUIEKCHOTO
VY3U omnpenemsumichk npusHaku MopdodyukmuonansHoit Hespenoctu [[HC,
renarocrieHomeranusi, BIIC (IAMXITI 4 mm, OOO 4,8 MM, OTKpBITBII
aprepuanbHbiii potok (OAIT) 1,4 mm). Pebenok 0wt mepeBenen B OPUTH
POAWIBHOTO JIOMa, T/€ MPOBOAWINCH, MH(Y3HMOHHAsT M aHTHOAKTEepUalibHAs
Tepanus. YUuThiBas KoxkHble npossieHus, BIIC u tpombonuTonenuto, peo€Hok
JUTSL  OMIPENeNICHUsT MallbHEUINEeH TAKTUKH W JICUYCHUS OBUT TepeBenéH B
MHOTOMPO(UIbHBIN AETCKUI CTAIMOHAP.

Ha Bropom stane neuenus B OPUTH ocoboe BHUMaHue MpUBJIEKalu
MHO>KECTBEHHBIE TUIOCKHE T€MaHTUOMBI Ha KOXKe U ciu3ucToi pra. CocTosiHIe
OCJIOKHSIIOCH HapacTaHUEM JIBIXaTEIbHOU HEJ0CTaTOYHOCTH,
renaTtocryieHomeranuen (nedens +4 cm, cenesénka +2 cm), anemueit (Hb 136
r/n), TtpombOouutonenuern (121x10%m), runepOunupyounemuenn (0OIIMiA
ompyOuH 269,5 MKkMoIIb/11, npeobiagaHue HempsiMOi (PpakIu), yMEpeHHbBIM
MOBBIIIIEHWEM  TpaHcamuHa3 (acmapratamuHoTpaHcdepaza (ACT) 82,
ananuHamuHoTpancdepaza (AJIT) 63 en/nm). beumn uckiaroueHbl UHOEKIUU
reprec-rpynmsl U TOokcormiazmMo3. C 3-X CyTOK — TMpU3HAKK ITHEBMOHMWH,
Kapauomnatuu (KapauoTopakaibHbei uHAeKe 0,62), runepruiazuu tumyca. Ha
OxoKI: JIMXII (4,3 mwm), AMIIIT (OO0 5,0 mMm), OAIl (1,4 wmm),
HEIOCTATOYHOCTH KJIAMIAHOB, YCKOPEHNE KPOBOTOKA B JIETOYHOU apTepun. Y 31:
rermaToMeraians, FTeMaHrMoMaTo3 MeYeHHU, CIyieHoMeranus, TumomMmeranus 111 ct.

Ha d¢one yxymmenusi cocrosuus Hadyata Constant positive airway
pressure (CPAP)-Tepanus, mpoBejeHa cMeHa aHTHOAKTEPHAIBHOM Teparuu,
MUMTaHWe YaCTUYHO TapeHtepanbHoe. Ha 3-u cyTtku pebeHky moTtpeboBaiach
NBJI, mnosBWIace SHTEpalbHAs HENEPEHOCHUMOCTh, YCHJIWICS OTEYHBIN
CUHPOM, CBOOOIHAS KUIAKOCTh B OPIOIIHON TOJIOCTH, HapacTaja TUIIOTOHWS,
nepebpanpHas nenpeccus, anemus (Hb 112 r/m), rpomOGoruTonenws (98x10%/m),
IPU3HAKY TUITOKOATYJISIIUN B KOAryJorpaMmMme.

C 8-X CYTOK XHM3HU OTMEUEHO MPOTPECCHUBHOE YXYIIICHUE COCTOSIHUS:
yrHETEHHE CO3HaHus A0 Kombl [-III crenenu, npixarenpHas W CEPACYHO-
COCYIMCTasi HEIOCTaTOYHOCTh, TMPU3HAKK TOJMOPTaHHON  JUCHYHKIIUH.
MuxkpoOuosoruiecKme IOCEBBI — OTpULIATEIIbHBIE. [ToBTOpHOE
PEHTIEHOJIOTUYECKOE 00CIIeIOBAHNE BBISIBUIO JIBYCTOPOHHIOI IMHEBMOHHIO,
TUMOMETQJINI0, BO3MOXHBIM aciuT. KoHcymnbpTamus xwpypra ykaszajna Ha
BeposatHbiii HOK (cragust 1a) m dopmupoBanue anacapku. CoXpaHSIUCH
CyOKOHBIOHKTHUBAIbHBIE KPOBOM3MHSIHUS. OTMEYAIOCh Pa3BUTUE BBIPAKEHHOTO
reMopparuueckoro cunapoma (HocoBoe, JKKT-kpoBoTeueHuss, KpOBOTOUUBOCTh
WHBEKIUI), TMOTpedoBaBIIer0 TpaHCPY3Wl TUIa3Mbl W SPUTPOLIUTOB.
[IpoBoaMIacky MHTEHCHMBHAS KapAMOTOHUYECKAS U PECIIUPATOPHAs MOIJIEPAKKA.
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HecMmoTtps Ha Tepanuto, HapacTau MPU3HAKY NOJIMOPTaHHON HEJIOCTATOYHOCTH,
JTMCCEeMHUHUPOBAHHOTO BHYyTpHcocyauctoro cBepthiBanus ([ABC)-cunmpoma,
anemuu. Ha 9-e cCyTkum >ku3HM 3adUKCHpOBAHA OCTAaHOBKA CEpJCUHOMU
NEeATeIbHOCTH, pEaHUMAIIMOHHBIE MEPOTIPUSITHS OKa3aJIUCh O€3pe3yIbTaTHBIMHU.
Kombunarus Tsxénoll BpoxAEHHOW martojorm W cuHApoMa Kazabaxa—
MeppuTT npuBena K J€TAIbHOMY UCXOMY.
JIHATHO3

Cungpom  Kazabaxa-MeppuTT: Te€MaHTHOMATO3 KOXH, TI€YCHH,
TPEXCTBOPYATOrO KJIAlaHa, MOJKETYI0YHOM KeJe3bl; TPOMOOLUTOECHHUS.
JUDDEPEHIIHAJIbHBIN JTMATHO3

Jubdepenunanbupiii  aguarno3 cuHapoma  Kazabaxa—Mepputr B
HEOHATAJIbHOM IEPUOJEC TMPOBOJIUTCA C PsAOM 3a00JieBaHUN M COCTOSIHHIA,

COITPOBOXKIAOIIUXCA TPOMOOILIMTOTICHUEH, KOaryJonaTuen A/
COCYAUCTBIMU 00pa30BaHUSIMU. BaxxapiMu muddepeHuanbHO-
JTWArHOCTUYECKUMHU MPU3HAKAMU SIBJISTFOTCSL:

1. Knaccuueckass uWH(paHTUIBHAs TIeMaHTHOMa — J0OpOKauyeCTBEHHOE

cocyucToe o0pa3oBaHHE C aKTUBHBIM POCTOM B IEPBbIE MECHIIbI KU3HHU,
OJTHAKO HE CONPOBOXKJAIOLIASCS BBIPAKEHHOM TPOMOOLUTONEHUEH WU
KoarysonaTheu norpedsenus, B oranuue ot cuaapoma Kazabaxa-Mepurr.

2. Heonataneubeii cencuc ¢ JABC-cuHZpoMOM — MOXKET MpPOSBIATHCS
TPOMOOLIMTONIEHUEN W HApyUIEHUSIMH TEeMOCTa3a, HO OTCYTCTBYET
COCyIMCcTOE 00pa3oBaHueE; COMPOBOXKIAETCS BbIpAKEHHON MH(PEKIIMOHHOMN
CHUMITOMATUKOM.

3. HeonaranbHas aJuloMMMYyHHasi TPOMOOLIUTONIEHUSI — MMMYHHBIA KOH(JIUKT
MEXIy TpPOMOOLIMTAPHBIMU AHTUI€HAMU MaTepud W IUI0/1a; TUIUYHA
BBIPDQKEHHAs] TPOMOOIIMTONEHHUSI C PHUCKOM KpOBOMBIUSHUWA, HO 0e€3
COCYIUCTBIX OITYXOJIEH.

4. BpoxAEHHBIN JEHKO3 — PEAKO BCTPEYAETCS B HEOHATAIbHOM IEPUOJE;
BO3MOYHa TPOMOOIIUTOIIEHUS, renaToCIIEHOMET NS, KOKHBIE
JeiKeMupl, HO OTCYTCTBYET THUMHUYHOE JUIs cuHapoMa Kazabaxa—Meputt
COCYIUCTOE 00pa3oBaHUE.

5. Twrantckas Bpoxnaéunas remanruoma (RICH/NICH) — moxeT BBI3BIBaTH
réMOJMHAMHMYECKHE HApYLIEHUs, HO PEAKO CBA3aHA C BBIPAKEHHOU
TPOMOOIIUTONIEHHEN U KoaryjomnaTheil, XapakTepHOW il CHHIpPOMA
Kazabaxa—Meppurr.

6. KamomunonobHasi remMaHrHo’HaoTeIMoMa Oe3 cuHiapoma Kazabaxa—
MeppuTT — MOXET CyllecTBOBaTh 0€3 KoaryJjomaThuv MOTpeOSIeHuUs;
TpeOyeTcsl KIIMHUKO-1a00paTOPHOE MOATBEPIKICHUE.

ObCYK/[EHUE
Cunmpom  Kazabaxa—MeppuTT SBISETCA  aKTyallbHOH  TPOOJIEMOM,

OTJIMYAIOMIEHCS BBICOKOW KIMHUYECKOW BapuaOENbHOCTHIO. DTO CBS3aHO C

Pa3IMYHON JIOKamu3alued Kanomu@opMHOW reMaHTHOAHIOTEIMOMBI UIIH TaK

Ha3bIBAEMOW «ITyYKOBOI» T'€MaHIHMOMBI, & TAKXKE 3aBUCUMOCTBIO KIMHUYECKUX

MPOSIBJIEHUM OT mnopak€HHOro opraHa. Omyxojib MOXET 3aTparuBaTh

BHYTPEHHHE OpraHbl, BOBJEKas B MAaTOJOTMYECKUH MIPOLECC CEPIECYHBIE
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KJIAllaHbl, TICYCHb U TOKEITyI0YHYI0 Keyne3y. XapaKTepHOW OCOOEHHOCTHIO
reMaHruoMm mpu cunapome Kazabaxa—MeppuUTT SBISETCS UX CKIOHHOCTh K
MHBAa3UBHOMY pOCTY, 4YTO IIPUBOAMT K BOBJICYECHHMIO COCEIHHUX TKaHEH.
I'emopparnueckue HapyIIeHUs] aCCOLMMPOBAHbI C U3BMEHEHUSAMU B COCYIHUCTBIX
CTEHKaX, MPUBOAAIIMX K arperanuy TPOMOOLIUTOB, HUX H30BITOYHOMY
notpebaeHuto u aepuuuty. Hanvune TUNUYHON TeéMaHTMOMBI B COUYETaHUU C
TpoMOouuTONIeHNEN TpeOyeT nckitoueHus cuaapoma Kazabaxa—Meppurr.

JUisi CHMKEHUsSI YpOBHS CMEPTHOCTM WM HHBAJIUAHM3ALUHU, CBA3AHHBIX C
cuaapomMom  Kazabaxa—Mepputr,  HEOOXOIMMO  BHEIPEHHUE  HOBBIX
5 (HEeKTUBHBIX JIEKAPCTBEHHBIX CPENCTB, a TaKXKe pa3pabdOoTKa ONTHUMAaJIbHBIX
CXEM TepanuH, aJalTUPOBAHHBIX K JICUCHHIO HOBOPOXKAEHHBIX JETEH.
[lepcieKTUBHBIMM HAMPABICHUSAMH OCTalOTCSI COBEPLIEHCTBOBAHHE METOOB
AHTECHATAIIBHOW TMATHOCTUKHU W Pa3BUTHE TApreTHOM TEpAIUu, HAIIPABICHHOU
Ha MepCOHAIM3UPOBAHHOE JIEUEeHUE 3a00J1eBaHMsL.

Domo npedcmasneno ¢ paspeulenis 3aKOHHbIX npeocmasumenel

e .

pebenka ¢ cuaapomoM Kazabaxa—Meppurt

CHUHIPOM KOJBIIEBO XPOMOCOMGBI 13

Cunapom kounblieBoi xpomocomsl 13 (Q93.2) — 3aboneBanue, CBA3aHHOE
C aHOMaJIUE B CTpPYKType Xpomocombl 13. Hacrora BcTpewaemoctu 1:58000
AKUBOPOXKIACHHBIX. Hu3kas yactora BCTPEYaeMOCTH MOXKET ObITh CBA3aHA C
HEJOCTATOYHOM  JIMarHOCTMKOM  JaHHOTO  CHHApOMa BBHUJY  HU3KOU
OCBEJOMJIEHHOCTH crieruanucToB. KosblieBas XxpoMocoma cBs3aHa C Jeseruei
KOPOTKOTO M JUIMHHOTO IJIe4a, B pe3yjibTaTe KOTOPON KOHIBI XPOMOCOMBI
«cnumnawTesy, (popmupya kKoabuo. Ilpu 3TOM KIMHUYECKHE MPOSBIICHUS
3aBUCAT OT MecCTa JeJelHH, €€ MPOTSHKEHHOCTH, CTaOWJIBHOCTH JaHHON
XpOMOCOMBI U J10JIel Mo3auiu3Ma B opranuimMe. s 3aboneBaHus XxapakTepHa
BBICOKasi BapuaOENbHOCTh KIMHUYECKHUX TMPOSIBICHUN, Hanbojiee YacTo
BCTpEYaeTCsl 3aJep)KKa pocTa M PpPa3BUTUSA, YMCTBEHHAas OTCTAaJIOCTh,
MUKportedanus, a TakKe JULEBONH AU3MOP(HU3M.

KIIMHUYECKOE HABJIFO/[EHUE
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Jlleouka b. ot wmarepu 44 ner, ot 4-ii OepeMEHHOCTH, 2-X
IPEKJIEBPEMEHHBIX POJOB Ha 36-i Henmene rectanuu. 1-s OepeMEHHOCTb
3aKOHYMJIACh POXKJICHHUEM 3J0POBOW JOHOIIEHHOW JI€BOYKH, a MOCIEAYIOLINE
CaMOMPOMU3BOJILHBIM IIPEPHIBAHUEM HA PAHHUX CPOKaX recranuu (6—8 Hemensb).

Bo Bpemss OepeMEHHOCTM MaThb pEryJisipHO HE HalIoAalach, OT
IPOBEECHUS YJIbTPAa3BYKOBBIX CKPUHUHIOB OTKa3anack. Ha 35-i1 Henene B cBs3H
C BBICEBOM B Moue S. aureus MNpOBOJMJIACH aHTHOAKTEpHAlIbHAs Tepamnus u
MECTHOE JICYEHUE KOJIbIIUTA.

OnepaTtuBHBIE pOoAbl Ha 36-ii Hemelle B CBA3U C MPEKIECBPEMEHHBIM
M3JIMTUEM OKOJIOIUIOHBIX BOJ M IIPU3HAKAMH OCTPOM TMIIOKCUM IutoAa. Macca
Tena npu poxaenun 1720 r, nnuHa tena 45 cm, no mkaie Anrap 6/7 6aos.
ITo Ta6nuiiam INTERGROWTH-21 macca Tena meHee 3 meprieHTUIEH, JJIMHA
tena B 10-m mepuentwie. Oco0Oro BHMMaHHUS 3acily’KMBajid JHUIEBOMI
nucMopu3M 1 Masasi OKpYKHOCTh TOJIOBHI 28 cM (MeHee 3 MepIeHTUiIeH).

CoctosiHue peOeHKa OLEHUBAJIOCh KaK TsKeloe, OO0YCIOBIEHHOE
JBIXAaTEJIbHOW U CEPAEUYHO-COCYAUCTON HepocTaTouHOCThiO. [1o ganueiM HCT
BBISIBJICHBI 3XOrpaduyecKue MPU3HAKU TUIIOKCUYECKOTO U3MEHEHHUSI BEIeCTBa
rOJIOBHOTO MO3ra W BeHTpukyjomeraniuud. Ha 5-e cyTku xu3Hu peOeHOK ObLI
nepeseneH B OIIH MHorompo¢uiabHOro JIETCKOTO CTallMOHapa € LEIbio
IPOBENICHUS TaTbHEHIITNX TUArHOCTUYECKUX U JICUEOHBIX MEPOIPHUITUH.

[Ipy mocTymjieHMu Ha BTOPOW STall BBIXAKUBAHUS TAKECTh COCTOSHUS
pebenka Obuta O0O0yCJIOBJIGHA MpHU3HAKaMU HMH(GEKIIMOHHOTO TOKCHKO3a,
T€YEHUEM HEOHATaIbHOU kentyxu, cuaapomom yruerenust LIHC. [Ipu o6mem
ocMOTpe oco00oe BHHMAaHHME Ha ceOs oOpaljajii MHOKECTBEHHbIE CTUTMBI
TU33MOpHUOreHe3a: IMHUpoKasi MEPEeHOCHUIla, BHICOKOE BOPOHKOOOpa3zHoe HeOo,
TUIEPTENIOPU3M, aHTUMOHTOJIOUHBIA pa3pe3 IJia3, HU3KO MOCAKEHHbIE YU,
nornepeyHbie  O0Opo3Abl Ha JAJOHAX C OOEUX CTOPOH, AapaxHOMAKTHUIIHS,
caHJaJICBUIHAS II€JIb HA CTOTE, KOpOoTKas 1iesi, Mukponedanus. 11IBb1 uepena
COMKHYTBI, OOJIBIIION POJHUYOK TOUYCUYHBIM. B 06macTu caruTranpHOTO 11Ba, B
MPOCKIIUU MAJIOTO POJHHWYKA MaJbIIUPOBAIOCH MITKOTKAHHOE O0O0pa3oBaHHE
pasmepom 1o 0,5 cm, Oe3bone3HeHHoe, ¢ nedexkroMm pocta Boisoc. Ilpum
ayCKyJIbTallUM CEPJilla OTMEUAJIOCh HAPYIIEHWE pUTMa: OpaguapuTMHs BO CHE,
BBICTYIIMBAJICS CUCTOTUYECKUHN IIYM.

[To mannbiM DOxoKI' ompenensiics wmpimeunsiii JAMXKIT (3,7 MM, co
cOpOCOM KpOBH CJI€Ba HAPABO, CPEIHUMN IPAUEHT JIaBJIICHUSI MEXIY JIEBBIM U
paBbIM >Kenyaoukamu coctarisil 50 mm pT. cT.), OO0 (2,3 MM co copocom
kpoBu ciieBa HampaBo), OAIIl (1 mwm). [lo nanueiM MPT rosoBHOro mMo3ra
BBISIBJICHBI TPU3HAKKW TEPUBECHTPUKYJISIPHON JIEMKOMATUM, KOJbIOIEdaTInu
(aHOMaNIbHOE pacUIMpEeHHE 3aThUIOYHBIX poroB Mo3ra). Henb3s  Obuio
WCKITFOYUTh BEHO3HBINM TPOMOO3 U HAJTMYHE UHTEPIIAPUETATHHON TPHIKH.

Metonom 1P HyKJIEMHOBBIX KHCIOT BUPYCOB, NpuBoaAux K 3BYP u
Mukpouedanuu, oOHapy)keHO He Obuto. PesynbraTel  pacmMpeHHOTro
HEOHATAJIbHOTO CKpUHHMHTa otpuiarenbHbie. Couetanue y neBouku BIIC,
3BYP, mukponedannu, MHOXKECTBEHHBIX CTHUTM JTUCIMOMOTEHE3a BBI3BAJIO
MOJO3PEHNEe HA HAIMYWE TEHETHYEeCKOoW martosoruu. PebGeHok  Obui
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KOHCYJIbTUPOBAaH TI'€HETUKOM, BBIIIOJIHEHO KAapUOTUIUPOBAaHHUE (KYyJbTypa
aumdoruToB nepudepuueckoit kporu): 46,XX, r(13)(pl3q34) xapuoTun
KEHCKHUI aHOMaJIbHBIN HecOaTaHCUPOBAHHBINA — KOJIbIIEBask XpoMocoma 13.

Cnyctst 17 nHed cTalMOHApHOrO JICYEHMs J€BOYKa ObLIAa BBINHMCAHA B
CTaOMJIBHOM COCTOSIHUM C PEKOMEHAAIMSMU O JUHAMHYECKOM HaOII0JCHUU
CIIEIHAINCTaAMU.

[Ipu ocMoTpe B JUHAMHUKE COXPAHSAJIOCh OTCTaBaHUE B (PU3UUECKOM
Pa3BUTHH, OKPYKHOCTb TOJIOBBI B CKOPPUTMPOBAHHOM Bo3pacte 6 MecsueB — 39
cMm. HepBHo-nicuxuueckoe pa3sutue no mkaie Bayley 11l onennBanocs Huxe
CpEIHETO BO BCex cepax.

JHUATHO3

CuHIpPOM  KOJBLEBOM  XPOMOCOMBI
MOJIEKYJIIPHO-T€HETUYECKUMH METOJAMHU.
JTU®DEPEHI[HAJIbHBIH JTHAT HO3 npencTapieH B Tabauie 2.

Tabnuma 2. CpaBHUTENIbHASA XapaKTEPUCTUKA (DEHOTUIIOB CUHIPOMA KOJIbLIEBOM
XpPOMOCOMBI 13 M Ipyrux natojaorui

13.  JInarHo3 MOJITBEPKICH

denorun Cunapo | Cunapo | Cungpo | Cungpo | Cungpo | Buyrpu | Kpanuno
(KITMHUYECKHE M M [laray M M M YTpOOH | CHHOCTO
nposiBieHus1) | konbleB | (Tpucom | Mekken | Cmurta- | CeHuop ble 3Bl
on ns sI- Jlemuu- a- UH(EKIT
xpomoc | xpomoc | ['pybepa | Onutna | Jlokena 15078
oMbl 13 | omsl 13) 1 1
Muxkpouedanus + + + + - + +
AHoOManuu 1una + + + + - - +
OtcraBaHue B + + - + - + -
HEPBHO-
TICUXUYECKOM
pa3BUTHH
AHOManuu + + + + - - +
KOHEYHOCTEHN
ITopoxu + + + + - - -
pa3BUTHS
MOJIOBBIX
OpraHoB
ITurmenTanun - + - - - + -
KOXU
[Topoxu + + + + + + +
pazsutusi HHC
AHOManuu + + + - + + +
OpraHoOB 3pEHUs
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[Iponomxkenne Tabautb 2

ABoOManuu + + - - - + +
OpraHoOB ClIyXa

OBCYK]/[EHUE

CHHIIpOM KOJBLEBOM XpOMOCOMBI 13  XapakTtepusyercs IIHPOKHM
CIIEKTPOM TMPOSIBIICHUM, YTO 3aTPYIHSET CBOCBPEMEHHYIO JUAarHOCTUKY U
MIPOBE/ICHHE KAPUOTHUIHUPOBAHUA. Y JETE C CHHIPOMOM  KOJIBLIEBOM
XpPOMOCOMBI 13 nuarHoCTUpyercsi YMCTBEHHAs! OTCTAIOCTh, 3aIEPKKa POCTa U
pa3BUTHs, MUKpoledanus, TUIEPTEIOPU3M, SMUKAHTYC, MOPOKH Pa3BUTHS
KOHEUHOCTEW, IMEpernoHyaras Iies, a TaKKe€ HapylIECHUs pPa3BUTHUS ClIyXa U
3peHMs], AUCIUIa3Usl HApYXKHBIX TMOJIOBBIX OpraHoB. [loMHMO 3TOro, MOryT
BcTpeuatbest BIIP nouek, cepaeuno-cocyauctoit cucteMsl u JKKT.

CUHIIpOM KOJBIEBOM XpOMOCOMBI 13 MOXeT ObITh 3amojio3peH B 1
TpUMECTpe OEpPEMEHHOCTH TMpU MPOBEACHUM aHTEHATAIbHOW JUATHOCTUKH,
KOTOpasi  TMO3BOJIIET  BBISIBUTH  aHdHIEdalMi0,  TOJIONpPOo33HIedaIuIo,
MUKpouLedanuio 1 3aJepKKy pocta miojga. OTHUM U3 METOJOB MpeHATAIbHON
JIMAarHOCTUKH SIBJIACTCSI aMHHUOILICHTE3, B3STHI Marepual OTHpaBISETCS Ha
aHaJiM3 XpOMOCOMHOTO Marepualia IJioAa, KOTOPbIH MOXET BBIIBUTH HAJIUYUE
KOJIBLIEBOM XpOMOCOMBI 13.

JI1sl mOCTHATaIbHOTO MOJATBEPXKACHUS AMArHo3a CHHAPOMA KOJbLIEBOM
XpoMOCOMBbI 13 OOBIYHO JOCTAaTOYHO WIPOBEICHUSI KAPUOTUIIUPOBAHUS C
onpeneneHrueM GOpMbI, pa3Mepa, KOJIUYecTBa M CTPYKTYypbl Xpomocom. Ha
ocHOBaHWH BbIsABICHHBIX BIIP (Mmukpouedamus, wmprmeunsiii JIMXKIID) y
OMHCAaHHOTO peOeHKa, a TakKe JUIEBBIX CTUTM JU3dMOpHOreHe3a Oblia
3aMo/103peHa I€HETUYECKas MAaTOJIOTHS W TMPOBEICHO KAPUOTUIIUPOBAHHUE B
BO3pacTe MEHee OJHOr0 Mecslla >XKU3HM: Oblla OOHapy>KeHa KOJIblleBas
xpoMocoma 13 B KynbType TUMQOLUTOB.

BrlsiBieHHe 3a00JI€BaHMs HA PAHHUX CPOKaxX MMEET KIIF0UEBOE 3HAYEHUE
JUIsl CBOEBPEMEHHOM OpraHuzanuu JedyeOHbIX MeponpusThil. Ha naHHbIN
MOMEHT HE CYUIECTBYET CNELU(PUUYECKON TapreTHOW Tepanmuu Mg CUHIPOMA
KOJBLIEBOM  XpoMocoMbl  13. OObIYHO Ha3HAYaeTCs CUMITOMATUYECKOE
nedenue. [Iporuo3 npu 3a001€BaHUN SIBISIETCS HEONPEIETEHHBIM BBUIY MAJIOTO
KOJMYECTBA JIMTEPATYpPHBIX JaHHBIX, M B KaXKJIOM OTIEILHOM Clydae
ONpEeIeIIIeTCS MHIMBUAYAJIbHO B 3aBUCUMOCTH OT UMEIOIINXCSI OTKJIOHEHUHU. Y
OMMCAaHHOW JEBOYKH [0 NPUYMHE BBIPAKEHHOTO TMOPAKEHUS CTPYKTYP
TOJIOBHOTO MO3Ta MPOTHO3 Jisi HEPBHO-TICUXWYECKOTO pPa3BUTHSA pPeOCHKa
SIBJISIETCS CTIOPHBIM.

CHHJIPOM CXbIOPC-XOMMAKPECA

Cunapom Cxpropc-Xoiimakpeca (Schuurs-Hoeijmakers syndrome,
SHMS, OMIM #615009) — penkoe ayTOCOMHO-IOMHHAHTHOE 3a00JIeBaHUE,
CBSI3aHHOE ¢ Myrtanuerd B reHe PACSI, XapakTepHbIMM 4YepTaMu Jula U
HapyUIEHUSIMU HEPBHO-Tcuxuyeckoro passutusi. beaok PACS1 oTHocutcs k
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CEMENCTBY MEMOpAHHBIX PEryJSITOPOB M y4acTBYeT B MOJJEpKaHUU
KJIETOYHOTO Tromeocra3a. MyTallud B 3TOM T€HE BBI3bIBAIOT HAPYIICHUS
MUTPALIMKA HEPBHBIX KJIETOK, YTO MPUBOJUT K MOPHOIOrHUECKUM U3MEHEHUSIM
TKaHeW uepena v Juna, GopMUpysl TUIMYHBINA (GEHOTHUN MalMeHTOB. JIuIeBble
TUCMOP(PU3MBI BKIIIOYAIOT THIEPTEIOPU3M, CKOLICHHBIE BHU3 TJIA3HbIC IIEIH,
JTYKOBUIIEOOpa3HBIA HOC, HHU3KO TMOCaXEHHBbIC VIIHU, IHPOKUA POT C
OIMYIIEHHBIMH YTOJIKAMHU U TOHKYIO BEPXHIOIO TYOY.

KimHu4ecku CUHIPOM MPOSIBIAETCS HEBPOJIOTHUECKUMU HAPYIICHUSIMH,
TaKUMHU KaK YMCTBEHHAs OTCTAJIOCTh PA3JIMYHON CTENEHU BBIPAXKEHHOCTH U
MbIlIeYHast TunoToHus. [TomMmumo 3Toro, yacto cuHapoM corpoBoxaaetcs: BIIC
C CeNTalbHBIMU JIe(PEKTaMU U aHOMATUSIMU 3PUTEILHOTO aHANIM3aTOPa, TAKUMH,
KakK KoJIoOoMa paayKHOU 000JI0UKHU, OJIM30PYKOCTh, KOCOTJIa31ue U HUCTArM.

3a nmepuoa ¢ 2012 o 2025 roa ObUIO KIMHUYECKH 3aM0J03PEHO OKOJIO
150 cnyuwaeB cunapoma Cxpropc-XoiMakpeca, OJHAKO MOJEKYJISIPHO-
T€HETHUYECKOE TIOITBEPKACHUE OIYUUIIN JIUIIE 65 marueHToB. B OobIMHCTBE
ciy4yaeB omnpenensuiuch Mytanuu de novo. Ilo gaHHBIM JUTEpaTyphl,
3200J1€Ba€MOCTh BBIIIE CPEU MYKUMH. Bo3pacT moATBEp:KIEHHOTO JUarHo3a
BapbHpyeTcs oT 2 10 21 roma. B oTe4ecTBEHHOM JIUTEpaType 3aperucTpupoOBaH
OJIUH ciy4ai neBouku 11 jer ¢ ¢pokaapHOM SMUIENCUe ¢ paHHEero JeTCTBa U
BbIsIBIICHHOW myTanuen PACS].

KJIMHUYECKHHI CIIVYAU

Manpurk K. o marepu 33 ner ot 2-ii OepeMeHHOCTH, 2-X poAoB (1-4
0epEeMEHHOCTh 3aKOHYMIIACHh POKICHUEM 370POBOT0 JOHOUIEHHOTO Malb4MKa).
PebGeHok ponuics Ha CpoKe rectalu 35 HeJleIb C MacCoU TeJla PHU POXKIACHUH

2905 rpamm, mmHOW Tema — 48 €M, OKPYXHOCTBIO TOJOBBI — 32 cM,
OKpYXHOCThIO Tpyau — 30 cM, omneHka mo mkaine Amnrap 7/8 Gamios. Ilo
TabauIam INTERGROWTH-21 MacCO-POCTOBBIE [OKa3aTenun

COOTBETCTBOBAJIA CpeHUM 3HaueHUsIM. CoCcTosiHME peOCHKa OIIEHUBAJIOCH KaK
CPEAHETSKEIOE, CBSI3AHHOE C PECIUPATOPHBIMU PACCTPOUCTBAMU U CHHAPOMOM
YIHETEHUsI, TPUCYTCTBOBAJIM MPU3HAKU MBIIIEYHON runoToHuu. Hapacranue
MPU3HAKOB  JIBIXaTEIbHOM HEIOCTATOYHOCTH MOTPeOOBaIO  MPOBEIACHHUS
pecrimpatopHoit momnepxkku Merogom CPAP. B poaunpHOM 1nome ObutH
O0OHapyXEeHbI TUMOKAIbIIMEMHs] (MOHU3UPOBAHHBIN Kanbluii 0,68 MMOIB/1) U
TUTIOTJIMKEMUSI (TJIF0K03a 2,3 MMOJIB/JT). DHTepaabHOE MUTaHue ObIJIO HAYaTo ¢
I-X CyTOK KW3HU TPYAHBIM MOJIOKOM C TIOCTENEHHBIM paclIupeHUEM
DHTEpAIbHOM Harpy3ku. [lomuMo pecnupaTtopHON NOAAEPKKA B POIJIOME
POBOAWIIACH MH(Y3UOHHAS, IMITUpUYECKasi aHTHOAKTepUaIbHas Teparusl.

B otneneHum BTOpOro sTama BBIXaXXUBAaHUS COCTOSIHUE OCTaBaJIOCh
CPEAHETSKENBIM 3a CYET JbIXaTEIbHbIX HAPYIIEHUNW U CUHAPOMA YIHETEHUS.
OOpamanu Ha cebs BHUMAHWE  MBIIICYHAS  THIOTOHUS,  CTUTMBI
nu3dMOpuoreHesa: Opaxuiiedanusi, BBICTYMAOMIAs TMEPEHOCUIA, TOHKAs
BEpXHss TyOa, AWIUIACTUYHBIC VIIHBIE PAKOBUHBI C 3arHYTBIM 3aBUTKOM,
KOpOTKasl 1Iesl, KIMHOJIAKTUIINSI MU3UHIIA, Y3KHUE JIAIOHU U CTONbl. OTCYyTCTBUE
BOCIIAJIUTEIPHOW aKTUBHOCTH TIO pe3yJibTaTaM J1abopaTOpHOW JUArHOCTHKH,
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TaK)K€  OTpPUIATEIbHBIE  PE3yJbTaTbl  MHUKPOOHMOJIOTMYECKUX  ITOCEBOB
apryMEHTUPOBAJIM OTMEHY aHTUOaKkTepuaidbHOM Tepanuu. HabGmomanuck
IIOBTOPHEIE MeTabonuueckue Hapymenus: Ca®*- 0,54 MMOIB/J, IIHoKo3a — 3
MMOJIB/JI, TpeOyIoIe KOppeKInu WH(PY3MOHHBIMU pacTBopamMu. [lo maHHBIM
HCT Ob11u BBISIBICHBI IPU3HAKK MOP(POPYHKIIMOHAIBHONU HE3PEIOCTH, KUCTHI
cocynuctoro cruierenus ciea. Ha OxoKI' obnapyxxen JIMXII (MbliieuHbIi,
2,8 mMm), B cpeaneit yactu JAMIIII onucana aneBpuszma pazmepom 9*4 mwm, c
JICBO-TIPaBbIM HIYHTOM pa3MepoM 2 MM. [lo naHHbIM 0(TanbMOIOTHYECKOTO
OCMOTpa BBISIBJIEHA JBYCTOPOHHSS YacTH4YHAas KoOJoOOMa M BpOXKICHHAS
karapakta cineBa. Ha mosropuoii HCI', npoBenenHoil Ha 12-e CyTKH KH3HH,
ONMKCHIBAJIUCH CYyO3NIEHIUMAIIbHBIE TICEBIOKUCTHI ¢ 00EUX CTOPOH U CHH)KEHUE
CKOPOCTM KpOBOTOKa B COCyJax TOJIOBHOIO Mo3ra. BBuay ortcyrcrBus
HapymieHud remMoauHaMuku Ha (one wumeromuxcs BIIC nomomHuTEIRHOMN
MEIMKAaMEHTO3HOM Tepanuu He TpeOoBaloch, PEOEHKY pPEKOMEHJI0BaHO
HaOJII0JICHUE CIIEUAINCTA.

Pe3ynpTaThl  pacHIMpEHHOTO  HEOHATAJBbHOTO  CKPUHMHTA  OBLIH
orpuuarensibie. Hamnune MBIIP, MpleyHoW TUIOTOHMM UM JIMUEBBIX
aucMopduueckux 4YepT MOoTpeOOBajJo KOHCYJIbTAallMd TEHETHWKa, Oblia
3aII003pE€Ha CUHAPOMAJIbHAS IIAaTOJIOTUsS U B3AT MAaTEPUAIL JJIs1 MOJIEKYJISIPHO-
reHETUYEeCKOro uccienoBanus. Ha 22-e cyTKu >XU3HU peOCHOK ObLI BBITUCAH
10/1 HAOJIIOJIEHUE YYaCTKOBOIO MeIMaTpa, HeBpoJora, oraabMoora.

[Ipy KaTaMHECTUYECKOM OCMOTPE B BO3PACTE 2-X MECSLEB 25 THEW KU3HU
AHTPOIIOMETPUYECKHE MMOKA3aTENH ObLITN CIECAYIOIMIMMU: Macca Tefna 6 Kr, JJIMHA
59 c¢M, OKpYXHOCTb TOJIOBBI 39 cM, OKpyXHOCTH TIpyau 39 cm, d4rO
COOTBETCTBOBAJIO BO3PACTHBIM HOpMaM. OTMEYAIOCh COXPAHEHHUE MBIIIEYHON
runoToHuu. llpu onpeneneHnm d3eKTPUIECKUX MOTEHIIMATIOB T'OJIOBHOTO MO3Ta
MaTOJIOTMYECKUX NTATTEPHOB HE 3aPErUCTPUPOBAHO.

[To pe3ynbpTaTam MpoBEAEHHOTO MOJTHOIK30MHOTO CEKBEHUPOBAHUS OBLI
BBISIBJICH PAHEE ONMMCAHHBIA BapUAHT HYKJICOTUIHOM MOCIEA0BATEIBLHOCTH B 4-
M 3k30He reHa PACS] B reTepo3UuroTHOM COCTOSIHUU, MPUBOJSIINN K 3aMEHE
aMUHOKUCIOTBI B 203-ii mosumuu Oenka (rs398123009, chrl1:66211206,
c.607C>T, p.Arg203Trp). BapuanTel HYKJI€OTUIHON MOCIEIOBATEIILHOCTH B
reHe PACS1 B reTepo3UroTHOM COCTOSIHUM OMTMCAHBI Y MAIIMEHTOB C CUHIPOMOM
Cxropc-XoiimMakepca, 4YTO MPEAINOojaraeT ayTOCOMHO-ITOMHHAHTHBIM THII
HaclienoBaHus. TakkKe BBISABICH paHee HEONMCAHHBIA BapUaHT HYKJICOTHIHOU
MOCJIEIOBATENBHOCTA B 12 MHTpOHE (KAHOHWYECKHH CAMT CIUIaliCMHra) reHa
HSF4 B rerepo3urotHoM coctossauu (rs142731757, chr16:67169630, c.1325-
1G>T). BapuanTel HYKJICOTHAHOW moOCien0BaTeibHOCTH B TeHe HSF4 B
TFETEPO3UTOTHOM COCTOSIHUM OMNHCaHbl y mnanueHtoB ¢ «Karapakroir 3,
MHOkecTBeHHble TunbD» (Cataract 5, multiple types; MIM# 116800), uto
IIPEAIOIaraeT ayrToCOMHO-JOMUHAHTHBIN TUIT HACJIETOBAHUS.

B Bo3pacTte 4-X MecsAUEB OTMEYaJoCh OTCTABAHUE MAJbYUKA OT
CBEPCTHUKOB B HEPBHO-NICUXWYECKOM pAa3BUTHUU: COXPAHSIACHh MBbIIICYHAS
TUTIOTOHUS, B3TIISA (PUKCHPOBATI KPATKOBPEMEHHO, TOJIOBY HE YICPIKHBAI.
JHUATHO3
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Cunnpom Cxspropc-Xoiimakepca. J[MarHo3 moATBEPKAEH MOJIEKYJISIPHO-
T€HETUYECKUMHU METOJIaMH.

JUDDEPEHI[UAJIbHBIN JTUATHO3

BapunabenpHOCTh KIIMHUYECKUX TMPOSIBICHUHN, a TaKke (PEHOTUIINYECKas
cxoxecTb cuHapoma Cxbropca-XoiMakpeca € JIpYIrMMH CHHIPOMaIbHBIMU
3a00JieBaHUSAMHU TpeOyeT MPOBEAEHUS MIMPOKOIO CHEKTpa AU(depeHInaIbHO-
nuarHoctnyeckux MeponpusaTtuil. Cunapom Cxpropc-Xoitmakpeca (OMIM
#615009) HEoOX0aUMO OTIMYATh OT HEUPOOKYIOKAPAMOTECHHUTOYPUHAPHOTO
cungpoma (OMIM #618652), cunnpoma kosbiieBoi xpomocomsl 13 (MKB-10:
Q93.2), cungpoma Kabyku (OMIM #147920) u cunapoma bapaiitcepa-
Bunrtepa (OMIM #243310).

ObCYK/[EHUE

3a mocinemgnue 13 ser moABWIOCH HeMano MH(OpMaAnUMU O
NAaTOr€HETUYECKUX 3BEHbSIX M BO3MOXKHBIX OTKJIOHEHHUSIX Yy MAalUEHTOB C
cuHgpomoMm Cxpropca-XoWMakpeca, HO B JIMTEPATYpE IMOKa HMEETCA Majo
uHbopMallMl O paHHUX TMPOsIBICHUSAX 3aboneBanus. Her omnucanus
0COOEHHOCTEW TeueHus 3a00JeBaHUS B COUYETAHUU C JPYTUMH TE€HHBIMH
myTarsamu.  MBIIP, nuneBodt aucmopdusM, MbIlIedyHass THIOTOHHS B
KOMILJIEKCE € 3aJEPKKOW TEMIIOB HEPBHO-TICUXUYECKOTO PA3BUTUS TTO3BOJISIOT
3amo03pUuTh JuarHo3 cuHapoma Cxpropca-XoWMakpeca B HEOHATAIbHOM
MEPUO/IE.

Y namuenta K. ObUM  BbISBIACHB  (DEHOTUNHYECKUE CTUTMBI:
Opaxuiiedanus, BBICTYNAONIMNA METOMUYECKUN IIOB, IIMPOKas MEPEHOCHUIIA,
CKOILICHHbIC KHU3Y TJIa3HbIE IIE€JIM, HOC KapTOIIKOW, TOHKash BepxXHss ryoa,
TJIa3HOM TUIEPTETIOPU3M, HU3KO MOCAKEHHBIE YIIIU, TYCThle OPOBU U PECHUIIHI,
KOPOTKasl 1Iesl, TUIOIJIa3UPOBAHHBIE COCKH, KIMHOJAKTUINS MU3UHIA, Y3KHE
JTa0HU U cTomsl (puc. 9, 10).

[TomMuMoO SPKUX JTUIEBBIX (PEHOTUITHMUECKUX MPOSBICHUH, Y TTAITUEHTOB C
cuHgpomoMm Cxplopca-XolMakpeca OTMEYAeTCs MbIIIEYHAs THUIOTOHHS,
3a/IepKKa peueBOro pa3BUTHUSA, YMCTBEHHAS! OTCTAIOCTh, HAPYIIECHUS TOBEICHHUS
pPa3IMYHOM CTETEHU BBIPAXKCHHOCTU. Y  BBHINICONMCAHHOTO peOCHKa B
HEOHATAJILHOM TEPUOAE OTMEYalach MbIIIEYHAss TUINOTOHUS Ha BCEM
MPOTSHKEHUW HAOJIOICHMUS.

[Io mamabiM MPT y manmenToB ¢ cunapoMoM Cxpropc-Xoimakpeca
ONPEACAIOTCS  TUIMOIUIA3Usl WM YAaCTUYHAsl  areHe3usi  MO3KEUKa,
BEHTPUKYJIOMET AU, TUApoledatus, aTpopus MO30JUCTOrO Tea. Y malueHTa
K. ObuM BbIsIBIIEHBI CyOdIEeHIMMAaIIbHBIE TICEBIOKUCTHI ¢ 00eux cTopoH. [Ipu
MPOBEJICHUH TOBTOPHOTO HCCJIEAOBAHUS TOJIOBHOTO MO3Tra B BO3pacTe 2-X
Mecs1eB 26 THEW MaTOJI0OTHYECKUE U3MEHEHUsI OTCYTCTBOBAJIM, YTO TOBOPUT O
BBISIBJIEHHBIX U3MEHEHUSX KaK O MOCIECTBUN HEJOHOIIEHHOCTH.

[Io maHHBIM OCMOTpa HEBPOJIOra B JMHAMHUKE B BO3pacTe 4-X MECSIEB
COXpaHsJIaCh MBbIIIEYHAA THUIIOTOHHUS, OMNPENEIsUIach 3aJE€pKKa HEPBHO-
MICUXWYECKOTO  pa3BUTHS, TMPOSBIAIONIASCA OTCYTCTBUEM  JJIMTEIbHOU
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¢ukcanuu B30pa, HEyAepKaHUEM ToJioBbl. HeBposormueckue OTKIOHEHUS,
BbISIBIICHHBIE Y peOeHka K B Bozpacte 4-X MecCsIEeB, BEPOSTHEE BCETO, CBSA3aHbI
¢ TeueHreM cuHapoma Cxpropca-Xolmakpeca.

IIpu cungpome Cxpropca-XolMakpeca TakKe€ YacTO BCTPEYarOTCs
aHOMAJIMM PA3BUTHS 3PUTENILHOTO aHAJIW3AaTOPa, MPOSBIIAIOIINECS KOJI00OMOM
panyXKu, CETYaTKH, COCYJIUCTOW OOOJIOYKM M AMCKA 3PUTEIBHOIO HEpBa, a
TaK)K€ HUCTarMoM, OJIN30pYKOCTBIO, ITO30M, KOCOTJIa3ueM, PEAKO BCTPEUAETCS
karapakTa. Hanbosnee yacTo pa3BuTHEe KaTapakThl B pAHHEM JIETCKOM BO3PacTe
acCOIMUPOBAHO C MyTanusmMu B reHe HSF4. VY BbllIeONUCaHHOTO peOeHKa
JIMarHOCTUPOBAHBI JIBYCTOPOHHSAS KOJIOOOMa M KarapakTa cieBa. OnmucaHHbIC
MOPOKH pa3BUTUS ObLIM CBsi3aHbl ¢ BapuaHTtamu B reHax PACSI u HSFA4.
BeposiTHee Bcero, mpuunMHOM KOJIOOOMBI BBICTYIWI BapuaHT B reHe PACSI, a
KaTapakTa pa3BUJIACh B pe3yJIbTATE HAPYIIECHNUN B TeHe HSF4.

VY nmamuenToB ¢ cuHIpoMoM Cxpropc-XoHMakpeca TakkKe BCTPEUYarOTCs
KPUITOPXU3M U HapylleHHe (pOpMHPOBAaHUS HAPY>KHBIX MOJIOBBIX OPraHoOB. Y
Manpurka K. oTMe4asocr HEMOJIHOE OIyLIEHHE OAHOrO SIMYKa B MOLIOHKY,
Takke oOparan Ha ce0si BHUMaHue MUKporieHuc (puc. 11).

Ha ceronHsmHMK [€Hb JIEYEHUE MALKUEHTOB C CUHAPOMOM CXxpropc-
XoHMaKpeca 3aKIo4YaeTcss B INOCUHAPOMHOM  TEpaluu  BBIABICHHBIX
HapymeHud. OrcraBaHMe B TeMIax  HEPBHO-MOTOPHOIO  PAa3BUTHS
apryMEHTUPYET paHHEe BMENIaTeIbCTBO C MpPOBEJIECHUEM (HUIUUECKON H
jgoroneanyeckoil  Tepanuu. HapylieHwe — pedyeBbIX ~ HABBIKOB  Oojee
pPacrpoOCTPaHEHO, YEM MOTOPHBIX. XapaKTEPHO TAKKE HATUYNE ayTUCTHYECKUAX
YEPT y JIML, JOCTUTTIHX B3pOCIOro Bo3pacra. st qanbHenen OLeHKN HEPBHO-
MICUXUYECKOTO Pa3BUTHsI peOEHKY B CKOPPUTMPOBAHHOM Bo3pacte 9, 12, 18, 24
MECSIIEB PEKOMEH]IOBAHO UCIOJIb30BaHuE mKanbl beim I11.

Coznanme TapreTHbIX JEKapCTBEHHBIX IpenapaToB — OyAyliee Tepanuu
IALUEHTOB C OTUM CHUHIAPOMOM, YTO B COYETAHUU C PAHHEHW JUArHOCTUKOU
MOXET IIOMOYb IPEIOTBPATUTD TAKEIBIE HEBPOJIOTMYECKUE TTOCIIEIACTBUS.

Domoepaghuu npusedensvl u onyoOIUKOBAHBL C pA3PeUeHUs pOOumenel.
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Pucynok 9 | Pucynok 10 | Pucynok 11

Pucynok 9 — ®@enotun pedenka ¢ cuHapomoM Cxpropc-XoHMakepcea: TOHKas
BEpXHSA I'y0a, HU3KO MOCAKEHHBIE YIIM, KOPOTKas IIesl, THUIOIJIa3upOBaHHbIE
COCKH, KJIMHOJAKTUIIMSI MU3UHLIA, Y3KHE JIAJJOHU U CTOIbI, MUKPOIIEHUC
Pucynok 10 — ®enotun pebGenka c cunapomoMm Cxwropc-Xoitmakepca:
Opaxunedanusi, BHICTyHalONUH METOMMYECKUN 1110B, HU3KO MOCAKEHHbBIE YIIIH,
KOpOTKAasl IIest

Pucynok 11— CTpoeHune moysoBbIX OPraHOB Majb4uKa ¢ CUHAPOMOM CXbropC-
XoliMakepca: MUKpPOIIEHHC, aCUMMETPUYHAsi MOILIOHKA 3a CYET OTCYTCTBHS
MPaBOro sIMYKA B MOILIOHKE.

CHUHAPOM BAPAKATA

Cungmpom bapakara (Barakat syndrome, HDR syndrome, OMIM
#146255) — ayTOCOMHO-JOMUHAHTHOE 3a00JICBaHUE, MUMEIOIIEE MEPEMEHHYIO
MEHETPAHTHOCTb, MPOSIBISIOLLEECS TpHUAI0M: TUIONAapaTUpeo3,
HEHWPOCEHCOPHAsl TYTOyXOCTh, MOPAKEHUE MOYEK U MOYEBBIBOJSALIEH CUCTEMBI.
Cunapom bapakara taxxke u3BecteH kak HDR-syndrome — rumomaparupeos
(Hypoparathyroidism), rmyxota (sensorineural Deafness) u mopaxeHnue movex
(Renal disease). IIpuunnoii 3a00€BaHus CIIyKaT T€TEPO3UTOTHBIE MyTalluu B
reHe GATA3, oTHOcAIEMCSd K CEMEWCTBY JBOWHBIX TPAaHCKPUILMOHHBIX
(akTOpOB LMHKOBOTO THIA, YYaCTBYIOUIMX B 3MOPHOHAJIBHOM pPa3BUTUHU
MapaITOBHIHBIX JKEJIE3, CIIyXOBOW CUCTEMBI M TOYEK Y TO3BOHOYHBIX, & TAKXKE
TUMYCAa M LEHTPAJIBHOW HEPBHOM CHUCTEMBI. MI3MEHUYMBOCTBH B JKCIPECCHUU U
HEMNOJIHAsl aKTUBHOCTh MyTaluii GATA3 pUBOJAT K pa3HOOOpa3Hi0 CUMITOMOB
y IAUEHTOB C CUHAPOMOM bapakarta. B 3aBUCMMOCTH OT TUIIa MyTallUH B T€HE
GATA3 cungpom bapakata MOXET MPOSBIATHCA Pa3IMYHBIMA KOMOUHAIUSIMU
— HD, DR, HR.

ITomumo tpuanst HDR B nurepatype omnmcaHbl Ipyrue KIMHUYECKHUE
nposiienus: BIIC, anomanuu nuna u ria3 (MMrMEHTHBIA PETUHUT, HUCTArM,
MICEBIONANMIUIAPHBINA  OTEK), KalbLIMHO3 0a3albHbIX TaHIJIMEB, IICOpUA3,
3a/Iep’KKa pOCTa U KOTHUTUBHBIEC HAPYIICHUSI.

KJIMHUYECKHUU CIIVYAU
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Manbuuk K. ot 2-if OepeMeHHOCTH, MpOTEeKaBIIe Ha OHE TOKCUKO3a,
noBTopHeIXx OPBU B | Tpumectpe, ot 2 ponoB Ha 39-i1 Henene ¢ Maccou Tena
3560 r, nmuHoM 51 cM, oneHkoi no mkaine Anrap 8/9 6amnos. Ilo Tabnuiam

INTERGROWTH-21 MacCO-pPOCTOBBIE MoKa3aTesun MaJIbYMKa
COOTBETCTBOBAJIM CPEIHUM IokazatensaMm. Ha 29-i1 Henene y miojia no JaHHBIM
VY3U Obin ycranoBneH BIIP mouek — jaucmiaszus TMoYek, MajlOBOIME,

pacupenue O00JbIIoN UCTepHbl. OTATOIIEHHBIA HACIEICTBEHHbBIN aHaMHE3:
CO CTOPOHBI MaTEPH TETS yMepJia OT OcTporo noyeyHoro nospexaeHus (OI1I1),
y CBOAHOrO OpaTa MO JIMHUM MaTepu AMArHOCTHUPOBAHA JIBYCTOPOHHSS
runoriazusi nouek. Ilocne poxkaenuss mo gaHHbiM Y3 — ABYCTOpOHHSIS
runorazusi nouek. IxoKIm — MIIC 2,0 mm, HCI', Y31 opranoB OpronrHoit
nosioctu — 0e3 maronoruu. Ha 4-e CyTKM *U3HM MajJb4uK ObUI NEPEBEIECH B
MHoromnpopuibHblid cranmoHap B OPUTH. Ilpu noctymineHun — aHypwus,
kpeatuHuH 401  MKMoib/1, MoueBuHa 14,0  MKMOJB/J,  KalbIuid
noHusupoBaHHblid 1,0 mmonb/n. TlokazaHuii AJig TPOBEACHUS 3aMECTUTEIHHON
MOYEYHOU Tepanuu He ObLIO, MPOBOIUIIACH MH(PY3UOHHAS Tepanus TIIFOKO3HO-
COJICBBIMU pacTBOpaMH, Ha (OHE YEro OTMEYAJIOCh CHIDKEHHUE YPOBHS
azoremuu. B Bo3pacre 1,5 MecsiieB NOBTOpHAsi TOCITUTAIM3AIMS C XKaTo0aMu Ha
cynoporu. Ilpm oOciaemoBaHuu THHOKajgbluemMus — 1,32 mmoub/i,
runomarauemust g0 0,73 wmmounb/n, runepdpocdaremus — 2,69 Mmoo/,
azoreMus 0e3 mpupocTa — MoYeBUHa 19,2 MMoJIb/J1, KpeaTuHUH — 250 MKMOJIB/J,
pH — 7,359; 6ukapOonar — 18 mmouns/n, BE=-8 mmounb/n, remorno6un — 92 /1,
nuype3 coxpaHeH. Ilo manHpiM O3 snum-aktuBHOCTH M D3I '-maTTrepHOB
MPUCTYIIOB HE 3apeructpupoBaHo. [Ipu HelpoBU3yanu3aluu MaTOJIOTUU HE
BbIABJIEHO. OTOAKyCTHYECKAasi SMUCCHS CITpaBa He 3apeructpupoBana. [Ipuunny
BBIPAXKEHEHHOW TUMOKAIBIIMEMHUH CBS3BIBAIA C HEAJIEKBATHO HU3KUM YPOBHEM
napaTupeouHoro ropmona (maparropmon — 13,1 nr/mi). Ha ¢one undysun
pacTBopa KajbIius rirokonarta 10 1000 Mr/cyT cyoporu CTOMKO KyIHPOBAJIUCH,
IpU TMOMBITKE IEPEeBOJIa HAa NEPOpPaJbHBIA NPUEM KalblUs — IMOBTOPHOE
CHUKEHUE KaJIbIIUS, B CBSA3U C YEM IPOJI0JDKaIach nHPy3us kambius. Takxke K
Tepanuu ObUT mojkitoueH okcuaeBuT 0,5 mkr/cyr. Croycts 14 gHelt peGeHOK
OBLT TIEPEBE/ICH HA TMEpPOpaTbHBIN MpueM Kaublus, HaunHas ¢ 600 Mr/cyt u
MOCJIEYIONIEH OTMEHOW. YUHTHIBAasl TUIIOKAIBIIMEMUIO Ha (OHE BEPOSITHO
BPOKJICHHOTO TUIIONapaTUPe03a, TUIOIIA3UI0 TTOYEK, HApYIICHUE PErucTpaIuu
OTOAKYCTUYECKOW SMHCCHUH, a TaKK€ OJHOCTOPOHHHUHN MTO3 ObLI 3aroj103peH
cuHapom bapakara, B3AT aHaauM3 Ha TEHETUYECKOE UCCIIEOBaHHUE.
AHeMHUYeCKHUIl CUHAPOM TpeOOBasl HA3HAYEHUS SPUTPONOITUHA MOAKOXKHO 200
€JI/KT U TIperapaToB xKeje3a.

[lo pe3ynpTaTaM NOJYYEHHOTO TE€HETUYECKOTO HCCIEeIOBaHMs ObLIa
BbIsBJIeHA MyTanus B reHe GATA3: HG38, chr 10: 8069501G>T, ¢.953G>T.

JTHATHO3

Cunapom bapaxkara.
ObBCYXK/IEHUE
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HDR-cunnpom (OMIM #146255), Takke HU3BECTHBIA KaK CHUHAPOM
bapakara, siBnsieTcs peIKMM I€HETHYECKUM 3a00JIEBAHUEM, HACJIEIYEMbIM I10
ayTOCOMHO-JIOMUHAHTHOMY THUITY, ¥ POSIBIIsieTCS B BUAE runomnaparupeosa (H),
rryxoTsl (D) u gucrnasum nmouyek (R). B 2000 roay 6pu10 0OHapykeHO, 4YTO
rerepo3urotHsie Mytaunn GATA3 npuBoaaT k paszsuturo HDR-cungpoma. C
TeX Mop MyTtauuu B rene GATA3 ObUIH 3aperucTPUPOBAHBI IO MEHbILIEH MEpe B
124-x ponociioBHbIX. B maHHOM KiImHHU4YeCKOM ciiydae B reHe GATA3 (NM_
001002295.2) B 5 3Kk30HE OOHapyKEH paHEe HE OMHCAHHBIA B JUTEpaType
BapuanT (HG38, chr 10: 8069501G>T, c¢.953G>T) B reTepo3UroTHOM
COCTOSTHUH, IPUBOIAIINN K aMUHOKHUCTOTHOH 3amene p.(Cys3 18Phe).

B Ttabmuue 3 Huke mnpuBeAcHAa CpaBHUTENbHAS XapaKTEPUCTUKA
KJIMHUYECKUX MPOSBJICHUN cuHApoMa bapakaTa, OMMCaHHBIX B JIUTEPATYpe U Y
Maibumrka K.

Tabmuna 3. CpaBHUTEIbHAs XapaKTepuUCTUKa TposBieHuid CuHapoMa
bapakara y uccienyemoro peOeHKa 1 JaHHBIX JINTEPATYPhI

XapakTepucTuka /laHHbIe JTUTEPATYPBI Kiannnyeckuii ciryyai
[Toyeunsle anOMaINK Jucruiasust nouyek — HauOosee | JIByCTOpOHHSIS TUIIOIIIA3US
4acThle IIOPOKHU | MOYexK.

MYJBbTUKUCTO3HAaA AUCIIIasud M
y3bIPHO-MOYETOYHUKOBBIH
pedutrokc. lMunponedpos,
OJIHOCTOPOHHSIS areHe3Msl MOYeK,
JABYCTOPOHHHUE KHCTBI IIOYCK,
THUIIOIIIIa3Hus ITOYCK.

[Topaxxenue I'mnomapatupeos Bpoxnennslii

MapaIUTOBUIHBIX KEJIE3 TUIIONApaTUPE03

[TopaxeHnue XpoHHUYECKas MoyeyHas Xponudeckas 00Jie3Hb TOUKH

MOYEBBIBOIALIEN HEJ0CTAaTOYHOCTh C BBIpQ)KCHHBIM HApyIIEHUEM

CUCTEMBI ¢bynkun (pacuetHas CK®
no [IBapuy 9

mi/mus/1,73m2)

[Topaxenue cioyxa JBycTopoHHss HepoceHcopHas | OHOCTOPOHHSS
TYTOyXOCTh HEWPOCEHCOpHas TIIyXOTa.

CynopoxHsiii cuaapom | Berpedaercs B 6osee monoBuHbI | TOHUKO-KIOHUYECKHE
CIIy4aeB OT YHMCla MalUeHTOB C | CyAOpOru
CUMIITOMaMH TUIIONapaTUpe03a
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[Iponomxenne Tabauiibl 3

Myrarus B rene GATA3

c.1099C > T, p.(R367)* —
HanOoJIee YacTo
BCTPEYAIOLIUICS BAPUAHT

Bnepsslie
3aperucTpPUPOBAHHAS
MYTaIlus:

Ox30H 5 HG38, chr 10:
8069501G>T, ¢.953G>T

Cpennuii Bo3pact
MOCTaHOBKH JIHarHO3a

21,3 rona

B 6 mecsues ObL1
T€HETHYECKHU TTOATBEPIKICH

Cpennuii ypoBeHb
MapaTUPEOUTHOTO
ropmona (ITTT")

19,27 Hr/n ¢ guamna3oHoM oT 9
1o 28,8 ur/n

Kputnueckun nuskuii — 7,87
IIr/MJI

Cpennuii ypoBeHb
kanpuus — (Ca) oOmuit
(MMoOITB/IT)

1,79 MMOJIB/N1, ¢ TUAITA30HOM OT
1,35 mo 2,09 mmonb/a

Kputnyecku nuzkuii - 1,32
MMOJTB/JT

2,49 MMOJIB/JI ¢ JUaa30HOM OT

Hawnbosee BeICOKME 3HAYEHUS

Cpennuii YPOBEHB | 2 10 3,49 MMoIIB/1 — 2,69 MMOJIB/TT
dochopa — (P) oOmmit
(MMOIIB/11)

3anoI03pUTh CUHAPOM BO3MOKHO Ha OCHOBAHUM JAHHBIX, MTOJYYEHHBIX
IIPU UCCIIEAOBAHUH YPOBHS MAPATTOPMOHA, IIPU NPOBENEHUN OTOAKYCTUYECKOU
OMHCCHUH U UCIIOIb30BAHUU METOJO0B BU3YyaJIU3ALMHU ITIOYEK U MOYEBBIBOASAIINX
nyTeil. B BbIIIEONMMCAHHOM cilydae MOpaXeHUE MoYeK ObUIO TUAarHOCTUPOBAHO
Ha npeHatanbHOM dTane. [locne poxaenus Obu1 noarBepxkaeH BIIP mouek, a
TaKX€ JUAarHOCTUPOBAH TMIIONAPATUPEO3 U BBISBIEHA TYrOYXOCTb, B CBSI3U C
4yeM ObUIO MPOBEACHO T'€HETUYECKOE HUCCIIEI0OBAaHUE U MOATBEPKACH CUHIPOM
bapakara. Takke peKOMEHIOBAHO HCCIIEJOBaHUE OMOMATEpPUAIOB POIUTEICH
JUIs YCTaHOBJIEHUS] TPOUCXO0KAEHUSI BAPUAHTA MYTALUU.

[Iporno3 cungpoma HDR omnpepensiercss TSKECThIO MOpPaXEHHUS U
HapymieHus (QyHKIuM T1ouek. [IpeHaTanbHas JMArHOCTHKA, BBISBHUBIIAS
IUCILIA3UI0 TMOYEeK M JPYrMe€ aHOMajuW, a TakKXkKe OTIATOLIECHHAs
HACJIEJICTBEHHOCTh CTalM BAXKHBIMU (PAKTOpaMH [UIsl PAHHETO BBISIBICHHUS
3a0oneBanusi. (CBOeBpeMEHHas JUArHOCTHWKa, aJeKBaTHas  KOPPEKIIMS
ANIEKTPOJUTHBIX HAPYIIEHUH M HaOmrofeHue 3a (yHKUMEW MOYeK M ciyxa
SABJISIFOTCS KJIFOUEBBIMU ACIIEKTaMU BEACHUS TAKUX MAlMEHTOB.

CUHAPOM N KOPIXKU
Cunapom u Jxopmku (MKB-10: D84.1, OMIM #188400, cunapom Jlu
I'eopra, cungpom  genenuu  xpomocoMbl  22ql1.2) —  Haubonee

pacnpocTpaHeHHass XPOMOCOMHAsl MyTallMsi, CBsI3aHHas C MHKpPOJEJeeit
XpOMOCOMBI 22, BcTpevaromasics npuMepHo y 1 u3 2000 >kMBOPOXKACHHBIX.
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®enotunuueckas BapuabenbHOCTh cuHApoMa Jlu Jxkopmxku 3akirodaercs B
koMOuHanuu BIIP pasHbIX opraHoB M cucteM, a Takke (DYHKIHMOHAIBHBIX
HapyUIEHUN, KOTOpbIE OMNPEACNAIOT Te4YeHHe 3a00JIeBaHUsI U MPOTHO3.
OcHoBHBIE TIpOsiBIICHUSI Npu cuHApoMme [u JIKOpIKM accOLMUpPOBAaHbI C
HapyuieHueM »sMmOpuoreHe3a 3-ii u 4-i1 xaOepHBIX JYr W KapMaHOB,
OPUBOMASIIMM K  YENIIOCTHO-TMIEBOMY  JUCMOp(GU3MY,  TUINOTHMUH,
runonapatupeo3dy u BIIC. YemtocTHO-nmuIeBOM IUCMOPPU3M  BKIIOYAECT
OMYIIIEHHBIE BEKU, TUIIEPTEIOPU3M, 3JI0KEHHBIE YIITU, BHITYKJIbIA KOHYUK HOCA,
MaJIeHbKHI poT U MUKporHaTuto. Cunnpom Ju JKOpAKA O CUX TIOpP OCTAETCs
TPYAHO JIMATHOCTUPYEMBIM 3a00JIEBAHUEM, TSKECTh MOCTAHOBKH JIMArHO3a
CBSI3aHA C BBIPAKEHHBIM KIMHUYECKUM mnojaumMopduzmom. C cunapomom [u
Jlxopku accouuupoBaHo Oosiee 180 cumnTomoB. PenkumMu mposBiIeHUSIMU
BBICTYIIAIOT TOpTaHHas MeMOpaHa, aHOpEeKTalbHasi MaidbdopMalus H
nuadparMaibHbIe TPBIKH.

enbto neyenuss pered ¢ cuapomom Ju JKopoku  sBIseTCA
XUpypruyeckas Koppekuus xuzHeyrpoxkatomux BIIP, a Takke KOHTpoib H
KOPPEKLMS MMMYHOJOTHYECKUX HApylleHUuW. BciaeAacTBHE COMYTCTBYIOIIETO
KJIETOYHOTO U TYMOPAJIbHOTO UMMYHOACHUIIUTA MAMEHTHI ¢ CHHAPOMOM Jlu
JIKOpIKM ~ HYKAAlOTCSI B 3aMECTUTEIBHOM  TEpanmuyd  Ipernaparamu
BHYTPUBEHHBIX ~ MMMYHOTJIOOYJIMHOB M  MNPOQUIAKTUYECKHX  Kypcax
antuOuoTukotrepanuu. HegoctaTtouHnass (GyHKIUS MapallUTOBUIHBIX KeJe3
00ycnaBIUBaET BOCIIOJHEHUE UMEIOIIETocs AedUuInTa npernaparaMmu Kajlblus U
BuTamuHa /I.

KJIIMHUYECKUH CIIVYAH Nel.

HeBouka JI., ot 2-i1 6epeMeHHOCTH, 2-X CAMOCTOSATENIbHBIX POJIOB Ha 39-
1 Hexene recranuu. Macca tena npu poxaenuu 3120 r, gmuaa 50 cm. Ilo
TabiuIam INTERGROWTH-21 MAacCO-POCTOBBIE IOKa3aTenun
COOTBETCTBOBAJIM BO3PACTYy.

Onenka mno mkane Anrap 5/6 OamnoB. CocTosiHUE TIPH POXKICHUU
TSOKEJIOE 33 CUeT MPU3HAKOB JIBIXaTEIbHON HEJOCTATOYHOCTU 2-U CTEINEHH,
noTpeOOoBaBIeH MPOBEICHUS OKCUTEHOTEPAITUU JTUIEBOM Mackoil. C posKIeHUs
OTIPENEISUTNCh ~ MHOXECTBEHHBIE ~ CTUTMBI  JHCOMOpPHOTEHE3a,  JIMIICBOM
aucMopu3M: TeJIEKaHT, MUKPOO(TAIbMIS, BBICTYIAIOIIAS TTIEPEHOCHIIA, HU3KO
MOCaXEHHBIE YIITHbIE PAKOBUHBI, YJJIMHECHHBIC CPEIHSS W HIKHSSA JTUIEBHIC
yacTu. B Bo3pacte 3-X CyTOK >KM3HU JeBOUYKa Oblia MepeBeieHa B OTJCICHHE
XUPYPruy HOBOPOXKJICHHBIX, TJie €l MpoBOAWIACE (HYUOPOTAPUHTOCKOMHUS, T10
pe3yJbTataM KOTOpOoW OOHapykeHa MemOpaHa ToOpTaHd, OOYCIOBHBIIIAS
OTIepaTUBHOE BMEIIATEJILCTBO MO TMOcTaHOBKe T-oOpaszHoil TpaxeocTombl. C
ATOro nepuoja y pedeHka 1e0roTUpOBaIN NPUCTYIIBI MHOTOKPATHOM PBOTHI U
CPBITMBAaHMI, YTO MOTPEOOBANO THIATENHLHOTO aooOcienoBaHus. B mpouecce
MOKCKa OPTaHUYeCKOM, MH(PEKIIMOHHON U METaO0INYECKON MPUUYHH PBOT OBLITU
IIPOBEJICHBl KOHCYJIBTAIIMM HEBPOJIOTd, TACTPOIHTEPOJIOra, HCCIEIOBAINCH
MeTabomuThl KpoBu. [lo pesynabTaTam wuCCIENOBaHWNA OBLIH HCKIIOYEHBI
aMUHOauujonaTuy, Oonesnn  obmena. Ilpu  mHOrokpatHeix O30
MCCJICIOBAHMSIX IMIICTITUYECKAs] aKTUBHOCTh HE (puKcupoBaiack. OTcTaBanme
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pebeHka B (PU3MYECKOM Pa3BUTUU MOTPEOOBAIIO MOCTAHOBKH TaCTPOCTOMBI B
Bo3pacTe 1 rojla M OCYHIECTBJICHHUS BCKAPMIIMBAHUSA aJalTUPOBAHHBIMU
MOJIOYHBIMU CMECSIMH.

C poxpaeHuss y JE€BOYKM HAONIOAAIOCh TEUYCHHE PEIUAUBUPYIOIINX
pecnupaTopHO-BUPYCHBIX MH(PEKIIUNA, YTO B KOMILIEKCE C TAHHBIMU O JIUIIEBOM
aucMopdu3Me U HAJIMYUEeM MEeMOpaHbl TOPTaHH MOTPEOOBAJIO KOHCYJIbTALIMU
reHeTuka. PeOGeHKy B XOJ€e MOJEKYJISIPHO-TEHETHYECKOrO HCCIeA0BaHUS
IIOCTaBJIeH  auarHo3 cuHapoma Jm  JDxopmxu. Ilo  pesympraram
nMmmyHostoruaeckoro oocnenoBanusi TREC (2460 kom. |), KREC (2787 ko),
CD4+, CD8+ (857 u 366 xi/mMkin), Ig (4,88 r/m) moaATBEpKIeH H30IUPOBAHHBIHA
kietouHblii uMmyHoaepuuut. [lpu mnpoeaenun OxoKI' uckmouen BIIC,
AJEKTPOJUTHBIN W TOPMOHAJbHBIM MNpoduiIsL HAa MPOTSHKEHUU  BCETO
HaOJI0/ICHHS B HOPME.

VYyuthiBas pe3ynbTaThl T€HETUYECKOT0 M HMMMYHHOTO OOCIEIOBaHUS,
peOEHOK rOCIUTAIM3UPOBAH B OTJEICHUE aJUIEPTOJIOTUA U UMMYHOJIOTHH, T/1e
BIIEpBbIE B Bo3pacTe 1 roma OBLIO MPOU3BEIACHO BHYTPUBEHHOE BBEICHUE
YeJI0BEUECKOro MMMYHOIII00yuHa B o3¢e 0,5 T/KT.

B Bo3pacte 2-x ser peOeHKYy B pe3yilbTaTeé MHOI0JTAIHOTO
XUPYPrUYECKOr0 BMEIIATEIHCTBA M IJIACTHKU TPaxeu yAaJOCh BOCCTAHOBUTH
IPOXOJIUMOCTb JIbIXaTeNnbHbIX myTel. [locie ynanenus TpaxeocToOMBbI U IMOJTHOTO
OTKPBITHSI TIPOCBETA TPaxeu 3MHU30/bl MHOTOKPATHOW PBOTHI MPEKpaTUIUCH. B
BO3pacte 3-X JIeT, B CBSI3U C OTCYTCTBUEM HEOOXOAMMOCTH MPOU3BENICHO
yAaJICHHE TacTpOCTOMBI. B CBsI3M ¢ mpekpalieHueM MPHUCTYIOB PBOT MOCTE
MTOJIHOTO BOCCTaHOBJICHUS POXOIUMOCTH JIBIXATETBHBIX myTeH
3aKOHYUBIIHUECS TMPUCTYMHI OB PACIIEHEHbI KaK PBOTHI, CIIPOBOIIUPOBAHHBIE
adbdepeHTHON  BaJIBI'YCHOM  CTUMYJISIIIUENH  BCJIEACTBUE  pa3apakeHUs
pednexkcoreHHbIX 30H roptanu. Ha ¢one pedieKTopHbIX pBOT BCKapMIIMBAHUE
OCYIIECTBIISUIOCH  aJaTUPOBAHHBIMUA MOJIOYHBIMU CMECSMH, JIO MOMEHTa
HOpMaJTU3aKi (PU3NIECKOTO PA3BUTUS HCIIOIH30BAIUCH BBHICOKOKATIOPUHHBIC
CMECH.

[Ipu mocnenHeM ocMOTpe AEBOYKM B Bo3pacTe S5 JeT (uznueckoe
pa3BUTHUE COOTBETCTBYET BO3PACTHBIM HOPMaM, JbIXaHUE CaMOCTOSITEIBHOE,
SMU30JbI PBOTHI HE TOBTOpsMCh. Kaxknmpie 6 Hemenb  peOEHOK
FOCIUTAIIM3UPYETCS B  OTIEICHUE aJUIEProJOTMM W  HMMMYHOJOTHUU IS
MPOBEJICHNUS MMMYHO3aMECTUTEIIbHOW Tepanuu, ASHUIMT KICTOYHOTO 3BEHA
TpeOyeT TMpoBEICHUS NPOPUIAKTUUECKUX KYPCOB aHTHOAKTEPUAIHHOU
Tepanuu.

HHUATHO3

Cunnpom Jlu Jxopmxu. BpoxxaenHas ropTaHHass MeMOpaHa, COCTOSTHHE
IIOCJIE ONEPATUBHOTO BMEWIATENBCTBA. JIMarHO3 MOATBEPKAEH MOJIEKYJIIPHO-
T€HETUYECKUMHU METOJAMH.
KITMHUYECKUH CITVYAH Ne2.

Manbuuk A. oT 1-ii 6epeMEHHOCTH, 1-X CaMOCTOSITENbHBIX POJIOB OT
MAaTEpHU C OTATOLIEHHBIM COMATUYECKAM M aKyLIEPCKUM aHAMHE30M: Y MATEPH
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6one3np bextepeBa m TpomOo3bl. Ha 2 ckpuHuHTE y miona ObLT BBISIBICH
Mmerayperep. Ponbl Ha 38-11 Henelne, Macca nipu poxaeHuu — 3200 r, 1iauHa Tena
— 52 cMm, no mkane Anrap — 8/9. Ilo Tabmuiiam INTERGROWTH-21 mMacco-
POCTOBBIE TOKA3aTEIN COOTBETCTBOBAJIM BO3pAcTy. B mepBbie MECALBI )KU3HU Y
pebenka Ha0JII01ATIOCh TEUCHUE PEUUIUBUPYIOIINX uHpeKui
MOYEBBIBOJSIIMX MyTe ¢ jkallobaMu Ha JHMXOpPaaKy, OECIOKOWCTBO MpU
MOYEUCITYCKAaHUU, OTKa3 OT enpl. [lo pe3ynpraram JONOJHHUTENBHBIX
MCCJIEIOBaHM OBLI TIOCTABIIGH IWMArHo3 ocTporo mnuenoHedputa. Ha done
MIPOBEICHHON AHTHOAKTEPUAHON TEpalmuu WU XUPYPrUUYECKOW KOPPEKIUHU
nopoka HaOJroganack BpeMeHHas ctabunuzanus coctosiHus. C Bo3pacta 1 rona
Ha0II0AAINCh IOBTOPHBIE AIU30/1bI peCUpaTOpPHBIX uHpeKmit
(JTapUHTOTpaxeuT, aACHOUAUT, SKCCYIATUBHBIN OTUT, PUHOCUHYCHUT) C YaCTOTOM
okoJio 1 pa3 B mecsu. B Bo3pacte 5 yieT Oblia BbIABICHA 337€p’KKa MOTOPHOTO,
PEYEBOTr0 U MCUXUYECKOTO Pa3BUTHS, HEAJCKBATHBIE MOBEICHUECKUE PEAKIINH,
KOTOpbIE B KOMIUJIEKCE C YACTBIMU U TSXKEJIO MPOTEKAIOIMUMU UHPEKIIMOHHBIMU
3a00J1€BaHUSIMA TIOTPEOOBAIM KOHCYJIBTAIIMM TEHETUKA IS HUCKIIOUCHUS
cugpoma Ju [Ixopmxu. I[lo pe3ynbrataM MOJEKYISIPHO-TEHETUYECKOTO
oOcnenoBaHus oOHapy>keHa MUKPOAETIELHS 22ql1.2. [Ipu
UMMYHO(pEHOTUNTHPOBAHUU JUMpOruTOB — nuMornenus 3a cuer CD8+364
KJI/MKJI, OocTajbHble moka3zarenu B HopMme. [lo manueim DOxoKI' BIIC He
oOHapyXeH, HapylmeHuss  (QyHKUUM  TMapalldTOBUIHBIX  JKEJIe3  HE
¢ukcupoBanuce. [Ipu KOHCYIbTALIMK HEBPOJIOTA U MICUXUATPA IUarHOCTUPOBAH
CUHAPOM JIBUTaTEIbHOW pPaCTOPMOKEHHOCTH, OTMEYajaach MOBBIIICHHAS
BO30yIMMOCTb, pa3IpaXKUTEIbHOCTh, HEAJIEKBaTHOE MOBeJeHUE pedeHka. Ha
HACTOSIIIMI MOMEHT peOEHOK COCTOUT Ha y4eTe Yy MMMYHOJIOra, HedpoJora,
HEBpoJiora, Tcuxuarpa. ManpuMKy Ha3Hau€Ha THUMHACTHKA, 3aHATHUA C
JIOTONIE/IOM.

HHUATHO3

Cunapom  JIu  Jxopmxu.  BpoxneHHbIE  MOPOK  pa3BUTHS
MOYEBBIBOJIAIIUX MTyTEH, COCTOSIHUE MTOCJIE ONEPATHBHOIO BMENIATEILCTBRA.
KJIMHUYECKUH CITVYAH Ne3.

Manpuuk M. ot Matepu 34 NeT ¢ OTATOLIEHHBIM COMAaTUYE€CKUM (MUOTIHUS
CpEeIHEH CTEeneHW, PElUIUBUPYIONINN JTaOUaTbHBIA TEpIiec) W aKyIIepPCKO-
TMHEKOJIOTMYECKUM aHaMHE30M (3po3usi LIEHKH MaTKh — COCTOSIHHE MOcie
OTepaTUBHOIO BMemaTenbcTBa). CKPUHMHT IUIOAQ, MPOBEACHHBIM B |
TpUMECTpe OEPEMEHHOCTH, BBISIBUI BBICOKHMH PUCK XPOMOCOMHOMW MAaTOJOTHHU.
Ha 7-8-ii Henene GepemMeHHOCTH y Matepu HaOmonanach aktuBaius Herpes
Labialis, na 20-ii Henene rectanuu nuarHoctupoBansl MBIIP: BIIC (teTpana
@anno, BBIPAXKEHHBIM CTEHO3 JIETOYHOM apTepUM C THUIOIUIA3ME CTBOJIA U
BetBel, JIMXKII, nouek (moaxoBooOpa3Has mouka, MeraypeTep 00enx MoJOBHH,
My3bIPHO-MOYETOYHUKOBBIN peIIFOKC 00EHX MOJOBHUH ), MPU3HAKU THUTOTUIA3HH
yepBd Mo3keuka (cu"apoma JleHau-Yokepa), BO3MOXHBIE MNpPHU3HAKU
He3apallleHus TBEpAoro Heba.

PebGenok oT 2-i1 GEpeMEHHOCTH, 2-X CBOEBPEMEHHBIX €CTECTBEHHBIX
pOJI0B Ha cpoke recrauuu 37 Henenb. Macca Tena npu poxxaeHuu 2510 r, qiuHa
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45 cM, OKpY’KHOCTB TOJIOBBI 32 cM, rpyau — 31 cm, no mkane Anrap oleHeH Ha
2/5/7 6annos. I1o Tabauiam INTERGROWTH-21 macco-pocToBbie moKa3aTenn
COOTBETCTBOBAJIIM  BO3pacTy.  [SDKECTh  COCTOSIHUSI ~ HOBOPOXKIEHHOTO
noTpeboBaia MPOBEJICHUS PEAHUMAIIMOHHBIX MEPOIPUSTUN U CTaOWIU3alNUU
COCTOSIHMS B POJWIBHOM 3ane. HemocTaTo4yHOCTh BHEIIHETO JIbIXaHUS
TpeboBana nposeneHus MBJI. B xone manbHeiimero HaOmoaeHus peOeHKa B
OPUTH Obuta nuarHoCTHpOBaHAa BHYTPUYTpOOHash mHeBMOHUsA. Hamuume y
pebenka nykryc-3apucumoro BIIC o0ycinoBmiio Ha3HaAYeHHE TPOCTATIaHIMHOB.
Cpenu BIIC onpenensyiuch Tak:kKe TMIOIUIA3Usl JISTOUHOTO CTBOJA U BETBEU
JICTOYHON apTepuH, MPOTSLKEHHBIM TYOYJSpHBIA CTEHO3, YTO OOYCIOBHUIIO
no0aBlieHHE B cxeMy JieueHus: Oeta-0iokaropoB. Ilocne TpaHCIrOMUHANBHON
O0a/JIOHHOM BaJbBYJIOIUIACTUKMA KJIAMAHHOTO CTEHO3a JIETOYHOW apTepuu
OasmonoMm Talimak MUHM 7 MM OTMeuajach CTaOWIIM3alMs IOKa3aTenen
reMOJIMHAMUKHY, YJIYYIIEHUE COKPATUTEIbHON (YHKIIHUU KeTyno4ykoB. B xome
najapHenIero oo6cienoBaHus peOeHka OblIa BBISBICHA auadparMajibHas
IpbIka, KOTOpas He TpeboBaia XUuPypPruueckoil KOPPEeKIUU.

[ToMmuMO OMUCAaHHBIX TOPOKOB COCTOSTHUE peOeHKa OoTArolana
Iporpeccupyromias rno4yeynass AUCPYHKIUS U BO3MOXKHAs HEJOCTATOYHOCTH
HAJIMIOYEYHUKOB. DbUIM  BBIABIEHBI  JJICKTPOJIUTHBIE  HAPYIICHHS, HE
NoJAJaroIIMecs BHEIIHEN KoppeKkuuu. [IpoBeAeHHbIE HCCIIEI0BAHUS HCKITFOUMIIN
HAJIMYME  MUHEPATIOKOPTUKOUIHOW  HENOCTaTOYHOCTH. HecmoTps  Ha
MPOBOAUMYIO Teparuio, HapacTail OOIIMI OTEYHBINM CUHAPOM, HAOIIOAAIOCH
CHW)KEHUE TEMIIOB JUype3a, NMpuOaBka B Bece, MO JAaHHBIM J1abopaTOpHOM
JUAarHOCTUKM B JWUHAMHUKE  COXpAHsIach  BBIpaXEHHAs  a30TeMusl,
TUTIEPKATUEMUS, NEePCUCTUPYIOIIAS TUTIOHATPUEMUSI, aHeMusl,
runonporenHemusi. IIpoBeneHa KOPpPEKIUsS THUMOATLOYMUHEMHH, Hadata
nuyperndeckas tepanus (1 mr/kr/cyt dypocemun). Tedenne nHPEKITMOHHOTO
mpoliecca COMPOBOXKIATIOCh BBICOKUMH YpPOBHSIMH O€IKOB OCTpoW (asbl,
npokanbiutonnHa (IIKT), Tsoxenoit anemueit (remorsiobun 51,0 1/nm),
JEUKOIIMTO30M CO CIBWUTOM BIIEBO, TpomoOommTo3oM. Metomom [IIIP-
JMATHOCTUKYM OBLIM BBISBICHBI Je30KcupruOonykienHoBas kuciota (JIHK)
METHUIIWILINH- pe3ucteHTHoro Staphylococcus aureus. PesynbraTst IILIP TREC
/ KREC noaTBepxaany HAInIue UMMYHOIS(PUITMTHOTO COCTOSTHUSI.

[Ipu npoBenenunn Hevipouzyanuzanuu o HCI' onpenensumics npusHaku
IUaTaluu YETBEPTOTO KEITyA0UKa 151 000N LUCTEPHBI,
JIEHTUKYJIOCTPUAPHON MHHEPATM3UPYIONIEH aHTHOMaTHH, YTO OOYCIOBUIIO
npoBegenne MPT mocne crabunuzanuu cocrosinus. MPT rosmoBHoro mosra
BBISIBUJIA TUIIOIJIA3UI0 YEPBS MO3KEUKa. Takke BBISIBISIIUCH dXorpaduueckue
NPU3HAKK MOPOKa Pa3BUTHUS B3auMopacnoioxenus noyek (L-oOpa3Has mouka),
C HaApYUIEHUEM KOPTUKO-MEAYJUISIPHOM JHCCOUMALMU TOYEK, KHUCTO3HOU
JOWCIUIA3WEN MPaBOW IMOJOBHUHBL. B JMHaMHKE MPHU LBETHOM JOILIEPOBCKOM
KapTUPOBAaHWM KPOBOTOK B TMOYKAX pe3ko obemaHed. PesymbTaTh
ayAMOJIOTHYECKOTO UCCIIEIOBAHUS OTPULIATEIIbHBIE.

Hasnauennass MHOTOIIaHOBAash Tepanus BKIOYANa: WHOY3UMOHHYIO
TEpanuio ¢ YaCTUYHBIM MapeHTEPATbHBIM MUTAaHUEM; aHTHOAKTEPUATBHYIO U
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MPOTUBOTPUOKOBYIO TEPANMUIO C YYETOM JaHHBIX MHMKPOOHOIOTHYECKHUX
[IOCEBOB;  JTUYPETUYECKYI0  Tepamnuio  (BEpolmnmupoH,  (ypocemun);
BUTAaMHHOTEPAINIO, METAa0OJUYECKyl0 Tepamuto (dibKkap); TpomOoAcc;
OPOBOAMIIACH  KOPPEKLMS  DJIEKTPOJUTHBIX  HApYLICHWH;  KOppPEKIus
METa0OJMYECKOTO alua03a; C IeJbI0 KOPPEKIMH aHeMHH TpaHchy3uu
SPUTPOLMTApHON B3BecH. [IpoBoaunack KOPPEKUHUsS JJIEKTPOJUTHBIX U
METa0OJMMYECKUX  HapylIeHW#, Ha3HaueHa HMMMYHOKOpPpUTHpYIOIIas H
ropmoHanbHas Tepanus. Hamuume MBIIP norpeboBano KOHCyJIbTalUH
IT€HETUKA M TPOBEACHUS U MOJEKYISIPHO-TEHETUYECKOTO MCCIENOBaHUs, I10
pe3yapTaTaM KOTOPOro BeIABIEHA MUKpoaenenus 22ql 1.2, ycranoBieH Auar1os
«cunapoM [u JxOpIKm.

Ha ¢oHe oTcyTCTBUS IbIXaTENbHBIX U TEMOJAMHAMUYECKUX HapyUIEHUN
pebeHok kpatkoBpeMeHHO mnepeBoawics B OITH. OnHako npucyTcTBOBaIU
PEHITCHOJIOTUYECKUE  NPU3HAKK  PEUUAUBUPYIOLIEH  IIPAaBOCTOPOHHEHN
HI)KHEI0JIEBOIM MMTHEBMOHUU, OIpENEsuiach TUNEPUHQIISALMS JTETOYHON TKaHHU,
BBISBISIJIMCH  KOCBEHHBIE IIPU3HAKM YacTUYHOM  penakcalud  Kyrojia
auadgparmel. Ha ¢one crabmim3anuy cOCTOSHUS MPOBEAECHA JBYXCTOPOHHSSA
TEPMUHAJIbHAS YPETEPOKYTAaHEOCTOMHUSI C MOCIEAYIOIMM (POPMUPOBAHUEM
YPETEPOKYTAHEOCTOM.

B Bo3pacte 75 cyrok >xku3Hu pebeHok BHOBb moctynuia B OPUT.
Hapacraromue npu3sHaki HEJOCTATOYHOCTH BHEIIHETO JbIXaHUs MOTPeOOBaIH
npoBeneHuss VBJI, kapaInOTOHWYECKOW TMOIEPKKH, IEPUTOHEATBHOIO
uanu3a, KOppeKuuu Mmerabosmyeckux HapyueHuid. Ha ¢one mpoBoammoit
TE€panuy OTMEYAJIOCh CHU)XKEHHE apTepualIbHOro AaBieHHs, Opaaukapaus. B
BO3pacTe 2 MecsaueB 18 CyTOK JKM3HM MPOM3OIIA OCTAaHOBKA CEPACHYHOU
NEATENIbHOCTH. PeaHnMalimoHHble MEpONPUATUS NPOBOAWINCH B TeueHue 30
MuHyT 0e3 3¢ dekra. KoHcrarupoBana cmepTh peOeHKa.

HHATHO3

Cunapom J[Iu JIxopmku. MHOXKECTBEHHBIE BpOXKIACHHBIE MOPOKHU
pa3BUTHSL.
JTUDDEPEHI[HAJIFHBIN JUATHO3

Jubdepennmaneupiii  nuarno3 cuHapoma u  JKOpmku  BakHO
MIPOBOJIUTH C IPYTOM CUHIPOMAIIBHON MATOJIOTUEN, IPU KOTOPOU ONPEEIISIETCA
BBIPAKEHHBIN KIIMHUYECKUN MOTUMOPHU3M:

* Cunznpom Omuna G/BBB — nopoku pa3Butusi CpeiMHHOW JIMHUM, BKJIOYast
TUNEepTeNopusM, AeQeKTbhl TOpTaHH, Tpaxew, MHUIIEBOJAAa M THUIIOCHAJMIO.
Omnucano ©Oonee uem 150 mamweHToB ¢ Myrtanued B TeHe MIDI.
* Cungpom CHARGE - konoboma rna3, aHoManus cepilla, aTpe3usi XOaH,
YMCTBEHHAsl OTCTAJIIOCTh, 3aJE€p>KKa pOCTa, AHOMAJIUS IIOJIOBBIX OPTaHOB,
AHOMAJIUS yxa. MyTtanuu B TEHE CHD?7.
* CHHJPOM AJaXXWIs — IOPaKEHHE MIEYEHU, COCYTUCTOM CUCTEMBI, CEPILIA, TJ1a3
U ckemera ¢ JedeKTaMu TO3BOHOYHMKA; HUMEIOTCA —creunrduueckue
OCOOCHHOCTH JIMIIa, a TaKXKe JerKOM WM CpeaHEH CTeNeHH TSDKEeCTH
MHTEIJIEKTyalbHbIe HapylieHus. Y 90% manneHToB oOHApYKUBACTCSI MyTaIus
B reHe JAGI (Jiokanu3oBaHa Ha xpomocome 20p12) unu umeercs Aenernus BCero
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reHa.

* Accommammas VACTER uwmun VACTERAL - anomanum ITO3BOHOYHHKA,
aHaJbHAsl aTpe3usi, MOPOK CEpJla, TPaxEOINHIIEBOJHBIA CBUIL, AHOMAJIUU
MOYEK, aHOMaJluu KOHEUYHOCTEH.
* Cungpom ['onbaeHxapa — NOpaKEHHUE YETIOCTHBIX CTPYKTYP, YIIHBIX PAKOBUH
Y BHYTPEHHETO yXa, IJIa3 U NIEHHON 4aCTH O3BOHOYHUKA.

* Cunnpom XKybep — penkas CeHCOpHas HUJIMONATHS, BKIIIOYAIOMIAs MOPOK
Pa3BUTHS TOJOBHOI'O MO3ra B BUJIE TMIOIUIA3UN WM AIlJIa3UM YEPBS MO3KEUKA
U MajbopMaiuu cTBosia. OCHOBHON TUArHOCTHUECKUN KpUTEPHiA 3a00IeBaHUS
— CHMITOM «KOpEHHOro 3y0ay», ompeneiseMbld 1o pesyiabraram MPT
rosioBHOro mosra. [lomumo BIIP ronoBroro mosra moryt BcTtpeudarbest BIIP
ITOYEK.

ObCYK/[EHUE

Co Bpemenu nepBoHadasibHOro onucanusa DiGeorge B 1968 roay
cugapoMa Jlu JKOpIKH, BKIIOYAIOLIEIO TPUAaay OCHOBHBIX KIMHUYECKUX
IPOSIBJIICHUN, CIMCOK KIIMHUYECKUX IIPOSBIICHUI 3HAYUTEIBHO paciumpuics. Ha
JAHHBI MOMEHT ¢ cuHApoMoM [lu Jxopmku cBsa3aHO 0K0J10 180 KIMHUYECKHX
nposieneHuid. bonee 90% nanuentoB ¢ cunapomom Ju JIKOPIKU CTpagaroT OT
3a/1EP’)KKU MOTOPHOI'O U PEYEBOI0 Pa3BUTHUSA, aHOMAIIMA MOYEIIOJIOBOU CUCTEMBI
BcTpevaroTest B 30—40% ciyuaes, XKKT—- B 30%.

Oo6napyxenue koHoTpyHkaimbHoro BIIC u xapakTepHOro JIMIIEBOTO
aucMopdu3Ma Mo3BOJISET 3aM0J03PUTh IUAarHO3 YK€ B HEOHATATLHOM MEPUOE
U C TTIOMOIIBIO MOJIEKYJIIPHO-TEHETUYECKOTO UCCIEN0BAHUS OATBEPIANUTD €TO0.
[TonTBep>KaEeHHBIH TE€HETUYECKHM JMarHo3 TMO3BOJSIET BpadyaMm coOpath
MEXIUCIUIUIMHAPHYI0 KOMaHJly, OCYIIECTBIISIONIYIO aJEKBaTHYIO JI€4eOHO-
JUArHOCTUYECKYI0 TOMOIIb KaXJAOMy KOHKpeTHOMY peOeHky. Kpowme
HEOHATOJIOTOB M TEAUATpOB JeTed ¢ cuHApoMoM Ju JIKOpIKH TOJKHBI
Ha0JI01aTh KapAHOJIOTH, UMMYHOJIOTH, TEHETUKH, XUPYPIH, TACTPOIHTEPOJIOTH.

B MupoBoil nuTepatype HaKOIUIEHO OOJIbLIOE KOJIMYECTBO JaHHBIX O
3aJIep’)KKe HEPBHO-TICUXMYECKOIO PAa3BUTUS M HECIIOCOOHOCTH K OOY4YEHHIO,
HapyLICHUSIX B TOBEACHUH Yy OOJIBIIMHCTBA JETEH C CHHIPOMOM JeNIeLUU
22ql1.2. BIIP wMo4enonoBoil CHUCTEMBI OOBIYHO TMPOSBISIOTCS B BHUJEC
KaJIMKOOKTa3WW,  MHUENO’KTa3Wd,  THUMNOJUCIUIAa3UH  O0eMX  IOJIOBUH
OJIKOBOOOPA3HOM MOYKM, TUIOMJIA3MM TOYKH C BHUKAPHOW rumneprpodueit
BTOPOM MOYKH, METaypeTepa, CTBOJIOBOI (POPMBI TMIIOCTIANH C PACUICTUICHUEM
MoIoHkH. Hanuune peaxux nposiBaeHuit cunapoma u J[xopmxu 6e3 BIIP
4acTOo 3aTPyAHSET TOCTAHOBKY IMAarHO3a.

B xnuanueckoM ciydae Ne 1 3anono3puts cuaapom 22q1 1.2 no3Bonunm
yacteie OPBU u Hanuume XxapaktepHOro JuieBoro aucmopdusma. Hamuuume
TOPTAaHHOM MeMOpaHbl, JJIUTENbHAs TPAaXeoCTOMHUs, PyOLIOBBIM CTEHO3 B
nepenHel MOPLUUU FOJI0COBBIX CBSI30K MPHUBEN K U30bITOYHON addepeHTaru B
PBOTHBIH LIEHTP MO OIY>KJAIOLIIM HEPBAM U CIIPOBOLIMPOBAI IPUCTYTIBI PBOT.

B xnmuanueckom ciydae Ne 2 y peOeHka HE OIpeaesuiuch Hauboliee
XapakTepHble mposiBaeHus cunapoma u Jxopmxu, uro obyciaoBuio Oolnee
MO3JHIOK TOCTaHOBKY nuarHo3a. Coueranue BIIP, HepBHO-ICHXUYECKUX

49



HapyIMIeHUH C PEUUIUBHPYIONIMMUA HWHQPEKIUIMUA TpeOyeT KOHCYIbTAIluu
TE€HETHKA C LEIbI0 HCKIFOUCHUS cungpoma u Jxopmxu. Ilcuxomoru u
JETCKAE TICUXMATPHI SIBISIOTCS BaXXKHBIMU YJIEHAMH MHOTONPOQUIBLHOM
KOMAaH/Ibl CIIELIMAIIMCTOB, KOTOPHIE OKA3bIBAIOT OMOILb JIETSIM.

B ximmanveckoMm ciydae Ne 3 y manpunka M., HIOMUMO KOHOTPYHKAIbHBIX
BIIC (terpaga ®anno, runomuiasus JjerouyHod aprepun c¢ JMXKII) wu
MHO>XECTBEHHBIX CTHUTM JU33MOpHOreHe3a B BHJE JMIIEBOTO AucMopdu3Ma,
npucytctBoBasid BITP ITHC (rumormutasus/ amiasust 4epBs MO3KEUKA), TOPOKH
Pa3BUTHSI MOYETOJOBOM CHCTEMBI (ITOAKOBOOOpAa3Has IOYKa, MeErayperep),
nuadparMaibHasi TphDKa, KOJIOOOMa, dYTO TOTPEOOBAIO KOHCYJIBTAIMH
renetuka. [lo pe3ynbTaTaM UMMYyHOXpOMAaTOrpaduuecKkoro aHaanu3a BbICTABJICH
IrarHo3 cuaapoM u J>xopmxu.

CTpyKTypHbIE aHOMAJIUMU TIOYEK W MOYEBBIJCIUTEILHON CHUCTEMBI
JTWArHOCTUPYIOTCST TpuMepHo y 15-16% nereit ¢ penenueil XpOMOCOMBI
22ql1.2. Yame Bcero BcTpevaroTcsi TuipoHedpos (63%), paciuimpeHue BEpXHUX
OT/ICJIOB MOUYEIOJOBOTO TpPaKTa M MEraypeTrep, OJHOCTOPOHHSISI arecHe3ues
noyek. Y manpuukoB BIIP mMo4enonoBol cCHCTEMBI AMArHOCTUPYIOTCS 4Yallle,
yeM y JIeBOouYeK. [Ta3Hele HaxoAakw npu cuHapoMe 22ql1.2DS BkmrouaroT
HApyLICHUS TEKTOHUKH COCYJIOB CETYATKH, MAJIECHbKHE AUCKH 3PUTEIBHOIO
HEpBa, MaJIeHbKHE TIJIa3Hble $0JOKH, PACHICIIMHBI B PaJYyKHOM 000J0UKe
(komoOoMmbl) u kocoriazue. Ha mepBoM roay >KU3HU JIETAIBHOCTh Y JETEN C
nenenuend 22 XpOMOCOMBI  cOCTaBisieT OKojo  4—5%. [IpoBenenue
MOJIEKYJISIPHO-TEHETUYECKUX HMCCIEAOBAaHUN OOJIbIIEMY KOJUYECTBY JETEH C
XapaKTepHbBIMU CTUTMAaMHU JU33MOMOTeHe3a, C YacThIMU WH(PEKIMOHHBIMU
3a00JIeBaHUSIMA JITACT BO3MOKHOCTh IMOCTAHOBKU JUarHo3a B 0oJiee paHHEM
BO3PacTe, UYTO YJIYYIIUT KA4Ye€CTBO OKA3bIBAEMOW MEIUIIMHCKON IMMOMOIIH, HE
JIOITyCKasi pa3BUTHUS TSKEIOW OpraHHOM AUCPYHKITUH.

CUHAPOM I'OJBJAEHXAPA

Cunnmpom T'onpaenxapa (OKyJno-aypHKyJIO-BepTeOpaIbHBIM CHEKTD,
remudanuansaas mukpocomus, Q87.0, OMIM #164210) — BpokIeHHOE
3a00eBaHue, CBSI3aHHOE C TMATOJOTHUSMU TIPOU3BOJHBIX TIEPBBIX JBYX
XKaOEPHBIX AYT, BKIIFOYAOIIEe B Ce0s MOPAKEHUE YSITFOCTHBIX CTPYKTYP, YITHBIX
PAKOBUH M BHYTPEHHEIO yXa, IJla3 M LIEWHOW 4YacTH I03BOHOYHMKA. Pexe
JTUAarHOCTUPYIOTCS aHOMAJIUH, 3aTParuBarOIIMe MOUYEBBIICIUTEIBHYIO CUCTEMY
U OKEIyJAOYHO-KUIICUHBIM TpakT. [Ipyw 3TOM maToJIOTHU MOTYT OBITh Kak
OJTHOCTOPOHHUMH, TaK U JABYCTOPOHHUMH.

YacToTa BCTpeuyaeMoCTH CHUHJpoMa [onbieHXxapa BapbUpyeTCs B
Pa3IMYHBIX TOMYJSIIUSIX U MOXKeET cocTaBiaTh OT 1:3500 mo 1:45000 cimyvaes
KUBOPOKICHUHN C COOTHOLIEHHEM MaJIbYMKOB U I€BOYEK 3:2.

Otuonorusi 3a00yieBaHUS aKTUBHO H3ydaeTcs. Ha maHHBIE MOMEHT
CHUHJIPOM OTHOCAT K TE€HETUYECKH JIETEPMUHUPOBAHHBIM COCTOSHHUSM. B
JUTEepaType OMUCAHbI cllydyau, Korja cuHApoM ['onb/ieHxapa AMarHoCTUPOBaH
npu Aenenuu B xpomocomax SplS m 14932, XOTs 1aBHO yK€ HM3BECTHO, YTO
JeJeUU B XPOMOCOME 5 MPUBOMST K PA3BUTUIO CUHJIPOMA KOIIAYhEro KPUKa,
a B xpoMocoMme 14 — k cunapomy Temrmuia. Takxke u3BectHo, uto myTauus 14932
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COJICP’)KUT Ha CBOEM YyyacTke reH Oenka rycekouna (Goosecoid protein),
AKCIIPECCUPYEMOTO B kabepHbIE TyTH BO BpeMs SMOpHOTeHe3a, UTO MPUBOIUT K
Pa3BUTHIO YENIOCTHO-JIMIEBBIX AaHOMAJIMWA. bBbUIM oOmMcaHbl MyTalud B
HECKOJIBKUX TeHaxX, BKIIouYas u3MeHeHuss de novo, B TreHe Qakropa
TpaHcKpuniuu Muenuna 1 MYTI, ydyacTByromieM B MeTabOIu3Me PETHHOCBOM
KHCJIOTBI, U B reHax AMIGO2 u ZYGIIB, y4acTBYIOIIMX B pealn3alHuU
CUTHAJIBHOTO IIyTH U JErPAJALNHU IPOTEOCOM.

KJIMHUYECKUH CITVIAH

HleBouka b., oT 8-if 6epeMeHHOCTH, BO BpeMs KOTOPOW MaTh B KEHCKOU
KOHCYJIbTaIlMH HEe Ha0moaanacek. Poabl 7-e, nomaiinue, Ha cpoke rectaruu 37,5
HEJZIeNIb B TOJIOBHOM MpeJIe)KaHuu ioga. Macca tena nipu poxkaenun 2850 ,
nnuHa tena — 47,5 ¢M, OKPY>KHOCTb TOJIOBbI — 34 ¢cM U rpyau — 33 ¢, 4TO 1O
tabmam INTERGROWTH-21 cooTBeTCTBOBaNIO CPOKY IrECTAUU.

Uepes vac mocne poxaeHus pedeHok Obur goctaBieH B OPUTH B
TSKEJIOM  COCTOSIHUM, C TNpHU3HAKaMU JbIXaTEeJIbHOW HEIOCTATOYHOCTH,
YTHETEHUSI [IEHTPAIbHONW HEPBHOW CUCTEMBI U MH(PEKIIMOHHOTO TOKCHKO03a. Bo
BpeMsi MPOBEACHUS (PU3NKAIBHOTO 00CIIeI0BaHUS OTMEUYATNCh MHOKECTBEHHBIE
HOPOKH pa3zBUTUSA: Je(pEeKT Kpass JIEBOIO BEPXHEro BEKa C OCHOBAHHEM Y
PECHUYHOTO Kpasi KBaJpaTHOW (POpPMBI, U30JIMPOBAHHAS KOJIOOOMa BEPXHETO
JEBOTO Beka, nedopmarus JIeBOM YIITHOM pPAaKOBUHBI, MpPEaypUKYJISPHBIN
OTPOCTOK KOH, aTPE3Hsi U CTEHO3 33JHET0 MPOX0/1a C MEePUHEATbHBIM CBUIIIOM
(mpomexxHocTHast — auctonusi anyca) (puc. 12). Ilo pesyapTatam
PEHTIeHOrpaMMbl ~ OpPraHOB TPYJHOM KIETKM ObUla JUAarHOCTUpOBaHa
BPOJKJIEHHAs MPAaBOCTOPOHHSASI CErMEHTapHasi THEBMOHUS, a TaKXKe CpalleHHe
3aJIHUX OTpe3koB 4—7-ro pebep, orcyrctBue l1-ro m 12-ro pebpa ciiera,
MHO>KECTBEHHBIE MOJIYIIO3BOHKH B TPYJHOM OTJieNie MO3BOHOYHMKA (puc. 13).
[Ipu uccnenoBanuu Y3U moyek ObUIO BBISBICHO pACIIUPEHUE YaIICUHO-
JIOXaHOYHOW CHCTEMbI, MOYETOUYHUKA U IMy3bIPHO-MOYETOUYHUKOBBIA pedIrrokc
2-3-ii crenmeHH creBa. B KIMHWYECKOM aHANIM3€ KPOBH OTMeEYascs
HEUTPOPWIBHBINA JIEHKOIMTO3 CO CABUTOM JICHKOIUTAPHOU (DOPMYIIBI BIEBO.
TsoxecTh cocTosiHus TpeboBana pecrnupaTopHoil mojaepkku merogom CPAP
4yepe3 HazalbHbIe KaHIoIU. Kpome Toro, mpoBOAMIUCH aHTUOAKTepUaIbHAS U
nH(}y3HOHHAS Tepalnu, a TakKKe MPOQPIITAKTHKA TeMOPPAriIecKOro CHHAPOMA.
Ha 2-e cyTKu KU3HHM COCTOSIHHME HOPMAIU30BaJIOCh, peOEHOK ObLI MEepEeBEICH B
WH(EKIMOHHOE OT/CICHUE.

B cBsi3u ¢ HanMMuUKMeM MHOXECTBEHHBIX BPOKJICHHBIX IMOPOKOB Pa3BUTHUS
IPOBOJIUIOCH MOJIEKYJIIPHO-TEHETUYECKOE HCCIeIoBaHNue, Oblja BbISIBICHA
nenenus 1432 XpoMOCOMBI, OJTHAKO KIMHUYECKUE OCOOCHHOCTU MPOSBICHUIM
CBHUJIETEJIbCTBOBAIIM O KIIMHUYECKOM cuHIpome ['onpaenxapa. B mocranoBke
JMAarHo3a pelarollyl0 pPOJib HWIPAIOT KIMHUYECKUE MPOSIBICHUS, 4YTO U
PEKOMEHAYETCS B COBPEMEHHOW NEQUAaTPUM HAa CEroAHSIIHUM JeHb. He
UCKJTIOYEHO HallM4Ke y peOeHKa BTOPOro 3a00aeBaHus, BEI3BAHHOTO JIEeIHen
14¢32 xpoMocoMbl, O0yCIaBIMBAIOIIEH HATU4YM€ WHBIX MPOSBICHUHN, HE
XapaKTEPHbIX 7151 cuHApoMa ['onbaeHxapa.
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Ha nepBoii Heaene )Ku3HU MPOBOIUIIOCH XUPYPIHUECKOE BMEIIATEIBCTBO
B o0beme (opMuUpOBaHHMS HEOaHyca W 3aKpBITHS TEPUHEATbHOrO CBUIIIA,
MUEJOMJIACTUKU C BBIBEJIEHUEM HE(PPOCTOMBI.

B Bo3pacte 3-x MecsdieB XU3HU PEOCHOK OBLIT BBITUCAH JOMOW B
yJIOBJIETBOPUTEIILHOM COCTOSIHUU MO/] HAOII0/IeHHE CeMaInCcTOB. Macca Tesa
npu BbIUCKe coctaBisiia 5330 r, qiuHa Tena — 58 M, OKPY>KHOCTb TOJIOBBI —
38 cM, 4TO COOTBETCTBOBAJIO MOCTKOHIIENITYaIbHOMY BO3pacty 49 He/ielb.
HHATHO3

Cungpom [Nonpaenxapa (IuarHo3 ObUT MOCTaBJICH T€HETUKOM Ha OCHOBE
XapaKTEPHOU TPHAJIbI).

JUDDEPEHI[HUAIbHBIN TUATHO3

HuddepenunanpHyl0 AMArHOCTUKY CHHApoMa [oyibieHxapa CTOUT
MPOBOJIUTH C JAPYTMMH CHUHAPOMAMHU BPOXKIACHHBIX AHOMAIHMM, BIMSIOLIUX
PEUMYILECTBEHHO Ha BHELIHUM B uLa (Tad. 4).

Tabnuna 4. luddepennmanpras AuarHocTuka cuaapoma ['onpaenxapa

Cunapom O01mme yepThI KuroueBble oTamuns I'enbl

lNonbnenxapa | AcuMmeTpus auua, — MYTI, AMIGO?2,
(OMIM MHKPOCOMMUS, ZYGIIB
164210) aHOMAaJIMM yLIEH,

AnuOynbOapHbIe

J€PMOU/IBI,

MMO3BOHOYHBIC

aHOMAaJIH
Tpuuepa- I'mnonunasus ckys, JByctoponnee nopaxe |TCOFI, POLRID, POL
Konnunza HIKHEH YeNIOCTH, HUe, anTUMOHTONIonIH | RIC (ayTOCOMHO-
(OMIM aHOMAaJIMH YyIIEH, bIi1 pa3pes rias, HeT JIOMUHAHTHO)
154500) KOJIOOOMBI BEK IMO3BOHOYHBIX

aHOMAJIUM

IIbepa- Mukpornarus, Her anomanuii ymen, TouHas [IpUYMHA
PobGena pacmienuHa Heba rJ1a3, T0O3BOHOYHHKA cunapoma [Iesepa-Pobena
(OMIM J10 KOHIIa He sICHA
261800)
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IIponmomxenne Tadauus! 4

Harepa Muxkporsarus, Hedexrts! myueBoit SF3B4 (ayrocoMHO-
(akpodarman | aHoMaauu ymen KOCTH/TIAJIbIIEB, HET PEIeCCHUBHO)
BHBIN AMUOYIBOAPHBIX
JTU30CTO3, JIEPMOUIOB
OMIM
154400)
Kpy3ona YepenHo-nuieBble Kpanuocunoctos, s3x30 | FGFR2, FGFR3 (ayToco
(OMIM aHOMAaJIUU dTanbpMm, HET MHO-JIOMUHAHTHO)
123500) aCUMMETPUU U

MMO3BOHOYHBIX

aHOMaJu
Hu JLxopmxu | AHOMaIIUM yIieu, ['unokanbimemusi, mopo | Mukpogenenus 22q11.2
(22q11.2, JUIEBBIC AUCMOPPHUH | KM Cep/IIa,
OMIM UMMYHOIEPUITUT
188400)
Iemudanuan | Acummerpus Jauia YBenuueHue (He Cnopanuyeckue ciydau,
bHas TUTIOTIIA3HS) BO3MOYKEH MO3aUIIN3M
TUNepIia3us MOPaXEHHON CTOPOHBI

OBCY)K/[EHUE

[IposiBnenuss cunapoma lonbaeHxapa MHOIOOOpa3HbI M BO MHOI'OM
XapaKTepU3yrTCcss reMudanraibHOd  MHUKPOCOMUEH, JBYCTOPOHHEH WU
OJIHOCTOPOHHEH  aHOMalued  CTpoeHuss ymed (aHOTUSA, MHUKPOTHS,
NpeaypuKkyyIsipHble SIMKHU M METKH), TNOTeper ciyxa, aedexTtaMu 3peHus
(onuOynbOapHBIA JepMOUJl, MUKPO(TAIbMHUS, KOJI0OOMa BEPXHEro BEKa) H
MOPOKAMM Pa3BUTHUS MO3BOHKOB. Pacuienuubl ryobl U HeOa, MOPOKU Pa3BUTHUS
cepla, MOYEeK M YMCTBEHHas OTCTaJOCTh TAaKyKE€ OIKCHIBAIOTCS B KAaueCTBE
JOTIOJTHUTENbHBIX MPHU3HAKOB. MUHUMAIbHBIE JHATHOCTUYECKUE KPUTEPHH,
OPENJIOKEHHBIE HECKOJIBKUMHU ~ aBTOpaMH, BKJIOYAIOT  H30JUPOBAHHYIO
MUKPOTHIO WM TeMu(alnuaibHyl0 MHKPOCOMHIO, a TakKKe JIETKHE MOPOKHU
pa3Butus yxa. Hanbosnee HarnsgapIMu nposiBIeHUAMU cuHapoMa ["onpaenxapa,
MPUCYTCTBOBABIIMMU Y OIMUCAHHOTO peOeHKa, SBISINCH TreMudanuanbHas
MUKPOCOMHUSI W  OJHOCTOPOHHAS Jedopmanus YIIHOM PaKOBUHBI €
aypUKYJISpHbIMH IIpuBecKamMu. OJHAKO B JaHHOM KJIMHUYECKOM CIlydae y
HOBOPOXKJICHHOM JI€BOUKH IMPEACTaBICH MOJIUMOPPU3M  (PEHOTUIMHUECKUX
OposBICHU OO0JIe3HH, HE ONHCAHHBIA paHee. Y NaUEHTKU ObuIU
JUArHOCTUPOBAHbl AaHOMAJUU MOYEBBIBOJSLIECH CHUCTEMbI (pacUIUpeHHe
YaIlIeYHO-JIOXAaHOYHOW CHCTEMBI, MOYETOYHHUKA U ITy3bIPHO-MOYETOYHUKOBBIN
pedIIIoKC) M IKETyJOYHO-KUIIEYHOrO TpakTa (arpe3us U CTEHO3 3aJHEro
IpoXoja ¢ NEPUHEATbHBIM CBUIIIOM), KOTOPBIE KpaliHE PEKO BCTPEUYALOTCS IPU
ONMCAaHUM cilydaeB cuHapoma l'onbaenxapa. Ha ceronsamnmi 1eHp TapreTHOM
TEpANNUU CUHAPOMA HE CYIIECTBYET, B CBSI3U C YEM JICUEHHE BKJIIOUAET B ce0s1 B
MEPBYI0 OYEpEeb XHUPYPrUYECKOE BMEHIATENbCTBO JUJISI BOCCTAHOBJICHHS
KU3HEHHO BaXHbIX (YHKIMK opranm3ma. [ns peOeHka ¢ BBIpaKEHHOMN
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aCUMMETpHUEH JIMIa WM PACIIENUHON TryObl U HEOA MEepBOCTENEHHBIM OYyIeT
BOCCTAHOBJICHHME HOPMAaJbHOIO COCaHMs U TIJIoTaHus. Ha Bropoil mniaH
BBICTYIAIOT APYr'He KOPPEKLINUHY MATOJIOT Ui, TAKME KAK BOCCTAHOBJICHUE CIIyXa U
paznuuHble oTanbMooruueckue onepaunu. [Iporuos mis sxu3Hu BapuadesieH
U ONPEHENAETCS TSKECTbIO MOPAXKEHUS JAbIXATEIbHBIX NYyTEH, HAIUYUEM U
KOPPUTHPYEMOCTBIO MOPOKOB Pa3BUTHsI, CTEIEHBIO CIYXOBOH M 3pUTENbHOU
JENpUBalliM, a TaKXe CIHUHAJIBHO-IPYyAHbIMU Jedopmauusmu. Ilpu panHem
MYJIbTUAUCIUILTHHAPHOM BMEIIATEICTBE BO3MO>KHBI XOopo1ue
(GyHKIIMOHATBHBIE UCXO/IbI, BKIIIOYAsl YIOBIECTBOPUTEIBHYIO peUb, 00YUCHHE U
COLMAJIbHYIO aJJalTalHIo.
domo npedcmasneHo ¢ paspeuienus 3aKOHHbIX npedcmasumeneii pebenka

12A 125

Pucynok 12 — Baemnuit Bug pedenka ¢ cunapoMoM ['onaenxapa Ha 9-i 1eHb
KU3HU. MHOXKECTBEHHBIE CTUTMBI au3dMOpuorenesa: 12A — aedext kpas
JEBOro BepxHEro Beka; 12b — BpOXAEHHBIN NpeaypUKyISPHBIA OTPOCTOK
ciena; 1 2B — kono6oMa BEpXHEro Beka.

12B

3 -
Pucynokx 13 — PenrtreHorpadusi TpyaHOM KJIETKM Ha 2-€ CYTKH KU3HU
(cTpenkaMu ykazaHbl MHOYKECTBEHHBIE TTO3BOHKH).

CHUHIPOM ITPAAEPA-BUJIJIN

Cunapom Ilpanepa—Buwum (MKB-10: Q87.1, OMIM #176270)
npencTaBiasieT  co0oil  MyJIbTUCHUCTEMHOE TIeHeTHueckoe 3aboieBaHue,
o0ycnoBieHHOe TToTepelt o0nactu Ha xpomocoMe 15q11—ql3. B HeoHaTtaibHOM
nepuone 1A aerer ¢ cunapomoM llpanepa-Bunnm xapakrepHa MbllieyHas
TUTIOTOHMS («BsUTBIA peOCHOK») U 3aTpyJIHEHHOE cocaHue. B Oomee crapiiem
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BO3pacTe MPOSBISIOTCS YHAOKPUHHBIE HapylIeHHs (Ie@UIUT rOpMOHaA poOCTa,
TUIIOTOHA/IU3M, TUIIOTUPEO3, HAJIIOYEYHUKOBAS HEJ0CTaTOYHOCTb),
CKIIOHHOCTh K OXHUPEHUIO, a TaKKe KOTHUTHUBHBIE, TOBEACHYECKUE U
AMOLHUOHAJIbHBIE HAPYIICHUS.

ITo cratuctuueckum gaHHbIM cuHApoM lIpanepa-Bunnm Bctpeuaercs B
cpennem y 1 u3 25 000 HoBOpOXAeHHBIX. B Poccum 3apeructpupoBaHo OKOJIO
2500 nereit u 12 000 B3pociubix ¢ cunapomoM [lpaaepa-Bumu. 3aboneBanue
BO3HHUKAET C OAWHAKOBOW YaCTOTOM Cpeld MAJbUYMKOB M JE€BOUYCK. TaKKe HET
yOeIUTENbHBIX JI0Ka3aTeJIbCTB CBSI3U pacnpoCTpaHEHHOCTH C
MPUHAAJIEKHOCTBIO K OIpPENEIEHHON HalMOHAJIbHOCTH. J(MarHo3 cuHIpoma
[Ipagepa-Buinu B pa3BUTHIX CTpaHax yCTaHABIMBAETCs B Bo3pacte 3—4 JeT.

CymiecTByeT HECKOJIBKO OCHOBHBIX T'€HETHMUYECKHMX MPHYMH CHHIpOMA
[Ipanepa-Bwun. [lemenus o OTHOBCKOM JIMHUM B y9acTKE XpoMocoMBbl 15q1 1—
ql3 mnposiBisieTcss B BUJE HECKOJBKMX THUIIOB T'E€HETUYECKUX aHOMAaJIUU U
coctaBisieT 65—75% ciyuyaeB cunnpoma llpanepa-Bumnu. Bcerpeuaercs wu
OJIHOPOJUTENbCKAS JUCOMHS, KOrjJa o0e YacTH XpPOMOCOMBI 15 sBisitoTCS
matepuHckumu  komusimu  (20-30% ciyuaeB). Pexxe ObiBatoT JeeKTsI
UMIIPUHTUHTA U TpaHciokamus 15-if xpomocombl (okono 1-5%). Myraius B
ydyactke xpomocombl 15q11.2 mpuBoauT K  HapyuieHUI0  (QYHKIHUH
ruroTazamyca.

Cunnpowm Ilpanepa-Buim npeacrasisier coO0H CI0KHOE FT€HETHYECKOE
3a00€BaHUE C Pa3HOOOPA3HBIMU KIMHUYECKMMHU MPOSIBICHUSIMHU, KOTOpHIE
pa3BuBaroTCs molsTanHo. B npenatansHOM mnepuojse (¢aza 0) 3aboneBaHue
MPOSIBJISIETCS] CHM)KEHHOW JBUTATENbHOW AKTHUBHOCTBIO TJIOJA M 3aJEPKKOM
BHYTpuyTpoOHOTO pa3zBuTus. Ilocne poxaenus u no 9 mecaua (dpaza la) y
MJIAJICHIIEB OTMEYAETCsl BBIPAKEHHAs MbIIIEYHAs! THUIOTOHUS LIEHTPAIbHOIO
MPOUCXOXKJEHUS W  HapylleHHe  HeUpopedIeKTOpHON  NeATeTbHOCTH,
OPUBOASINAS K HAPYIICHUIO COCATENIbHOTO pediiekca W TPYIHOCTSIM C
KOPMJICHHEM, BbI3bIBasi HEIOCTATOUHYIO MPUOABKY MACCHI TeJa. XapaKTePHbIMH
CTUTMaMU JU39MOpHOTeHe3a IBISIOTCS BBICOKUH U Y3KUi 7100, Jouxotedams,
MUH/JIAJICBUIHBIA pa3pe3 ri1a3 ¢ OMyIEHHBIMU BEKaMU, OMYIIICHHBIE YTOJIKH YO0,
MUKpPOJIOHTHUSI, Y3Kasi BEpXHSAA ry0a, TUMONMUTMEHTAIMS KOXH U PaayKHOU
000JI0YKH, AKPOMHKpHsI, THIOTOHAAW3M, a TAaKXKE THUIOIUIA3Us Hapy>KHBIX
MOJIOBBIX OpPraHoB. ['MMOTOHMS MPU JAHHOM CHUHIPOME MMEET LEHTpalbHOE
IIPOUCXOKIEHNE U €€ PU3HAKU B TeueHHe 8—11 MecsAueB )KU3HU MOCTENEHHO
ymeHbIaroTes. [locne 9 mecsieB xu3Hu u 10 2-x jaeT ($aza 10) Temmnsl pocTa
nocTeneHHo Hopmanu3ytorcs. OnHako B Bo3pacte 2-4,5 ner (daza 2)
HOSIBJISICTCS. TTATOJIOTMYECKOE TMOBBIIICHUE alMeTUTa, a MPU3HAKU TUIIOTOHHUH
MOTYT TOJIHOCThIO Hcue3HyThb. B mepuone 8—15 ner (dhaza 3) mossisgercs
arpecCUBHBIA TMOWCK €lbl, pa3BUBAaeTCs runepdarusi ¢ OTCyTCTBUEM YyBCTBa
HachlllleHus.  PacnpeneneHue  MOAKOXKHO-XUPOBOW — KJIETYATKH  MMEET
XapaKTEepHBIA BHJI, OTJIOKEHHUsI OOJIbILIE BCEro MOSBISIOTCSA HA TYJIOBUIIE U B
MPOKCUMAJNIBHBIX OTAeNIax KOHeYHocTed — Oexapax, ruieuax. [locme 15 ner, y
MOJIPOCTKOB U B3POCHBIX MpOTeKaeT 4-1 (paza, C COXpaHEHUEM MOBBIIIEHHOTO
anmneTuTa U CHIXKEHHEM arpeCCUBHOCTH.
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DOHJIOKPUHHBIC HAPYIICHUS BO3HHUKAIOT B CBSI3HM C TUIIOTATAMHUYECKON H
rUno(Qu3apHOi HEJOCTATOYHOCThIO M BKIIOYAIOT B €€0sl IIUPOKUN CHEKTP
HapylieHuM. 3aiep)kka pocta cBsizana ¢ gepunurom ropmona pocra (40-100%
CJIy4aeB) U ¢ HU3KMM YpPOBHEM MHCYyJIHHONOA00HOro (hakTopa pocta 1 (IGF-1)
u cBszbiBatoniero Oenka 3 (IGFBP-3). 'mnotupeo3 o0ycioBieH coueTaHHEM
TUNIOTATaMUYECKOM W TOHAAHOM TIEPBUYHOM JUCPYHKIMH M MOXKET
CIIOCOOCTBOBATh PA3BUTHUIO TUIIOTOHMM, HAPYUIEHUIO JMHEHHOrO pocTa U
YBEJIMYCHHUIO JKAUPOBOW MAacCHI €llle B HEOHATAIbHOM Bo3pacTe. OTmedaeTcs
TUTIOTOHAN3M B BHUJE TCHUTAIBHON THUIIOIJIA3WM W 3aJEP’KKH  TOJOBOTO
co3peBaHus. V3-3a MOBBIIIEHHOW BBIPAOOTKY TOPMOHA TPEIIMHA, SBJISIOMIETOCS
€IMHCTBEHHBIM H3BECTHBIM TNEepU(PEPUUESCKIM OPEKCUTEHHBIM TCTITHIOM, B
IITKOJTPHOM BO3pacTe MOSBISACTCS TUNepdarus, HapyIlIaeTcs JMMOIU3 M, Kak
CJIEICTBHC, BO3HUKAET OKHPEHUE.

[IpakTuueckn y BceX NAIMEHTOB OTMEYAIOTCA PAa3JIUYHbIE CTEICHU
3aJIepKKU TICUXOPEUeBOro pa3BuTud. Yaiie Bcero oOHApYKUBAIOTCS pEUYEBbIC
HapyuieHuss. OTMEYaroTCs KOTHUTUBHBIE PACCTPONCTBA, TPYAHOCTU B OCBOCHHUH
KOMMYHUKATUBHBIX M COIIMAIBHBIX HABBIKOB, YMOIIMOHAJbHAS JIAOUIBHOCTD.
SpkuMu  TPOSBICHUSIMH  SIBJISIIOTCSL  CIICIM(PUUYECKUE  TTOBEJACHUYECKHE
HapylUIeHUsl, TaKhe KaK HEBPOTUYECKasi HKCKOpHAIUsi U 00CECCHUBHO-
KOMITYJIbCUBHBIE ~PacCTpONCTBA. JlMarHOCTHMKa OCHOBaHAa Ha COYETaHHUH
KIIMHAYECKUX TPU3HAKOB M MOJICKYJISIPHO-TEHETHIECKOTO TOATBEPKIACHUS, a
paHHee  HAYaJl0  MYJbTUIUCIUIUIMHAPHOTO  HAOMIOACHUS  TO3BOJISCT
3HAYUTEIBHO YJIYYIIATh KA4eCTBO JKM3HW IMAlIMCHTOB C D3THM CJIOKHBIM
CUHPOMOM.

KJIIMHUYECKUH CIIVYAN 1.

Manpunk M. moctynun B OIIH n3 OPUTH Ha 6-e cyTku Xu3HH C
BPOXKJIEHHON THeBMOHUEeH. PebGenok ot 3-eif  OepeMeHHOCTH, 3-UX
CaMOCTOSITENIbHBIX POJI0B Ha 40-11 Henene rectanuu. Macca Tena npu poxaCHUH
coctaBisuia 3245 r, anvHa Tena — 54 ¢M, orleHKa 1o mkane Anrap 8/9 6amios.

CocrosiHue TpH TOCTYIUIGHUH TSDKENOE, CBS3aHHOE C MBIIICYHOM
TUIIOTOHUEH, JIBIXaTEIbHON HEIOCTAaTOYHOCThIO, CUHIpOoMOM yrHetenus [ITHC.
Ha ocMoTp peakius Bsiiast, peiaekcbl HOBOPOXKICHHBIX YTHETeHBI. OTMEUaIuCh
CTUTMBI JM39MOpHOTEHEe3a: BBICOKMM Y3KUH J100, mosimxoriedanus, OIU3KO
MOCAKCHHBIC TJIa3HBIC IICIH C MHUHJAJICBUIHBIM Pa3pe30oM, TOHKAs BEPXHSSI
ry0a, OIyIICHHBIC YTJIbl PTa, MUKPOJOHTHS, TOTHYECKOE HEOO, aKPOMHKPHS,
KpunTopxusM. [lo MaHHBIM HEWPOBU3YaIW3allMM BBISBICHBI TPU3HAKH
TUTOKCUYCCKU-UIIIEMUYECKOTO TIOPAXEHUSI TOJOBHOTO MO3ra, OJIHAKO WX
BBIPOKCHHOCTh HE COOTBETCTBOBAJA TSHKECTH KIMHUYECKHX IPOSBICHUH.
BpoxknenHble MUONIAaTUH, CIIMHAJIbHASI MblIlIeYHast aTpodus ObLIN UCKITIOUEHBI.
Hanuume cunapoma «Bsstoro peOeHKa» W MHOXKECTBEHHBIX  CTHUTM
Iu3dMOpHOreHe3a TpeOOBaI0  KOHCYJIbTAIMM TEHETHKA, ObUTM  JIaHBI
PEKOMEHJAIMM O TPOBEACHUM KAPUOTUIUPOBAHUS U  MOJIEKYJISIPHO-
reHeTH4eckoro obOcnenoBanus. [lo pesyapTaTaM aHanmW3a aJuIeIBHOTO
METHJIMPOBAHMSI TPOMOTOpHON oOnactu reHa SNRPN (xpomocoma 15q11.2)
ompeneneHsl M3MEHEHWs, XapakTepHble st cuHapoma [Ipamepa-Bummm.
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PeGenok TpeboBan HazHayeHHs] aHTHUOAKTEPHATBHOM, HEMPOMETA0OIUYECKOU
Tepanuy, BUTAMUHOTEPAIINHU, 30HI0BOr0 KopmiieHus. Ha ¢one mpoBoanmoro
JeueHus] HaONIONANOCh pa3pelieHHe MHEBMOHWHU, HapacTaHUE MBIIICYHOTO
TOHYCa ¥ IBUTATEIIbHOM aKTUBHOCTH, O’KUBJICHUE PE(IIEKCOB HOBOPOKICHHBIX.
[Tocne crabunu3anuu COCTOSHUS peOEHOK ObLT BBIMUCAH JOMOU TIOA
HaOJII0/IeHUE YYaCTKOBOIO MeauaTpa U Bpadyei-CrenraiicToB aMOyIaTOpHOTO
3BEHA.
HUATHO3

Cunnpom Ilpanepa-Bumnu. JluarHo3 MOATBEPKIECH MOJEKYJISAPHO-
TeHETUYECKUMHU METOTaMH.

KIIMHUYECKOE HABJIFOJ/[EHUE 2.

Hesouka C., ot marepu 41 roma ot 7-it 6epeMenHoctu (1-s, 4-s1 u 6-1
OEpeMEHHOCTH 3aKOHYWINCh CBOEBPEMEHHBIMU DPOJAaMH YCJIOBHO 30POBBIX
HOBOPOXAEHHBIX, 2-1, 3-1 U 5-1 OepeMeHHOCTH — 3amepiiue). Bo 2-m
TPUMECTPE HEWHBA3WMBHBIM NPEHATAJbHBIA TECT BBIIBIJI BBICOKHI PHUCK
poxkaeHust peOeHKa ¢ XpOMOCOMHOM naTosorueit. Poasl 4-e, onepaTuBHbIE, HA
33-i1 Henene recranuu. Macca tena pedenka npu poxaeHuu — 1710 r, qiuHa
tena — 40 cM, orieHka mo mkane Anrap 1/4/4 6anos.

Tsokectp cocTosiHMS peOeHka mnoTpedoBajia IPOBEACHUS IOJHOIO
KOMILJIEKCA PEaHUMALIMOHHBIX MEPONPUITHI B POJIMIIBHOM 3ajie U MepeBoa
pebenka nns panpHedmero Haomonenuss B OPUTH. B OPUTH Obuiu
JUAarHOCTUPOBAHbl ~ BHYTPUYTpPOOHAs MHEBMOHHUSA, BHYTPHKETYJIOYKOBOE
kpoBouznusiHue I cr. PebeHky mpoBOAMIMCH 3TUOTPOITHAS, TATOr€HETUYECKAs
Tepanus U pecnupaTtopHas nojaep:kka B pazHbix pexxumax MBJI ¢ monbopom
napamMeTpoB B 3aBUCHMOCTM OT TOKa3zaTelled  KHCIOTHO-IIEIOYHOTO
PaBHOBECHSI.

[Ipy ocMOTpe OTMEYaIUCh MHOXECTBEHHBIE CTUIMBIL: JoJuxouedatus,
TUIEPTEIOPU3M M MHUHJIAJIEBHUIHBIN pa3pe3 a3, MUKPOTHATHS, OIMYLICHHBIE
yrabl  pra, TUNOIUIa3usl TeHUTAIUMH, dYTo  TpebOBajJo  MCKIIOYEHHUS
CUHApOMaJbHOW marosoruu. Ha QoHe mpoBogMMOI Tepanuu NpU3HAKU
MH(PEKIIMOHHOTO TOKCHMKO3a M MapKepbl BOCHAICHUA C TOJOKUTEIBHON
JUHAMUKOW. TedeHue BHYTPHKEIYJIOYKOBOIO KPOBOM3IIMSHHS 3aKOHUUJIIOCH
TpaHchopMalre BO BHYTPHKEITYA0UYKOBYIO KUCTY.

Coxpansironasicss TUIIOTOHUSI, YTHETEHUE cOcaTeNbHOro pediiekca mpu
NOCTKOHIIENTYalbHBIM BO3pacte 35 Hexelb, HAIWYUE MHOXXECTBEHHbIX
(EeHOTUMMYECKUX CTUTM OOYCIOBHIJIM KOHCYJIBTAIIMIO TEHETHUKA U MIPOBEJICHUE
aJUICIBHOTO METWJIMPOBAaHUS TPOMOTOPHOM oOsacTu reHa SNRPN (xpomocoma
15q11.2) wmerogom  metwicnenuduueckorr IIIIP. Ilo pesynapTaram
uccienoBanus Obu1 moaTBepKAeH cuHapoM [Ipaaepa-Bumnu. [locie okonuanus
TEpanud M CTA0WIM3ALMU COCTOSHUS pPEOCHOK OBbLI BBIMMCAH JTOMOW O[T
HaOJI0/IEHUE CTIEUATNCTOB aMOYIaTOPHOTO 3BEHA.

JHUATHO3

Cungpom Ilpanepa-Bumnu. J{uarHo3 MNOATBEPKIEH MOJEKYJISAPHO-

TF€HETUYECKUMU METO/IAMH.
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JTUDDEPEHI[HUAJIBHBIN JUATHO3
Tabmuma 5. Huddepennumanbuas auarHoctuka cuHapoma Ilpaaepa-

Bunm
3a0oseBanne Oo0mme Otauuus ot CIIB | T'eHeTHyeckasi NPUYUHA
yeptsl ¢ CIIB
Cunapom ['unoronus, Yacrslil cMmex, Heneuust maTepunckon 15q
AHrejbmMaHa 3a/IepKKa runepBo30yaumMocTb, | 11.2-q13 unm oTuoBCcKas
(OMIM 105830) pa3BUTHS, aTakcus, cygoporu, | oaHocomus 15q11.2-q13,
HapyLICHUs HET OXKUPEHHUS WIM MYTallUsl B T€HE
peuun UBE3A
Cunapom bapne- Oxupenue, [HonupaxkTunus, Myrauuu B reHax
buaaa (OMIM TUIOrOHAANU3M | IIMTMEHTHLIN BBS1, BBS10 w np.
209900) , 3aJIepKKa PETHUHHUT, OYCUHbIE
pa3BUTHUS aHOMAaJIUU
Cunapom Oxwupenue, Heiipocencopnas Myranus B rene ALMS1
Aabctpema (OMIM | runoroHagusm | riyxora,
203800) , CI1 JIHMIaTalOHHAas
KapAMOMUONaTHs,
HET TMIIOTOHUU B
MJIa/IeHYeCTBE
Cungpom Kodna I'mnortonus, Muxkpornarus, Myranus B rene VPSI3B
(OMIM 2165550) 0’KMpPEHHE, BBICTYNAOIIUE
3I1P pe31bl, MUOTIHS,
HEUTPOIICHUS
Cunapom Oxwupenue, Cnacruyeckas Myranuu B rene LMNA u
Jloypenca-Myna TUIIOTOHAJU3M | Maparierusi, HeT Ip.
(OMIM 245800) , 3I1P MOJIMAAKTHUINN
I'unorupeo3 (MKbB | 'unotonus, Her runepdaruu, He renetnueckoe
E03) OKHPEHHE XapaKTEepHBIX YepT (ayTOMMMYHHBIH,
CIIB, Hu3kui BPO>KICHHBIN)
TTT/T4
[Ipogomxenne TabIuLbI 5
MutoxonapuanabH | ['unoronus, Her runepdaruu, Mytauun mTAHK nnmn
ble 00J1e3HN 3I1P 4acTo JIAKTAaT- SAIEPHBIX TEHOB
anua03, NopaxeHue
MBIIII/OPTaHOB
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Cunapom /layna ['unoronwus, bpaxupaktunus, Tpucomust xpoMocomsl 21
(OMIM 190685) 3I1P SIMUKAHT, TOPOKHU
cepana, HeT
runepdaruu
OBCY)KIEHUE

Cunapom Ilpagepa—Bunnm sBisieTrcds ONHOW W3 MPUYUH IPOSBICHUS
«BsIIOro pedeHKa» B HEOHATAIbHOM Iepuojie. B cTapieM Bo3pacte cUHIpOM
[Ipagepa-Buwimu — camas yacTass Te€HETHYECKHM OOYCIOBJICHHas MpPUYMHA
pa3BUTHS OXUpeHUs. JlaHHOe OOCTOSTENbCTBO HY)XKHO YUMUTHIBATH IIPH
npoBeaeHun TudghepeHnaibHO-TUArHOCTUYECKOTO TTOMCKA, KOTOPBIN KpaiiHe
3aTPYJHEH, OCOOCHHO Y HOBOPOXIEHHBIX. JTO OOYCIOBJICHO BBIPAKEHHBIM
MOIMMOP(PU3MOM KIMHUYECKUX CUMIITOMOB, BO3MOKHBIM HAJTMYUEM 3/I0POBBIX
cuOCOB.

B 1aHHBIX KIMHUYECKUX HAOIIOJEHUSIX OCHOBHBIMU CHUMIITOMAaMHU,
IIO3BOJIAIOLIUMU 3a110403pUTh CUHJIPOM IIpanepa-Bun, ObLIH
MHO’KE€CTBEHHBIE CTUTMBbI JU33MOpHUOTeHe3a W Pas3IMuHble MPU3HAKU OOIIeH
runoToHun pebeHka. OCOOCHHOCTHIO SIBJISETCS paHHSS JUArHOCTHKA,
MIOCKOJIbKY B MUPE B CPEIHEM JMAarHOCTUKA MPOUCXOAUT B Bo3pacTe 3—4 JeT.
NMeHHO OCBEIOMIIEHHOCTh HEOHATOJIOTOB, HEBPOJIOTOB, HYHIAOKPHUHOJIOTOB H
FEHETUKOB O cuHapome Ilpanmepa-Bwinm no3Bosmiia  3anofo3puTh |
OATBEPAUTH 3a00eBanue Ha 18-i u 15-1 THH KU3HU.

Ha ceronnsumnumii neHp npsamon TapretHou tepanuu cuaapoma [lpaaepa-
Bunnu e paspabotano, neuenue aeteit ¢ cunapomom [panepa—Businu tpedyet
KOMIUIEKCHOTO TOAXO0JIa, BKJIIOYAIOUIETO0 KOHTPOJb MUTAHUS, (PU3HUYECKYIO
AKTUBHOCTh M TOPMOHAJIBHYIO T€panuto. PaHHssS queTomorndyeckas noIepxKa
Y MOHUTOPHUHT BECA SIBIIIOTCS KJIIFOUEBBIMU I IPEAOTBPALLICHUS OKUPECHUS U
CBSI3aHHBIX OCJIOKHEHHI.

[Tocne mnpoBedaeHUs] AMArHOCTUKM W HAYalbHBIX JTANoOB JICUCHUSA
OTHCAaHHBIC HAMU TAIMEHTHl ObUIM BBIMMCAHBI TOJI HAOJIOJCHHE TeauaTpa,
HEBPOJIOTA, 3HAOKPUHOJIOTA IO MECTY JKHUTEIbCTBA B YAOBJICTBOPUTEIBHOM
COCTOSIHUM. BecoBble KpHBBIC TOJIOKHUTENbHBIE. PomuTensiMm ObIIM  JaHBI
PEKOMEHIAIMY TI0 JaJIbHEHUIIIeMy MUTAHUIO B 00pa3y ku3Hu. KopmiieHue mpu
BBITUCKE  CaMOCTOSITEIbHOE 1O  (DU3MOJIOTMUECKOW  TOTPeOHOCTH,
aJanTUPOBAHHON MOJIOYHOU CMEChIO, U3 OYTHUIOYKH.

CUHJIPOM HOS-JJAKCOBOM
Cunapom Hos-JlakcoBoit (MKB-10: Q87.8 «/lpyrue yTouHEHHBIE
BPO’K/ICHHBIE AHOMAJIUU [IOPOKU Pa3BUTHSA|, BOBJIEKAIOIINE MHOKECTBEHHBIE
cucteMsbl, Neu-Laxova syndrome 1- OMIM #606879, Neu-Laxova syndrome 2-
OMIM #6109367») — KkpaiiHe peaKo BCTpeyaeMoe reHeTHYeCKOe 3a00IeBaHueE C
BBICOKMUM YpPOBHEM IUIOAOBOM M JETCKOM CMEPTHOCTU. 3abojieBaHUE
HacleyeTcss MO AayTOCOMHO-PELECCUBHOMY THILY M  XapaKTEepU3YyeTCs
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3aJIep)KKOM  pocTa IUIOAAa W HOBOPOXKJAEHHOTO, HXTHO3U(DOPMHBIMHU
U3MEHEHUSIMU K0k 1 MBIIP, 4TO ¥ IpUBOIUT K paHHEMY JIETAJTbHOMY UCXOLY.
3a0oneBaHue BXOJUT B  TPYIIY  CEpPUH-IEPUIMTHBIX  PACCTPOICTB,
acCOLMHUPOBAHHBIX ¢ HapyueHusmu B renax PHGDH, PSATI u PSPH. Bcero B
auTeparype BcTpeuaetcs: onucanue 91 pedenka ¢ cunapomom Hos-JlakcoBoi.
Cunnpom Hos-JIakcoBOil MOXET OBITh CBSI3aH C MYTallUsIMA B HECKOJIBKUX
reHax, koaupymomux pepmentsl L-cepunoBoro mytu: ren PHGDH xoaupyet
dochormuneparneruaporenasy, PSATI1-dpochocepunamunorpanchepasy 1, u
PSPH-docdhocepundocdarazy. [Ipu 3Tom B pamkax 3a0oneBaHus BbIACICHO 2
noaTuma 3aboneBanus: cuaapoM Neu-Laxova 1, acconmupoBaHHBIN ¢ MyTaIuei
B PHGDH, u cungpom Neu-Laxova 2, cBsizaHHbIl ¢ HapyuieHusmMu B PSATI.
TsokecTp TedueHMs 3a00JIeBaHUSI 3aBUCUT OT OCTaTOYHOM AKTHBHOCTH
(epMEHTAaTUBHBIX CUCTEM. BeneICTBUE HAPYILIEHHOTO CHHTE3a C(PUHT OIUIHUI0B
U 1EepaMUJOB MPOUCXOJUT HAPYIIEHUE KOXKHOTrO Oapbhepa, KOMIIOHEHTOB
HEPBHOU CUCTEMBI.

[IposiBnenus: cunapoma Hos-JlakcoBoit 00001IeHBI 1MOJ] TEPMUHOM
«HEUPO-OKYJIO-3KTOAepMaibHas Juciuiaszus». Tsokensle aHoManuu LHC
CUMTAIOTCS «0Os3aTebHBIMUY MposiBIeHUsIMUA. Cpenu mnopaxkenuit [[HC
HamOoJiee YacTo BCTpeYaroTcsd MUKpoledanusi, TUIMOIUIa3usi MO3KEUKa,
mucceHnedanus, THUMNOIJIA3Us WM  areHe3us  MO30JUCTOro  Tella |
BEeTpUKyJioMeranusa. Takxke s manueHToB ¢ cuHApoMoM Hos-JlakcoBoii
OMKCaH XapaKTEPHbIN JMLEBON NU3MOP(PHU3M, BKIIOYAOIINN OMYIIEHHBIN JI00,
MPOITO3, TUIIEPTEIOPU3M, MUKPOTHATHIO, OTKPBITBHII POT C TOJCTHIMH T'yOamu.
Haunbonee yacto mNOMUMO BBIIICONMCAHHBIX NPHU3HAKOB B JIUTEPATYpE
0003HAaYEHbI APTPOrPUIIO3, CTUOAIOIINE KOHTPAKTYPhl KOHEUYHOCTEH, UXTHO3 U
BIIC. Ilporno3 mpu cunapome Hosi-JlakcoBoilt HeOnaronpustHbid. JleTn
YMHUPAKOT B TEYEHUE IEPBBIX YACOB U MECALEB KU3HU OT MPOrPECCUPOBAHUSA
MH(DEKITMOHHOTO Tpoiiecca Ha (POHE MOTHOPTAHHOTO MOPAKECHHUS.

KIIMHUYECKOE HABJIFO/[EHUE

Manpuuk b. or mMarepu 33-x ner or 2-ii GepeMEHHOCTH, 1-X POJOB,
npenpiayias 0epeMeHHOCTh 3aBEPIINIACH CAMOIIPOU3BOJIBHBIM BBIKUIBIIIEM.
Ha 2-M ckpuHuHre ObUIa BBISBIICHA 33Jep>KKa pOCTa IJI0/1a, MATOJIOTUs 3a/IHEH
YEepernHon SIMKH: TUIOIIIa3usl MO3KeuKa, areHe3us MO30JIMCTOro Tena. bbui
MOJIy4EeH OTKa3 Ha IpoBeleHue aMmHuoleHTe3a. Ha cpoke 35 Henenb recrauuu
no pesyiabrataM Y3U BbBISABIEHBI 3XO-TIPU3HAKU MATOJOTUU 3PUTEIBHOTO
AHAIU3aTOpa, TEHEPAIM30BAHHBIA OTEK IMOJKOKHO-KHUPOBOM KIIETYATKH,
MUKpONeHUC. Marb  OJIM3KOpOACTBEHHBIM  Opak  orpuuana. Pojsl
caMonpou3BOJIbHBIE HA 4 1-i1 Henene rectauuu. Macca tena npu poxkjaeHauu 1920
T, IJIMHA Tena 42 cM, OKPY>KHOCTh roi0BbI — 30 cM, OKPY>KHOCTh rpyau —30 cMm,
olleHKa o mkane Amrap 6/7 Gamnos. I[lokazarenn (usmueckoro pa3BUTHS
HoBOpoxaAeHHOro no mkagaM INTERGROWTH-21 coorBeTcTBOBanu KpaiiHe
HU3KUM i1 cpoka recrauuu. llpy nampnanuy ONpenersuiuch 3aKpbIThIE
POIHUYKH, TE€HEPATM30BAHHBIA OTEK IMOJKOKHO-)XHUPOBOM KJIETYATKH, cyXas
KOXa, SKTPOMHOH, OTKPBITHIA «PBIOHI» POT U HECMbIKaeMble Beku (puc. 14).
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IIpr3HaKku HECOCTOATENBHOCTH ABIXaHWsI, BBICOKMH YPOBEHb CTUIMAaTH3aLUN
notpeboBanu HabmoaeHuss B OPUTH. I1pu noctymnenun 8 OPUTH coctosinue
PACLEHEHO KaK TSHKEJIOE 3a CUET BBIPAKEHHOW MAJIOBECHOCTH, JIBIXATEIbHOMN
HEJJOCTATOYHOCTH 2 CTENEHH, HEBPOJIOTMYECKOW CHUMIOTOMAaTUKH B BHUJIE
cuHIpoma yrHeTeHus, nxruosa. [lo pesyneratam HCI' noaTeepxkaeH cuHApoM
Henau-Yokepa, npu3Haku aTpoduu BeliecTBa rojgoBHOro mosra. [lo qaHHbIM
Ox0KI" ormeuanoch coxpanenue ¢eraibHbix kKommyHukaui — JIMIIII 4,5 mm
u OAIl 2 mm. Ilo manueiM Y3U rnazHoro s610ka ONUCHIBATINCH MPU3HAKU
BPOKJCHHBIX MIOPOKOB TJ1a3 — MUKPO(TaIbMHUS, TBYCTOPOHHSSA KaTapakTa.
Domoepaghuu coenanvl u onyoOIUKOBAHBL C pA3PEULeHUs pOOUmeell

o
Pucynox 14 — Xapaxrepnsiii heHoTun pedenka ¢ curaapomom Hosi-JlakcoBoi:
MUKpouedanus, apTpOrpUIIo3, UXTHO3, «PbIOUH POT», OTKPBITHIE BEKH

C poxneHus B oOLIEM aHaIU3€ KPOBH OTMEYAJCsl MaHIUTONEHUYECKUI
CUHAPOM,  MOTPEOOBABIIMI  HAa3HAYEHHUS  CTHUMYJSTOPOB  TE€MOII033a
(punrpactum 10 MKr/kr/cyTt). BolpakeHHBI MaHIUTONEHUYECKUH CHHIIPOM
00yCJIOBHJI HOBTOPHBIE TEMOTPaHC(Y3UH SPUTPOLIUTAPHON B3BECH, ahepe3HOro
JEUKOUUTPEAYLIUPOBAHHOTO TPOMOOIIUTAPHOTO KOHIIEHTpaTa u
CBEXK€3aMOPOKEHHOM TIJIA3MBlI.

YuuteiBass ~ ocoOeHHOCTHM  (PeHOTWIIa,  BKIIOYAIOMIETO  TOJIOBY
MUKpoIedanbHON (POPMBI, 3aKPHITHIE K MOMEHTY POKICHUS POIHUYKH, «PHIOUT
pOT», TOTUYECKOE HEOO, TUMOIIa3UI0 HOCOBBIX XpsIIled, BBIHYKIECHHYIO MO3Y,
IIOJIYOTKPBITHIE TJIa3a, IOMYTHEHHE XPyCTajaukKa, UXTHO3 U Hanmuue MBIIP,
peOCHOK KOHCYJIBTHUPOBAH T'€HETHKOM. JlaHbl pEeKOMEHIalMu O MPOBEACHUU
KApUOTUIIMPOBAHMS U MOJHO3K30MHOTO ceKkBeHHpoBaHus. Kapuorun — 46,XVY.
[Ipu MOTHO’K30MHOM CEKBEHMPOBAHUU BBISIBJIEH MAaTOTEHHBIN BapUaHT B T€HE
PSATI (c.296C>T, p.Ala99Val). V peOenka mnoATBEpkKACH KIMHUYECKU
nojio3peBaeMbiil cuHapoM Neu-Laxova.

B Tteuenue Bcero mnepuona HAOMIOJEHUS Yy peOCHKAa OTMEYaIOCh
peuuanuBUpYyIollee TedeHue MHPEKIMOHHOro npouecca (muesmonus, HOK) c
NOBTOPHBIM PAa3BUTHEM NAHUUTOINECHHUH. [[alMeHT BbhIXaX)UBAJICA B KyBE3€ MO/
TIIATENbHBIM MOHUTOPHUHIOM JKM3HEHHBIX IIOKa3aTelied C BIAXKHOCTHIO B

61



3aKpBITON peaHuMalMOHHOMU cucteMe 60%, NXTHO3U(POPMHBIE U3MEHEHUS KOXKHU
TpeOOBaIM PETyJIApHON O0O0pabOTKH SMOJICHTaMH, MH(EKUIHUOHHBIN MpoIlece
TpeOOBaJl MHOTOKPATHOM CMEHbl aHTUOAKTEPUATBHBIX U MPOTUBOIPUOKOBBIX
penapaTos.

TskecTs cocTosiHMS Obula  OOYCIIOBJIEHA  BOJHO-3JIEKTPOJMTHBIMU
HapyUICHUSIMUA, CTPECCOBOM THUIEpIrIIMKeMuer (ypoBeHb TIJIIOKO3bl J0 11
MMOJIB/JI), TATOJIOTMYECKOM HEBPOJOTUYECKOW CHUMITOMATUKOW, TSXKEIOU
OeKOBO-3HEPreTUYEeCKO HeA0CTaTOUHOCThI0. B Bo3pacte 3 mecsma 19 gneit,
npu HoBoM »nm3oAe HOK cMepTs HacTynmuia BCIIEICTBHE CTPEMHUTEIBHOIO
HapacTaHUsl MOJIMOPTaHHOM HENOCTaTOYHOCTH. HecMOTpsi Ha BeChb KOMILIEKC
peaHUMAaIMOHHBIX MEPONPUITUH, Yy peOeHKa KOHCTaTUpOBaHa OMOJIOrnYecKas
CMEPTH.

JHUATHO3

Cungpom Hos-JlakcoBoii. JluarHo3 TOATBEPXKIEH MOJEKYJISIPHO-
T€HETUYECKUMHU METOJJAMH.

HUDODEPEHIUAJIBHAA JJTUAT'HOCTHUKA

deHoTUnMYEcKas Ccxoxectb cunapoma Hos-JlakcoBoit ¢ apyrumu
TeHETUYECKUMHU 3a00JIeBaHUAMH TpeOyeT TMPOBEIECHUS JIUarHOCTHYECKOTO
noucka. Cunapom Hos-JlakcoBoit (OMIM #606879, #610936) Heobxoamumo
muddepennpoBaTh ¢ cuHIpoMoM Yokepa-BapOoypra (OMIM #236670),
cuagpomom Cmura-Jlemnu-Onuia (OMIM #270400), cunapomom Musiepa-
Hukepa (OMIM #247200).

Xapakrepnple gns  cuHapoma  Hos-JlakcoBorr  mopoxkm  IMHC,
UXTUO3U(POPMHBIE HM3MEHEHUS KOXKHOTO TOKpOoBa TpeOyIOT NPOBEACHUS
muddepeHanbHOl  IUArHOCTUKKA TakXKe C  M30JMPOBAHHBIM TEUCHHEM
cunapoMa Jlenau-Yokepa, ¢ mposiBIeHUsIMU LuimonaTtuil (cuaapom XKyoep) u
UXTHO30M KaK CaMOCTOSITEIbHOTO 3a00JI€BaHU.

ObCYK/[EHUE

Cunnmpom Hos-JlakcoBoit — 3710 (deranpHas QopmMa CEpPUHOBBIX
paccTpoicTB, cBs3aHHas c pasButueM MBIIP. VYV ommcanHoro pebenka
MIPOCIICKUBAJICS XapaKTEPHBIN IS CHHAPOMa (EHOTHI, BKIFOYAIOIINI TOJIOBY
MukporeanbHol  (OpMBI, 3aKpBIThIE POJHUYKHA, TOTHYECKOe HEOOo,
BBIHYKJICHHYIO 103y, MOJYOTKPBIThIE IJla3a, MOMyTHEHHE XpycTtanuka. [Ipu
MHCTPYMEHTaNbHON nuarHoctuke BbisiBIeHbI MBIIP: artpodus Bemectsa
roJIoBHOro mosra, cungapom Jlenau-Yoxkepa, IMIIIT u OAIL. B Tabnume 6
NpPUBEJICHA CpPaBHUTENbHAS  XapaKTEPUCTUKA  KIMHUYECKOW  KapTUHBI,
OTNMCAaHHOM B JIMTEPATYPHBIX UCTOYHUKAX U Yy TaliueHTa b.

Tabnuna 6. CpaBHHUTENbHAS XapaKTEPUCTUKA KIMHUYECKOW KapTHHBI,
ONMCAHHOW B IUTEPATYPHBIX UCTOUYHUKAX U y ManueHTa b.
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XapakTepuCcTHKH Jlureparypa Manbuuk b.
CpoOK MOCTaHOBKH JIMarHo3a 1241 uenens 21 menens

Kapuotun B GonpmmHCTBE B HOpMa 46, XY

I'enbr PHGDH, PSATI u PSPH PSATI
3azepxka pocrta 1mioaa 87% +
Muxkponedanus 85% +
[Topoku pa3BUTHS MO3KEUKa 36% +
MuxkporuaTtus 68% +
IIponto3 56% +
I'uneprenopusm 49% +
ATporpuros 80% +
CunpakTuams 48% -
NxTno3 53% +

[TpuHMnuansHeIM pu 00CyxkaAeHUN cuHapoMa Host-JIakcoBoii siBnsieTcs
BO3MOKHOCTh aHTEHATAIbHON TNarHOCTUKHU. OTIMYNATEIbHBIE YEPTHI CUHAPOMA
OMPENENSIOTCA YK€ BO BpeMsl BTOPOrO CKPUHUHTA. Y OINHMCAHHOTO peOeHKa
MBIIP IHHC wu cepamna Obutn oOHapyxkeHbl Ha 20-i1 Hemene. C 1enbio
aHTEHATaJIbHOW IMATHOCTUKU ObUT MPEJJIOKEH AMHHUOLIEHTE3, OJIHAKO MOJIyYEH
OTKa3 MaTepy Ha BMEMIATENBCTBO.

[IpenatanpHass pguarHocthka cunapoma Hos-JIakcoBon mo3BoIsIET
Ha3HAYUTh TApPreTHYIO TEPAIMI0 NEPOPAIbHBIMU IIpenapaTaMyd CEpUHA I
MaTepu BO BpeMsi bepeMeHHOCTH. [Ipr OTCYyTCTBUM paHHETO cTapTa TapreTHOu
TepalMu TMPOrHO3 y Jere ¢ cuHgpomoM Hos-JlakcoBor — kpaiiHe
HeOnaronpusaTHb. Y Manpuuka b. B 3 wmecsama 19 ngueit B pesynbrare
MPOrpeccupoBanrs WH(GEKIMOHHOTO TMpolecca Ha (OHE MHOTOOPTaHHOTO
NopaxxeHusi,  OOYCIOBJIEHHOTO  TI'€HETUYECKOM  MPHUPOAOH  OCHOBHOIO
3a00J1eBaHNUs1, HACTYIIWJI JIETAJIbHBIA UCXOJ.

CUHAPOM BOJIb®A-XUPHIXOPHA
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Cunnmpom Bombda-Xupmxopua (MKb-10: Q93.3, Wolf-Hirschhorn
syndrome, WHS, 4p-cunapom) Hapsay ¢ cuaapomom du JIKOpIKH OTHOCUTCS
K CHUHIpPOMAaM CMEXHBIX T€HOB U AacCCOLMUPOBAH C YaCTUYHOM Jelenueu
IUCTAJIbHOTO CErMEHTa KOPOTKOTO IUIeYa XPOMOCOMBI 4, BCTpEYArOLICHCS
npumepHo y 1 u3 20 000— 50 000 HoBopokaeHHBIX. [Ipu 3TOM paszmep aeneuun
KOPpPETUPYET C TSHKECThIO TeueHusl 3a0oseBanus. OCHOBHBIE MPOSBICHUS TIPU
cunapomMe Bonbda-XupiixopHa cBsi3aHbl C TalNIOHEAOCTATOYHOCTBIO TPYIIIBI
reHoB, cpeau kotopeix: WHSCI, WHSC2, LETM 1, FGFR3, FGFRLI, TACC3,
CTBPI, CPLXI, PIGG, MSXI, 4Tt0 TpUBOAUT K Ipe- U IOCTHATAIBLHOU
3aaepxkke pocta, MBIIP, yMCTBEHHOM OTCTAIOCTH, SMUIIETICUU U XapAKTEPHOMY
JUUEBOMY AHCMOp(U3MYy B BUIE «IIJIEMAa IPEUYECKOro BOMHA». YemoCTHO-
JUUEBOM AUCMOP(U3M BKIIOYAET IIMPOKYIO MEPEHOCHILY, BBICOKYIO JIMHUIO
pocTa BOJIOC, BBICTYMAIOUIYIO TJa0eiuTy, U30THYTble OpOBU, THIIEPTEIIOPU3M,
SMUKAHT, KOPOTKUH (UIBTP, MHUKPOTHATHIO, POT C OMNYIICHHBIMA BHU3
yronkamu. Cpenu BIIP Bcrpewatrorcs BIIC, mopoku MOYEnosioBOW CHCTEM,
aHoMmanuu ckeneta u [IIHC, uMMyHHBIE HapylICHUSI.

[enpto nmedyenust nereit ¢ cuuapoMoM Bombda-XupiixopHa sBisercs
xupypruueckas koppekuuss BIIP, a Taxke KoHTposib (yHKIMI cepaedHO-
COCYAMCTOM CUCTEMbI U MOUYEBBLICIUTEIILHOIO TpakTa. Beaeacrteue 3aaepxxku
IICUXOMOTOPHOTO DPa3BUTHUS U COIYTCTBYIOIIEH OIWICICUM NALMUEHTBl C
cuHapoMoM Bonbda-XupixopHa HYKJAOTCS B MOCTOSIHHOM HaOJIOACHUH
HEBPOJIOTA W TEPANUU MPOTUBOCYAOPOKHBIMHU Ipenaparamu. Hapymienue
IJIOTAHUS U MATOJIOTHSI CTPOCHMS OpraHa cliyXa B COBOKYITHOCTH C Je(eKTaMu
MMMYHHOM CHUCTEMBI JelaloT TaKuX JeTed TMOJABEPKEHHBIMU HHGEKIUIM
pECUpaTOpHOro TPaKTa, KOTOPbIE TPEOYIOT AOMOJHHUTEILHOIO HAa3HAYEHUS
aHTUOAKTEepUAIbHON TEparuu.

KJIMHUYECKUH CIIVYAH.

Manpurk C., OT MaTe€pH € OTATOIICHHBIM aKyIIEPCKO-THHEKOIOTNYECKUM
aHaMHe30M (IIPOBEJCHME JIAIAPOCKONMM 110 TOBOJY pa3/lelieHUs CIIaeK,
IByporasi MaTka) OT 1-ii OepeMEeHHOCTH, OCJOKHUBIICUCS YMEPEHHOM
npeskiamicueii. Ha 17-if  Hemene OepeMeHHOCTH Yy IuioAa  ObUIM
nuarHoctupoBanbl MBIIP: nByxcTopoHHSS paciienuHa TyObl, albBEOJISIPHBIX
OTPOCTKOB M TBEpAOro HeOa, MYJIbTHUKUCTO3HAs JUCIUIa3us MPABOM MOYKH,
Mmerayperep cieBa. Poawl 1-e sKCTpeHHBIE oOmnepaTtuBHbE Ha 37-i1 Hexene
recTalii B CBA3M C HAJIWYUEM BHYTPUYTPOOHOTO AMCTpecca IUIoja, IpH
aMHHOTOMHH — BBIP@XXEHHOE MasioBoue. Macca tena npu poxaenuu — 2100 T,
nHa — 47 M, OKPYKHOCTB TOJIOBBI — 34 cM, rpyau — 29 cM, no mkane Anrap
— 6/7. Ilo tadbmunam INTERGROWTH-21 noka3arens Macchl Tela HUXE 3
nepueHTWIs. COCTOSIHUE NpU POXKACHUM TSKEIO€ 3a CYET JbIXaTeIbHOU
HepocratroyHoct  III cremeHnm ®W = reMoAMHAMUYECKUMX — HapyLICHWH,
TpeOOBABIIMX PECOUPATOPHON M KapAHMOTOHUUECKON noaaepKku. C poxIeHus
oOpamarin Ha ceOs BHMMaHHWE MHOXKECTBEHHBIE CTUTMBI JHCIMOpPHOTEHE3a,
JIUIeBOM AucMopdu3M: KpailHe Tspkenas nedopmaius Hoca € MPUBECKOM
HOCOBOTO XpSIIa, OTCYTCTBHE OpOBEW, PECHHULI, BOJIOC, Jaro(pTaibM, HU3KO
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MTOCaXEHHBIE YIIIH C HEJOPA3BUTHIM XPSAILIOM BEPXHEI0O Kpas YIIHOW PaKOBHHBI,
CUH/IaKTWJIMU TNaJIbLIeB HOT (Ha mpaBoi — 3 masbua). C 1enplo JaibHenero
JedeHuss W oOcnmemoBaHus pebeHok  Obul  mepeBeneH B OPUTH
MHOTONPOpMIbHON AeTcKON 6osbHULBL. [Ipy mocTymiieHnn cocTosiHue KpaHe
TSDKEI0€, OTMEYalach TOTAJIBbHAs THUIIEPEMHsI KOXKHOTO IIOKpOBa C €TI0
UCTOHYEHHEM M HAJIU4YMEM B OO0JACTH BEPXHMX M HWKHHMX KOHEYHOCTEH
HEOONBIINX BOJIABIPEN, Ha TOJOBE — KamWUIApHOE KpoBouziusHue. I[lpu
ocMoTpe oOHapyxkeH BIIP HapyXHBIX MOJOBBIX OpraHoB — runocnaaus. B
KpOBHU — BocmanuTenbHble n3MeHeHus (ypoBeHb [IKT— 12,8 ur/mmu, ypoBeHb
CPb 19 mr/m), TpomboruTonieHus (kKoamaecTBo TpoMoonuToB 146,2*1079/m) u
anemus (ypoBeHb remorjo0Ouna 81,1 r/m), apryMeHTHUpPOBABIINE HKCTPEHHBIN
CTapT AHTUMUKPOOHOU TEpaIny, IIPOBEJICHUE TpaHcy3uu
CBEKE3aMOPOKEHHOM TJ1a3Mbl U SpUTPOLIUTAPHOIN B3BECH.

[Tpu npoBenenuun Y3U 6110 NOATBEPKACHO HATMYNUE MYJIBTUKHUCTO3HOMN
HOYKU crhpaBa U ypereporuaponedpos3a cnesa. [lo manneiv HCI' Obuin
BBISIBJIICHBI HeAOCTaTO4YHas AUQPQPEpeHUrpoBKa pUCYHKa OOpO31 U W3BUIMH
BcienCcTBUE MOP(GOPYHKIIMOHATBHON HE3PENIOCTH, a TaKXKE T'MIOKCHYECKHU-
UIIEMUYECKHE U3MEHEHHSI B IEPUBEHTPUKYJSIPHBIX 30HaX. Ha peHTrenorpamme
OpraHOB TPYOHOW KIETKM OTMEYaJloCh OOOTalleHHEe U BBIPAKEHHOCTh
JIErOYHOTO PHUCYHKA B HM)KHE-MEIHMAIBHBIX OTJIEJaX, YTO COOTBETCTBOBAJIO
KapTUHE BPOKJIEHHON THEBMOHUHU.

MHoOXeCTBEHHBIE CTUTMbI JUcMOpdoreHesa, cnerupuyecKuid JTueBon
musmopdusm, BIIP  MouenosnoBoil cuctemMbl MOTPeOOBATM MPOBENCHUS
KOHCYJIbTAllMM TE€HETHKa, KOTOPhIM OBbLI 3amojio3peH cuHjapom Bombda-
XHpLIXOpHA.

CocrostHue pebeHka Ha BCEM MPOTSHKEHUH TOCHUTAIN3AIUU OCTABAJIOCh
TspKeNbIM 3a cueT MBIIP, BpoxxieHHOM ABYCTOPOHHEN THEBMOHUH Y aHOMAJIMU
KOXHM 10 THIy 3nuaepMonn3a. OTMedalinch MHOTOYHCIIEHHBIE YYacTKH
JECKBaMaly 3MUIEPMHUCA € IKCCYAalMeN Ha CIIMHE, SITOAULAX, TPOMEKHOCTH,
IIOZOIIBEHHON NIOBEPXHOCTH CTOI M JIAAOHHOM TIOBEPXHOCTH KHUCTEH C
HayaJIbHOW CTaJWEd OTTOPKEHHS HOTITEBBIX IUIACTHHOK, MO TMOBOJY YEro
MIPOBOJIUJIACH PETYIsIpHAs 00pabOTKa KOXKHBIX JEPEKTOB 3KHUBISIONIUMU H
OUMINAKOIIMMU TelsiMu M neHkamu. [lopaxkeHue mnodeKk COMpOBOKIAIOChH
NOBBIIIEHHEM YPOBHS MouYeBUHBI (42 MMounb/n) u kpeatununa (331,2
MKMonw/), npotenHypueid 1o 1 r/n. Ilo pesynbraTaM MMMYHOJIOTHYECKOTO
uccinenoBanusi BeIsiBlieH nedurut IgA (<0,05 r/m) u IgM (0,12 r/m).
['unonpotennemust (ypoBeHb obOmiero Oenka 29,8 r/1), rumnoanbOyMUHEMHS
(ypoBenb anbOymuHa 18 T1/1) B pe3ynbrare TpPaHCKYTAHHBIX MOTEPb
apryMEHTHPOBAJIM  TOBTOpHble  MHQY3uu  anbOymuHa. HaOmropanuce
AIIEKTPOJIUTHBIE U META0OIMYECKUE HAPYIIEHUSI B paMKaX MAacCHUBHOM MOTEpU
KUAKOCTH C DKCCYAATOM C KOXKHBIX 3PO3UMH M TEYEHHS BOCIAIUTEIBHOTO
nporecca (Hatpuii — 173 MMons/n, xkamuit — 6,2 MMounb/n, nakratr — 13
MMons/n, pH — 7,287), xotopsie TpebOoBanmu HHQPY3UH TIFOKO30-COJICBBIX
pPacTBOPOB U PacTBOpPa rMAPOKAPOOHATA HATPUS.
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[To pe3ynpraraM XpOMOCOMHOTO MHUKPOMAaTpUYHOIO aHAJIW3a BbISBIEHA
Jeers KOpOTKoro mieda (p) 4 XxpoMocoMsl ¢ no3uiiuu 68 345 1o nmozuruu 22
787 955, 3axBarbiBaroiias peruonsl 4pl6.1 — 16.3. Pazmep: 22 856 300 map
Hykieotus1oB. C qucbaiancoM accouuupoBaH cuHAapoM Bonbda-XuprixopHa
(OMIM #194190).

[locne TMONBITKM OTMEHBI PECIHUPATOPHON H  KAPAUOTOHUYECKOU
MOJJICP)KKU B BO3pacTe 8 CyTOK ku3HM y pedbenka ¢ MBIIP u anomanusmu
Pa3BUTHS C MOJUOPraHHOW HEAOCTATOYHOCTHIO MPOU30LLIA AECTAOMIN3aLMs
COCTOSIHHSI C PAa3BUTHEM TMIIOTOHMHM W OpaguKapAuu BILIOTh J0 ACHUCTOJIHH.
[IpoBoauMbIe B MOJHOM 00bEME pPEaHMMAIMOHHBIE MEPOIPHUITHS OKa3aJIiCh
Oe3ycrielHbl. bblja KOHCTaTUpOBaHa OMOJIOTHYECKAsS CMEPTh.

JHUATHO3

Cunnpom Bonbda-XupuxopHa.
JTUDDEPEHI[HAJIFHBIN JUATHO3

MynbTUCcHCTEMHOE TOpakeHHWe TMpu cuHapome Bonbda-XupmxopHa
TpeOyeT npoBeAcHUs AUPPepeHInanbHO TUarHOCTHIYECKOTO MIOMCKA C APYTUMHU
reHeTH4YecKuMu aHoManusiMu. [lpum  aumarHoctuke cuHiapoma Bonbda-
XupHixopHa HEOOXOJAMMO HCKIIOUEHHE JIpYTuX 3a00JeBaHMM, TaKkKe
CBSI3aHHBIX C MOTEpEld y4yacTKa XPOMOCOMBI, BKJItOYasi CUHApPOM BuibsiMca
(OMIM #194050), cunnpom komraubero kpuka (OMIM #123450) u cunnpom
Anrensmana (OMIM #1105830), a Takke ¢ aHOMaJIUSIMH XPOMOCOMBI 4,
HanpuMep ¢ MPOKCUMATbHBIMU UHTEPCTULIMAIBHBIMU JICJICIIUSMU.
ObCY)K/IEHUE

Cunnpom Bonba-Xupuixopna, IIOMHUMO y3HaBaeMOro
KpaHuodaluaibHoro peHoTuna, Bkitroyaet mupokuit criektp BITP u anomanmii
Pa3BUTHS Pa3IUYHBIX CUCTEM OpraHoB. IIpu 3TOM 3azepikka TEMIIOB pocTa U
OTCTAaBAaHHE AHTPONOMETPUYECKUX [OKa3aTeliel SABJISIIOTCS  TUIUYHBIM
IPOSIBJICHUEM CHHApPOMA M, KaK M JIUIEBOW JIUCMOPGU3M, OTHOCITCS K
MUHUMAJILHO HEOOXOAMMBIM CUMIITOMAM JJII AMATHOCTUKU IAHHOTO CHHIPOMA.
[ToMrMO XxapakTepHbIX YEpPT B BHJE «IUIeMa rpeyeckoro BouHa», B 80%
CJIy4aeB BCTPEYAIOTCS] AaHOMAJIHMHM YIIHOW PAaKOBHUHBI WM HU3KO MOCAaKEHHBIC
yiu, B 30% — 0THOCTOPOHHSIS MIJIH IBYCTOPOHHSISI paciiesinHa ryOobl /1 Heba.
BIIP nouek B BHJie UX AUCIUIA3UM U TUINOIUIa3uK BhIBISIIOTCS B 40% ciiyuaes,
BIIC — B 50%, a nedexTbl UMMYHHOM cucTeMbl — B 67%.

Crneunduyeckuil 4YeTIOCTHO-JIMLEBOW AUCMOP(GU3M, Majblii K CpPOKY
recTalid BeC, THUIOTOHHUS TMO3BOJSIOT 3aMOJ03pUTh JIMAarHO3 YK€ B
HEOHATAIbHOM TME€PUOJIE M C TOMOUIbI0 MOJEKYJISIPHO-T€HETHYECKOTO
UCCJIeIOBAHUS IOATBEPAUTH €TO0.

B nmanpHeitimem y mnanueHToB ¢ cuHApoMoM Bomibda-XupmxopHa
pa3BHUBaeTCA OTCTaBaHHE B (PU3MUECKOM U TNCUXOMOTOPHOM pa3BUTHUU U C
gactotod  93% — osnuientuyeckue mpuNanku. BapualOenbHOCTH U
MYJbTUCUCTEMHOCTh MPOSABICHUN CUHApOMa TpeOyeT KOMILJIEKCHOTO U
MEXIUCUUIUTMHAPHOTO MOAXO0/A K JICYEHUIO TAKUX MMallUEHTOB

B npuBeeHHOM KIMHUYECKOM Cly4yae 3aroj03puTh cHHIpoM Bombda-
XupuxopHa y peOeHKa MO3BOJIWIM Majlas K CPOKY IecTallMd mMacca M JJIMHA
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TeNa, XapakTepHbIN nuieBoi qucmopdusm u Hannuue MBIIP MouenonoBoit u
KOCTHOW cucteM. [lpu 3TOM BpOXKIECHHAs aHOMAJIUS KOXU 10 THILY
SNUAEPMOJIN3a HE XapakTepHa s cuHjapoma Bonbda-XuprixopHa, 4ro
noTpeOOBaNIO JIOMOJHUTEILHOTO Ha3HAYCHUS HAapYyKHOW U HMH(PY3UOHHOU
TEepanuy U 3HAYUTEIbHO OCJIOXKHUIIO TeueHue 3a0osieBaHus. TpaHCKyTaHHBIE
NOTEepU KUAKOCTH, MHUKPOAIJIEMEHTOB U Oelika uepe3 APO3UBHBbIE Je(EKThI
OpUBEIM K JecTaOWUIu3alui METa0OJUYECKOTO M JJIEKTPOJIMTHOIO CTaTyca
pebeHKa, 4TO B COBOKYITHOCTH C MOJHMOPTaHHON HEIOCTATOYHOCTHIO Ha (OHE
TeueHus nHpeKkmoHHoro nporecca 1 MBIIP npuBerno k neTarsHOMY HCXOMY.

['eHeTnueckass MATOJIOTHsSI BHOCUT 3HAYUTENIbHBIA BKJIAI B CTPYKTYpPY
MJIQJICHYECKOM CMEPTHOCTM UM TpedyeT 0co00i HACTOPOKEHHOCTH B
KJIIMHWYECKOU MpakTHke. JIeueHre u HaOoeHUe TaKUX JIETEeN OCYILECTBIIAETCS
KOMaHJOW, BKIIIOYAIOIIEHW MHOKECTBO CIIELIUAIUCTOB, C LEJBI0 YIYYIICHUS
KauyeCTBA KU3HM U ITPOTHO3A.

TSIKEJIBIA IOT'PAHUYHBIN BYJUIE3HBINM IIUAEPMO.JIN3
THUIIA XEPJINLA

Bpoxnennsiit Oymiesnsiit anuaepmonns (MKbB-10: Q81) — reHeTtuuecku
U (eHoTHUNHuYecKH TeTeporeHHass TIpynmna COCTOSHUM U3 TPYIIbI
T€HOJIEPMAaTO30B, CBSI3aHHAs C MyTallUsIMU B F€HAX, KOAUPYIOLIUX CTPYKTYPHBIE
KOMIIOHEHThl KOKHOTO Oapbepa. OCHOBHBIE MPOSIBICHUS BPOXKIECHHOTO
OyJJIE3HOTO HBMNHUAEPMOJIU3a AaCCOLMUPOBAHBI C Je(eKTaMu Takux OeIKoB
JIEPMO-3IUAEPMAIBHOTO U UHTPASIHUIEPMAIBHOTO COCIMHEHHUS, KAK KEPATUHBI
5 u 14, necMorniakuH, mIakoGuiInH- 1, IeKTHH, HHTETpUH 0634, mamunuH 332,
kosuarensl VII m XVII tunos, kuHMIMH. B HTOre MpoMCXOAUT HapylIEHUE
LEJOCTHOCTU 3MUAECPMHUCA, YTO BEIET K XPYNKOCTH KOXH U (HOPMHUPOBAHUIO
My3bIpei Ha Pa3IMYHbBIX YPOBHIX KOKHOTO Oapbepa. B 3aBUCMMOCTH OT ypOBHS
00pa3oBaHusl IMy3bIpEil BBIIETSAIOT 4 OCHOBHBIX THIIA BPOXKICHHOTO OYJIJIE3HOTO
SNUAEPMOIN3a: TPOCTOM, MOTPaHUYHBIA, JUCTpOPHUUECKU  OyJIe3HbII
snuaepmonu3 u cuHapom Kunmnepa. [Ipu 3TOM BHYTpU OCHOBHBIX THIIOB
BBIJIEIISIOT 0K0JI0 30 KIMHUYECKUX (popM 3ab0JieBaHUs.

OnHoit w3 Haubonee HeOmaronpusTHHIX (opm 3abosieBaHUs  CO
CTPEMUTENIBHBIM ~ MPOrPECCUPOBAHUEM  SIBISIETCS TSDKEJIBIA  [MOTPaHUYHBIN
OyJUIe3HBIN AMUAEPMOJIU3, M0 paHee MPHUHATON KiIacCU(UKALUUA — TSHKEIbIN
reHEepPAIM30BAHHbIN TMOTPAHUYHBIN OYJIE3HBIH SHUAEPMOIIN3, JIETAIbHBIN
noarun Xepauna (G. Herlitz) (MKB-10: Q81.1, OMIM #226700). Tloarun
Xepiuia OTIMYAETCs MOSBICHUEM Ha KOXKE€ M CIIM3HMCTBIX 00O0JIOUKAaX YyXKe B
paHHEM HEOHATaJbHOM MEpUOJE OYIJIE3HBIX 3JIEMEHTOB C IMOCIEAYIOINUM HX
APO3UPOBAHUEM U (POPMUPOBAHUEM H3OBITOUHBIX TpaHyssALuil. JlnTenbHOE
3a)KUBJICHUE YPO3UI BEAET K UX UHPULUPOBAHUIO, XPOHUYECKOMY BOCIIAJICHUIO
u OoyseBOMy CUHApPOMY. [30bITOUHBIE TpaHyJSLUU  CIIOCOOCTBYIOT
(OpMUPOBAHUIO CTPUKTYP PECHUPATOPHOTO M MHUILEBAPUTEIBLHOTO TPAKTOB.
XapakTepHO TakXKe IOPAKECHHE MPUIATKOB KOXKHM B BHJIE AHOHUXUH,
OHUXOJUCTPO(UH, TUIIOIIIA3UN 3yOHOH IMau.
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[leapto nedeHUsT JOeTel C THKEIbIM TMOTPAHUYHBIM  OYyJIJIE3HBIM
SMUAEPMOTIU30M SIBIISIETCA TMPEJOTBPAILIEHUE BTOPUYHOTO HH(PUIIMPOBAHUS
APO3UBHBIX  Je(EeKTOB M  YCKOPEHHE Mpolecca 3aKUBICHUS  paH.
TpaHCKyTaHHBIE TOTEPU MHMKPOIIEMEHTOB W TPYAHOCTH B KOPMJICHUU
BcaeactBue ctpuktyp JKKT oOycrnaBinuBaioT KOpPpeKUuio  J1eQUIIMTOB
aZiekBaTHOM MH(Y3UMOHHOW M HYTPUTUBHOU mojasiepkkoi. IlosiBieHre HOBOTO
TeHHOMH)KEHEPHOTO MperapaTta sl JIeYEHUs AUCTPOPUUYECKOTro Oyiie3HOro
AMUIECPMOIIN3A MPUBENO K 3HAYUTEIBHOMY YJIYUIIEHUIO KaYeCTBA JKU3HU TaKUX
MAaIMEeHTOB, OJHAKO UMEHHO JISI JICTAILHOTO IMOATHIIA Xepiniia pa3paboTaHHON
TapreTHOM TEpauu HeT.

KJIMHUYECKUH CIIVYAA

JleBouka M., OT OJIM3KOPOJICTBEHHOTO Opaka, OT MATEPH C OTATOIIEHHBIM
COMaTHYECKUM (ayTOUMMYHHBIA TUPEOUUT) U aKyIIEPCKO-TUHEKOJIOTUYECKUM
aHaMHE30M (TOKCHKO03, o0ocTpeHue reprnecBupycHor uHdeknuu I tuna Bo Il
TpuMecTpe); oT 4-ii OepemeHHOCTH, 3-X poaoB (l-1 OepeMeHHOCTh —
CaMOTIPOU3BOJIbHBIN BBIKUIBIII, 2-51, 3-51 OEPEMEHHOCTH — POXKICHUE 3I0POBBIX
nereit). Ponpl Ha 41-i Hexene recTtaliuu ¢ NPUMEHEHHEM CTUMYJISAIUH
OKCcUTOIIMHOM. Macca npu poxaeann— 3470 r, imHa— 51 ¢M, olieHKa 110 1IKajie
Amrap 9/10. AnTponomeTpuueckue TOKa3zaTelu MpH OICHKE IO Tadiuiiam
INTERGROWTH-21 cooTBeTCTBOBaIM CPEIHUM TI€CTAllMOHHBIM 3HAYEHUSM.
[Ipu poxaeHuu COCTOSIHUE CPEIHEW CTENEeHM TSHKECTH, HaJudue paHbl Ha
MpaBod TOJieHH pa3MepoM 2Xx3 cM u oHuxoauctpoduit obeux pyk. C
MOJI03PEHNEM Ha BPOXKIEHHYIO T€HETUUECKYIO MaTOJOTHUIO HA 3-U CYTKHU KU3HU
pedeHok Obln nepeBedeH B OITH mHoronpoduinbHON AETCKON KIMHUYECKOM
OOJILHUIIEI.

B otrnenenuu 2-ro sTamna BeIXaXKMBaHUS 0COOOTO BHUMAaHUS 3aCTyKUBaIU
MHO>KECTBEHHBIE dPO3UU U MY3bIpU 0€3 MpHU3HAKOB MHuUIMpoBanus (puc. 15,
16). CnioHTaHHOE 00pa30BaHUE HOBBIX DJIEMEHTOB apTyMEHTHPOBAJIO OCMOTPHI
XUPYPraMu-KoOMOYCTHOJIOTaMH € O0pabOTKON KOXXHBIX Je(HEKTOB BOJHBIMH
pacTBOpaMHM  AHTUCENTHUKOB, BCKPBITHEM  MY3bIpeil W  HAJIOKEHHEM
HEaJre3WBHBIX 3KUBISIONMMX MOBS30K. Crienuduueckuii XxapakTep KOXHBIX
AJIEMEHTOB, MaHU(DeCTaINsI C POXKIICHUS, OTU3KOPOACTBEHHBIN Opak B aHAMHE3e
MO3BOJIUJIM  3alOJIO3PUTh  BPOXKJACHHBIM  Oysuie3Hbld  snuaepmonuns. [lo
pe3yJibTaTaM TOJIHOPK30MHOTO CEKBEHUPOBAHUS BBISIBJIEHA MyTalldsl B T€HE
LAMC?2, noaTBepxaaroiiasi HaJIMYME TSHKEJIOro MOTPaHUYHOTO OYIIIe3HOTO
SMUJICPMOJIN3a, B TOMO3UTOTHOM BapHUaHTE.
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Domoepaghuu npusedensvl u onyoOIUKOBAHBL C pA3PEUeHUs pOOUmenel

L x

> 48

Pucynok 15 Pucynoxk 16
Pucynox 15,16 — Dpo3uu Ha TOJIEHH, STOAUIAX, OHUXOJUCTPODUN U AaHOHUXHUH
KHCTH Y peOCHKA C TsDKEJIBIM MOTPAaHUYHBIM OYJUIE3HBIM 3IHIEPMOJIU30M THUIIA
Xepnuil.

[locTossHHOE TMOSIBIEHWE HOBBIX MY3BIPE TMPHUBEIO K OBICTPOMY
HapacTaHuio Tuiomaau 3po3uit 10 50%, pocty mapkepoB Bocnanenus (CPb—
43,6 wmr/m). Ilpm moceBe oTAeNseMOro M3 paH — mHaToreHHas ¢iopa, 4To
TpedoBaJIo Hayvasa aHTUOAKTEepUATbHOU Tepanuu. Bropuunsie
runoasbOymuHemMuss W runorammarnoOymuaemuss  (IgG 2,6 r/n)
aprYMEHTUPOBAJIM BHYTPUBEHHOE BBEJCHHE MpenapaToB ajibOymMuHa U
UMMYHOTTIOOyTMHOB. OTMedanach TMOJOXKUTEIbHAS JUHAMUKA: CHUXKCHHE
o0beMa paH ¥ BOCHAIMTEILHBIX MAaPKEPOB, UTO MO3BOJIUIIO BBIMUCATH ACBOUKY
1o/ aMOyJIaTOpHOE HAOMIOCHUE TIEANATPa, IEPMATOJIOTa 1 UMMYHOJIOTa.

B Bo3pacre 2 mecsitieB 6 aHEN — MOBTOpPHAs TOCIUTAIM3AIMS C KajJo0aMu
Ha OTKa3 OT €JIbl, THOWHOE OTAeisieMoe U3 paH. [Ipu nmoctyrniueHun cocTosiHue
TSDKEJI0€ B CBSI3U C MPU3HAKaMU MH(GEKIIMOHHOTO TOKCHKO3a M JbIXaTeIbHOU
HenocTaTouHOCTH. [1monane paneBbIx MOBEpXHOCTEN cocTaBuiua 60%.

Bricokas BocnanuTenbHass akTUBHOCTh, aHEMUS, TUIOAILOYMUHEMUS TIO
pe3yJbTaTaM aHAJIM30B KPOBU, KaHJIUJIEMHUS U CUHETHOWHASI UH(EKIUS KOXKHU
MOCTY>KWJIH TTIOKa3aHUEM JIJIs1 Ha3HAYCHUsI aHTUMUKPOOHOM Tepanuu. Jucdarus
U CTPUJIOP TO3BOJUIM 3alOJIO3PUTh CTPUKTYpPhl TOpTaHU W mnuiieBoga. M3
Pa3IMYHBIX JIOKYCOB BBIJIEISIACh MOJIMPE3UCTEHTHAs (iiopa, 4To TpedoBasio
CMEHBI CXeM aHTHOAKTEepUaILHON TEepamuu.

W3-3a  HapacTaHusi  pECHUPATOPHBIX  paccTpocTB  Ha  (poHe
TeHEPAIM30BAHHOW CHUHETHOWHOW wWH(EKnuu Obljla HavaTa JbIXaTelbHas
nogaepxkka B ycinoBusx OPUTH. IlpoBogunace Koppekius aHEMUU H
BTOpUYHOTO UMMyHonedummta. Koarynmsuuonnele HapymieHuss Ha (oHE
Cercuca B BUJI€ BHYTPUCEPJCYHOTO TPOMOO3a U TeMOPParuyeckoro CHHApoma
TpeboBayin TpaHCDy3Huil TPOMOOKOHIIEHTpAaTa M T€MOCTATUYECKOW Tepamumu.
OIIIl u cHuXeHue CUCTONMYECKOW (YHKIMU Ceplla B paMKax CHHIPOMA
NOJIMOPTaHHOM HEJIOCTaTOYHOCTH apryMEHTUPOBAIU MIPOBEIECHUE
KapJIUOTOHUYECKOU MONAEPKKU U JUYPETUUECKON TEPATIUU.

PebGenky Obu1 mpucBOeH naMaTuBHbIA ctaTyc. Ha (one Hapactanus
MOJIMOPTAaHHON HEAOCTATOYHOCTH: ABIXATENbHOM, cepieuHo-cocyauctom, OIIIT
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B Bo3pacte 6 MecsueB 28 aHEH HacTynui JeTanbHblid ucxoh. CocrosiHue
KOXKHBIX TIOKPOBOB peOCHKa Iepe/
# ‘ - |

siH

S

Pucynok 18 Pucynok 1-9

Pucynku 17, 18, 19 —Dpo3uBHOE MOpaXeHUE W OHUXOAUCTPODUU HIDKHEH
KOHEYHOCTH
30Ha 3po3un 0e3 MPU3HAKOB JMUTENM3AINN C YYACTKAMH KPOBOTOUYMBOCTH
3anumania 90 % ruioniaay TyJ0BHIIIA.
HHAT'HO3

Bpoxnennsiii  Oymie3Hblid  snuaepMonn3 Tuna Xepaull. Jluarsos
ITOATBEPKIAEH MOJIEKYJIIPHO-T€HETUYECKUMH METOaMHU.
JUDDEPEHI[UAJIbHBIN JTMATHO3

BapuabenbHOCTh KIMHMUYECKON KApTUHBI U MOJIMOPTraHOCTh MOPaKEHUs
TpeOyeTr mpoBeaeHus auddepeHnanbHO-IMarHOCTUYECKOTO TMOUCKAa MEXKIY
pa3HbBIMU THUINAMU OYJIJIE3HOTO SIMUAEPMOJIU3a 10 MOJYyYEHHUs pe3yIbTaToOB
MOJIEKYJIIPHO-T€HETUYECKOT 0 uccaeaoBanus (Tadi. 7).
Tabnuua 7. CpaBHUTENbHAS XapaKTEPUCTUKA TSHKENT0M (POpMBbI HOTPAaHUYHOTO
OyJUIE3HOTO AMUAEPMOIIN3a Y JEBOYKU M. C IpyruMHU TUTIAMHU

Tun IIpocroit | Ilorpanuynsl | Jucrpodpuye | Cungpom | JleBouka
nuaepMoIu3a/ THI M THN CKUM THUII Kunanepa M.
XapakTepucTuKH
Tun AyTOCOMHO- | AyTOCOMHO- | AYTOCOMHO- | AyTOCOMHO | AyTOCOMH
HacJie0BaHUsl | JOMHHAHTH | PELIECCUBHBIN | TOMUHAHTHBII - o-
BII; ; AQYyTOCOMHO- | PELIECCUBH | pELIECCUBH
ayTOCOMHO- pEeLIECCUBHBIN 13171 BIN
PELECCUBHBI
51
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[Iponomxenne Tabautsr 7

Len(w1) KRTS, LAMAS, COL7A1 KINDI LAMC?2
KRTI4, LAMBS,
PLEC, LAMC2,
KLHL24, COLI7Al,
DST, ITGAS®,
EXPHS, ITGBA4,
CDI51 ITGA3
IMopaxennsie | Keparun 14, JlamuHuH Komnaren VII | Kununn 1 | Jlamunaun
oeaku KepatuH 5, | 332, koJuiareH THIIA 332
MJICKTHH, XVII tuna,
sK30(punuH WHTErPUH
5, aHTUTeH a6p4, a3—
Oymne3Horo | cyobeauHuIa
nem¢purona | HMHTErpHUHA
1
YpoBeHb Wurtpasnune | Ha yposne Ha ypoBue | Cmemannsl | Ha ypoBHe
¢opmupoBanusi | pmanbHbll | lamina lucida | cocoukoBoro 171 lamina
ny3bipei CJ10s1 AEPMBI lucida
OocobennocTn ['p16KHM Menkne OtcyrcrBue | Kommounn | Beipaxenn
Mopdosorun | TOHOpHUIAMe | TOTYAECMOCO SKOPHBIX b€ TeNblla | bI€ HEKPO3,
HTOB, MBI B MJIOM ¢bubpu B JIepMe, | KapUOJIN3HU
MEJKUe KOJIMYECTBE; B CIIOUCTOCTh c,
MOJIYIECMOC psne IUIOTHOW | Kapuopekc
OMBI, JIN3HC CIIy4aeB— MJIACTUHKH, uc,
0a3ajbHBIX | HapyIIeHUE «IpoOeIb» | OYaroBbie
KEpaTUHOLM | aAre3uH Ha MaTpUKca | remopparu
TOB YpOBHE u; obmactu
OambHBIX rpaHyIsu
IIOJIFOCOB i co
0a3aabHBIX MHOKECTB
KJIIETOK oM
JIEUKOLUTO
B
ObFCYK/IEHUE

Tsxenblit morpaHuYHbINA OyIIe3HbIN AnuAepMonn3 B Poccun cocrasusier
61% OT Bcex cirydaeB BPOKJICHHOTO OyJUIE3HOTO AMUAEPMOJIN3a cpeiu AeTel 1-
ro roja >XHU3HU. JIeTAIBbHOCTH B JAHHOW TPYyNIlE YPE3BBIYAMHO BBICOKA WU
coctapisieT 41,94%. Jlannas knuHu4eckas ¢popma OyIIE3HOTO MUAECPMOIIN3a

OTIINYACTCA

MUIICBAPUTCIIBHOTO,

MHOXCECTBOM

CHUCTEMHBIX
pecrupaTopHOro,

IIPOSIBJICHUM:
MOYEBBIICIUTENBHOTO

MopakeHueM

TpaKTa,

AHCMHWYCCKHM CHHIPOMOM, 66HKOBO-3HepFeTI/I‘IeCKOﬁ HEOOCTAaTOYHOCTBIO.
I[JII/ITeJILHOCTB Hn 4YacToTa FOCHI/ITaJII/ISaI_II/Iﬁ TakKuXx OOJBHBIX O6y0J’IOBJ’IeHBI
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MOJINOPTaHHBIM MOPAKEHUEM H TSKEJBIM T€UeHHEM UH(EKIIMOHHOTO Mpoliecca
C UCXOJZIOM B CENTHYECKHUI MPOLECC U TOJUOPTaHHYI0 HEAOCTATOYHOCTb.

Crnenu¢uyeckue KOXKHbIE IMPOSBICHUS B Buie Oyl U Iy3bIpeH,
MaHU(ecTanus 3a00JI€BaHMsI C POXKACHUS MTO3BOJISIET 3al003pUTh Op(aHHYIO
NATOJIOTHUIO W3 TPYIIBI TE€HOAEPMAaTO30B, B YACTHOCTU — BPOKICHHBIN
Oymne3Hblil anuaepmonns. [Ipu 3ToM nopakeHue HOITel y HOBOPOXKIEHHBIX
ABJIIETCS IPEAUKTOPOM HEONAarompusTHOro ucxona 3abdoneBanus. OmHako
OKOHYATENIbHYI0 BepU(UKALMIO JAMAarHO3a M OIEHKY IMPOTHO3a MaIlMeHTa C
MOJI03PEHUEM Ha BPOXKIAEHHBIM OYJUIE3HBIM 3MHUIEPMOJIA3 TO3BOJSIET AATh
TOJIBKO MOJIEKYJISIPHO-T€HETUYECKOE HCCIIEOBAaHUE.

B nmpuBeneHHOM KIMHMYECKOM cllydae y peOeHKa TIeHeTHYecKas
MATOJIOTHs KOKHA MaHU(pecTUpoBaia ¢ U30JIMPOBAHHOTO 3PO3UBHOTO AJIEMEHTA
W TOPAXEHUS HOITEW, HO B JAJIbHEUIIEM CTPEMHUTEIBHO IMPOrpPECCHpOBaia
BIUIOTh JO TEHEPAJTU30BAaHHOIO HMH(PEKIMOHHOIO IPOLECCa, BBI3BAHHOTO
HNOJUPE3UCTEHTHON  (propoil,  CTPUKTYp  TrOopTaHM U  MHUIIEBOJA,
MYJbTUACPUIUTHOTO COCTOSIHUS W TOJMOPraHHOM  HEAOCTATOYHOCTH.
AnexkBaTHass MECTHas M CHUCTEMHas Tepanus HE CMOIJM IPENOTBPaTUTh
JETAIbHBIM MCXOJA Y JIEBOYKH C MOTPAHUYHBIM OYJUIE3HBIM SIUAEPMOJIA30M
Thna Xepiuil.

['eHeTnyeckas MMaToiorus Mo-MpeXKHEMY BHOCUT 3HAUYUTEIIbHBIN BKIAI B
CMEpPTHOCTh aAeTed 1o 1 roma. I'eHomepmMaro3bl, HECMOTPS HAa PEIAKOCTB,
TpeOyroT 0c000M BHUMATEILHOCTH M HACTOPOKEHHOCTU. bynyliee B edeHun
TaKMX MallMeHTOB JIGKUT B  pa3paboTke dA(PPEKTUBHBIX TapPreTHHIX
T€HHOMH)KEHEPHBIX MTPENapaToB.

Pazoen 2. CUH/[POMAJ/IBHBIE ®OPMbI
KPAHHUOCHHOCTO30B

CUHIPOM IPAUDPDEPA

Kpannocunoctoz (MKB-10: Q75.0) — mnaronorndeckoe COCTOSHHUE,
XapaKTEPU3YIOLIEECs MPEXKIEBPEMEHHBIM 3aKPBITUEM OJHOIO MJIM HECKOJIBKUX
YepenHblX IIBOB, NpHUBOAsfiIee K AehopMali yeperna, HapylIEHUIO
BHYTPUUEPENTHON T'E€MOJUHAMHMKU M, B PS/I€ CIy4aeB, K HEBPOJOTHYECKUM
ociokHeHusM. Cpenu MHOXKeCTBa (pOpM KPaHUOCHHOCTO30B 0CO00€ MECTO
3aHUMAIOT CUHIPOMAaJbHbIE BapuaHThl, BcTpedarommecs B 15-30% caydaeB u
BO3ZHUKAIOIIME BCJIEJACTBUE T'E€HETUYECKUX HapyueHud. OgHUM U3 Takux
coctosiHuii sBngercs cunpom Ildaitbdepa (akpouedanocungaktunus V tuna,
MKB-10: Q 87.0, OMIM #101600) — penxoe (1 ma 100 000 HOBOPOKI€HHBIX )
reHeTUYeCcKoe 3a00JIeBaHNe, ACCOLMUPOBAHHOE C MyTalusiMu B reHax FGFRI u
FGFR2 w nposBistonieecs: KpaHnopaualbHbIMI aHOMATUSIMH, ITUPOKUMHU U
OTKJIOHEHHBIMU ~ OOJBIIMMHU TaNbllaMHU, a TaKXKe Ppa3IUYHON CTENEHbIO
nopaxkennsa L{THC.

Knuanueckne mnposinenus cunapoma lldaridbdepa BapbupyroTcss mo
CTENEHU TSHKECTM B 3aBHUCHUMOCTH OT THIA, a NEpPBbIE MPU3HAKU HEPEIKO
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JTUATHOCTUPYIOTCS YK€ B aHTCHATAIbHOM TIEPHOJIe, HAUWHAsI C KOHIIA BTOPOTO
TpuMmecTpa. K yuciay xapakTepHbIX BHYTPUYTPOOHBIX MAapKEPOB OTHOCATCS
aTunuyHas ¢popMa yeperna, BEeHTPUKYJIOMETralusi, TUIIePTEI0pU3M, K30 TaIbM,
yTOJIIEHUE BOPOTHUKOBOTO TMPOCTPAHCTBA W  HAPYUIECHUS  Pa3BUTHS
KOHEYHOCTel. B mocTHaTaibHOM mepuoje NTUarHOCTHYECKUI MOUCK MOMHMO
¢usukaabHOrO  O0CIEAOBaHUS  BKJIIOYACT  BU3YAIU3HUPYIOUIUE  METObI
uccnenoBanus: KT uepema, MPT ronoBHoro mosra u peHTreHOTrpaduio
KOHEUYHOCTEH, a TAaK’Ke MOJICKYJIIPHO-TEHETUUECKOE NCCIICIOBAHHE.

CoBpeMeHHBIE JaHHBIC OMPOBEPTralOT MPEXKHEE MPEACTABICHUE O TOM,
YTO TOJIBKO CHHIPOMAJIbHEIE (JOPMBI KPAHHOCUHOCTO30B UMEIOT TCHETHUECKYIO
MPUPOY. YCTAaHOBJICHO, YTO KaK CHHIPOMAJIbHBIC, TaAK W HECHHIPOMAJIHHBIC
dbopmbl MOTyT OBITH OOycioBJieHb MyTanusiMu B reHax FGFRI, FGFR2,
TWISTI wm npyrux. bomee Toro, pgaxe TNOpH  HECHHAPOMAIBHBIX
KPaHMOCHMHOCTO3aX MOTYT HaOJII0aThCsl COMYTCTBYIONINE aHOMAIIUU Pa3BUTHUSA
OpraHOB U CUCTEM.

B MupoBoit METUIIMHCKOM JIUTEpAType UMEETCS €AMHCTBEHHOE ONTUCAHUE
pebenka ¢ ndaiddheponog0OHBIM CUHAPOMOM, KIMHUYECKH HATIOMHHAIOIIIM
cuagpom  Ildainidbdepa, HO 0€3 HACHTUDUIUPYEMBIX  MyTallMii B
COOTBETCTBYIOIIUX Te€HaX. DTO MOAUYEPKUBAET AKTYaJbHOCTH MPEACTABICHUS
HOBBIX KJIIMHMYECKUX HAOIIOJIEHUHN, CIOCOOHBIX PACHIMPUTDH MPEJCTABICHUE O
cniekTpe (PeHOTUIIOB, CBSA3aHHBIX C KPAHHOCHHOCTO3aMH, YTOUYHUTD MOIXOIbI K
JTMATHOCTUKE M BEJICHUIO TaKWUX TMAIMCHTOB, & TAKKe MOTYEPKHYTHh BAXKHOCTH
MIPOBEICHHMS TIOJTHOIK30MHOTO CEKBEHUPOBAHMS.

KJIMHUYECKHHI CIIVYAU

Manpuuk I'. pomunca ot wmarepu 38 €T € OTATOLIEHHBIM
TMHEKOJIOTUYECKUM aHaMHEe30M, OT 2-i1 OepeMEHHOCTH C HCIIOJIb30BAHUEM
BCIIOMOTATEJbHBIX  PENPOAYKTUBHBIX TEXHOJIOTMH  (3KCTPAKOPHOpaIbHOE
OTIOZIOTBOPEHHE, TOHOPCKUI criepmaro3oun). Ha 27-it Henene recranuu npu
NpoBeIeHUN CKpUHUHroBoro Y3U Obumn BbIABIEHBI JedopmMaius yepera,
CpallleHHE IIBOB, TUIIEPTEIOPHU3M, YKOPOUEHHBIE KOHEYHOCTH. PO/IbI CpOUHBIE,
CaMOIIpOU3BOJIbHBIE, HA cpoke 39 Henenb. [Ipu poxaeHun macca Tena pedEHka
cocrasisuia 3000 r, anmHa Tena — 48 ¢M, OKPYKHOCTb TOJIOBBI — 33 cM, IpyIu —
34 cwm. Ilo mkane Anrap 7/8 6aios.

[Ipy nepBUYHOM OCMOTpPE OTMEYAIMCh CTUTMBI JM33MOpHOTeHe3a:
Opaxunedanus, sk30dTaabM, TUIIEPTEIOPU3M, THUIOIIIA31s BEPXHEH UETIOCTH,
KOpPOTKasi Ies, a TaKXE YKOPOUEHHbIE M ILIMPOKHE MAaJblibl, YTO CTaJo
OCHOBaHHMEM [UJIl IIMPOKOIO CIEKTpa JAUArHOCTUYECKUX MEPOIPUSTUH.
Hapacraromue pecriupaTopHble HapyLIEHUs, a TaKK€ BBICOKAs BEPOSITHOCTH
BIIP ronosuoro mo3ra o0ycnoBuiu nepeBos pedbenka B OPUTH. Bpoxnennas
y30CTh HOCOBBIX XOJIOB OIpEAeNuiIa HEOOXOAUMOCTh YCTAaHOBKH Ha3aJIbHBIX
npotexTopoB (puc. 20). [Tocie cTabunuzanuu COCTOSIHUS, JJIsT TOOOCTIEA0OBAHMS
U OmNpeneNneHus naibHeimend TakTuku peOeHok ['. Obul mepeBedeH B
npodunbHbld crarmonap. Ilposeaenne 3D-KT kocteil yepena moaTBEpauio
MaHKPAaHHUOCUHOCTO3 —  CHHOCTO3  KOPOHApHbBIX,  CArUTTAJILHOIO U
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IIMOIOBUIHOTO MBOB (puc. 21).

Domo npedcmasieHo ¢ paspeulenusi 3aKOHHbIX npeocmasumerei

Pucynok 20 — ®denotun pebenka c mndaiidheponoqoOHBIM CHHIPOMOM:
Opaxunedanusi, SK30(pTaIbM, BPOXKIECHHOE CY>KEHHE HOCOBBIX XOJIOB
(YcTaHOBIIEHBI HA3aJIbHBIE MPOTEKTOPHI), HU3KO PACIOJIOKCHHBIC YITHBIC
PaKOBHHBI

Pucynox 21 — 3D-xommbioTepHass ToMmorpadus KOCTeH dyepermna:
MMaHKPaHUOCHHOCTO3, KPAaHHOJAKYHUS
KomMmrekcHoe HelpoBU3yaau3allMOHHOE 00CieI0BaHMe, BKIHOYAIOIIEe
HCI u MPT, BbIIBUIIO BBIpA)KEHHBIE U3MEHEHUS: BHYTPEHHIOO OKKIIFO3MOHHYIO
ruaponedanuio ¢ OJIOKOM Ha YPOBHE BOJIONPOBOAA MO3Ta, JUCTEHE3UIO
MO30JIUCTOTO Tejla, aHomanuio ApHonbaa-Kuapu (puc. 22). VYuurtsiBas
XapaKTEpHbIE YEPENMHO-JIMIEBbIE H3MEHEHHUs, ObLI 3amoJI03peH CHHIPOM
[Iaitddepa. B xome mpoBeneHus: MOJEKYISIPHO-TEHETUIECKOTO TECTUPOBAHUS
Ha myrtaiuu B reHax FGFRI, FGFR2, FGFR3 — maroreHHbIX BapHUaHTOB
BBISIBIICHO HE OBLIO.
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Pucynok 22 — MarauTHo-pe30HaHCHAas TOMOTpadus TOJIOBBI: BHYTPEHHSSI
OKKJIFO3MOHHAsl Tujaponiedanus ¢ OJIOKOM Ha YpOBHE BOJOMPOBOJIAa MO3Ta,
aHoManus ApHoabpaa-Kuapu, nucrenesus MO30JIMCTOrO Tena

B Bo3pacTe 28 cyTok *u3HH1 Ha (OHE MPOrpeccupoBaHumsl ruapouedaiuu
W TPU3HAKOB BHYTPUUEPENHON THUMNEPTEH3UH peOEHKY OblIa MpOBEICHA
JHJIOCKONIMYECKAsT  3-BEHTPUKYJIOLUUCTEPHOCTOMHUS €  IUIEKCYCIKTOMHUEM,
AKBEIYKTOIUJIACTUKOM M CTEHTHPOBAHUEM BOJIONPOBOJIa Mo3ra. Hapacrarommue
JbIXaTEIbHBIE PACCTPOMCTBA, C OTCYTCTBHUEM CAMOCTOSITEIBHOTO JbIXaHUA
Mocje YyAAJCHUS Ha3aJdbHBIX TMPOTEKTOPOB, OINPEACTUIN HEOOXOIUMOCTh
MPOBEACHUS HWXHEW TpaxeocToMuHu. ONepaTuBHbIE BMEIIATEIHCTBA MPOIILIN
0€3 0CJI0KHEHUH, B TOCIEONEePAIMOHHOM MIEPHO/IE OTMEUATaCch MOJIOKHUTEIIbHAS
JUHAMHKAa — CHIKEHHE BBIPAXKEHHOCTH BHYTPUUYEPENHON THIEPTEH3UH,
YMEHBIIIEHUE Pa3MEPOB KEIMyJAOUYKOBOM CHUCTEMbI, HOpMaJIM3aLUs JbIXaHHUS.
Takke K 3-HemelbHOMY BO3pacTy y MaibuvKka ['. HapacTalu CHMIOTOMBI
nucharuu, BKIIOYAIOIIE MHOTOKPATHYIO PBOTY U OTCYTCTBHE TPHOABOK MaCChl
Tenra. B xome mpoBoguMoro oOcienoBaHus ObUI  AMArHOCTUPOBAH
MUAJIOPOCTEHO3, KOPPEKITUS KOTOPOTo TpeOoBaia MpoBeICHHUS MUJIOPOMUOTOMUH
B Bo3pacte 40 CyTOK KH3HU.

B Bo3pacte 2 MecsiieB KW3HU HAOIIOJaeMblid MAIMEHT ObLI BHITIMCAH
JOMOM 1o, HAOJIOJICHHE  CHENHAJIUCTOB  aMOyJaTOpPHOTO 3BEHAa C
PEKOMEHJAIMAMUA O  TOBTOPHOM  TOCHUTAIM3ALMU  JJIs1  MPOBEACHUS
KPaHUOIIACTUKH, & TaKX€ MPOBEACHUS MOJHOIK30MHOTO CEKBEHHPOBAHMS
pebeHKa U MOJICKYJISIPHO-TEHETUUECKOTO 00CIIeI0BaHuUsT POIUTEIICH.

B nactosimee Bpemst manmpuuky ['. 6 5er m Onaromapsi CBOCBPEMEHHO
MPOBEJICHHBIM XUPYPTrUYECKUM BMEIIATENIbCTBAM, KOMILJIEKCHOW Tepamnuu, a
TaK)Ke PETyJIpHOMY JIHUCIIAHCEPHOMY HAOIIOMCHUIO COCTOSHHE TMalleHTa
YAOBIIETBOPUTENBHOE, TIOKa3aTeNu (HU3UIECKOTO M HEPBHO-TICHXUYECKOTO
Pa3BUTHUS COOTBETCTBYIOT BO3PACTHOU HOPME.

JIHATHO3

[1dariddeponomoObHbIN CUHAPOM.

[TocTaHOBKa TaKOro JUarHo3a Obljla CBA3aHa C HAIMYUEM KIMHUYECKHUX
nposiBnenuid cunHapoma Ildaiidpdepa, B yactHoctu 1 tmma. OTcyTcTBUE
crienupuIecKo reHHOM MyTallui HE UCKJTI0UaeT BO3MOKHOCTh JPYrod TeHHOM
MYTalAH, SBISIOUICUCA NPUYMHOW CUHIPOMAJIbHOM TatoJioruu. Poxurenu
OTKA3JIUCh OT MTOJTHOT€HOMHOTO CEKBEHUPOBAHMUSI.
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JTUDDEPEHI[HAJIFHBIN JUATHO3
JuddepeHnnanbHO-1MarHOCTUYECKUH Psijl B BBIIICONMCHIBAEMOM ClTydae

BKJTIOYAIT CUHIpOMAaJbHBIC aTOJIOTUH, COMPOBOXKIAIOIIHECS
KPaHUOCHMHOCTO30M, CKEJETHhIMU aHoManusiMu, BIIP romoBHoro mo3sra, a
TaK¥Ke €IMHCTBEHHBIM ONHMCAHHBIN B JUTEepaType ciryyai

ndaiiddepornogoObHOro CUHAPOMA.
Ta6muna 8. JIuddepennmansuas nquaraHoctuka mndaiddepornomodHoro
CUHpPOMA C APYTHUMH CHHIPOMAIBHBIMUA KPAaHUOCHHOCTO3aMHU

IIpusnak | Pebenok I'. | EnuncrBennslii | Cungpom | Cunapom | Cunapom
ONMCAHHBbII Haiipdep Anepa Kpy3ona
ciyvait a1l Tuna
ngaiddeponogo
OHOro cMHApOMA
I'eneTnuecka ? ? FGFRI nnu FGFR2 FGFR?2
s MyTalus FGFR?2
Hamnune + + + + +
KPaHHUOCHHOC
TO3a
AHOManuu + + + + -
pa3BUTHUS
KOHEYHOCTEN
ITopoku + + + + +
pa3BUTHUS
TOJIOBHOTO
Mo3ra
CHuxenue + - + + +
ciyxa
CuMInTOMBI + - +/- +/- +/-
nucharuu
ITporuos bnaronpust | HeGnaronpusrtusl | bnaronpust | OtHocurens | OTHOCHTEND
HBIN i HBIN HO HO
OmaronpusT | O1aromnpusT
HBIN HBIN
ITomumo  BelIeIpUBEACHHBIX  3a0ojeanuit, B  auddepeHuaTbHO—

JTUArHOCTUYECKUM TMOMCK HYXHO BBECTH OCTEOTJIO(POHUYEKYIO JUCIUIA3HIO,
HaroMuHaroiyto cuaapom I[ldaiidhdepa u accounnpoBaHHyO ¢ MyTalMell B
reHe B FGFRI ( 8p11.23) OMIM 166250).

OBCY)KIEHUE
OnucaHHbIi KIUMHUYECKUUN cnyqaﬁ 0TpaxxacT CIOKHOCTb JUArHOCTHUKHU U

BEJCHUS

BPOKJIEHHBIX

KpaHHOCHUHOCTO30B B

YCIIOBHSIX

OTCYTCTBUS

MOJIEKYJISIPHO-T€HETHUECKON BepupuKauu. Y HOBOPOXKIEHHOTO peOeHKa Oblia
BbIsIBJICHA TUNMYHas 17151 cuaapoma [daiiddepa 1 Tuna knmuHudeckas kKapTuHa
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— Opaxuuedanusi, TUMOIIIA3UsS CPEAHEW 30HBI JUIA M OpPOUT, IK30(TAIbM,
yToJIIeHne (pasaHnr OOJIBIIMX TaJbIEeB, CY)KEHHE HOCOBBIX XOJIOB, a TaKKe
HEeWPOBU3yAIM3AlIMOHHBIE  WM3MEHEHHMS  (OKKIIO3MOHHAs  rujporedanus,
JMCTEHE3Us MO30JIMCTOr0 Tena, aHoMmanuss ApsHonbna—Kuapu). Onnako
F€HETUYECKOoe TecTupoBaHue Ha MyTtauu B reHax FGFRI, FGFR2 n FGFR3
O0Ka3aJoCh OTPHUIATEIBHBIM, YTO IIO3BOJIMJIO pACIEHUTh (EHOTHUIT Kak
ndaiihdepornooOHbIN CHHAPOM.

PaHHsIs1 TuarHocTrka v MyJIbTHIUCITUTIIMHAPHBIN TTOIX0/T, BKIFOYAIONITHH
KOMOWHHPOBAaHHOE HEUPOXHPYPTUUECKOE BMEIIATEIHCTBO, KPAHUOILIACTHKY,
JANapOCKOMMMYECKYI0  MUAJOPOMHUOTOMHIO,  TPaXEOCTOMHIO,  KOPPEKIIHIO
peCUpaTOPHBIX  HApYIIEHWH, a  Takke  O(PTAIbMOJOTHUYECKOEe |
CYpIOJIOTHYECKOE COIPOBOXKICHNE, TMO3BOJUIN CTAOMIM3UPOBATh COCTOSIHHE
peO€HKa HM MUHUMHU3UPOBATH PUCK OCIOXHEHUH. JlaHHBIA  ciyyai
MOATBEPKAACT, UTO KIMHHYECKOe BeaeHue mndariddepononodHbx Gopm He
OTJIMYAETCS OT TAKOBOT'O MpH KiaccuueckoMm cunapome Idaithdepa u tpedyer
PaHHEr0, CKOOPIMHUPOBAHHOTO BMEIIATEILCTBA KOMaH/Ibl CIICIIHAIMCTOB.

OTcyTcTBHE XapaKTePHBIX MyTallM y TAIMEHTa C BBIPAKCHHBIMH
(EHOTUIMMYECKUMH  MPHU3HAKaMU  CHHJIpOMAa  IMOAYEPKHUBACT  Ba)KHOCTH
MIOJTHOOK30MHOTO ~ CEKBEHMPOBAHHMS IPU  KPAHHUOCHHOCTO3aX  HESCHOM
ATHUOJIOTHUH, OCOOCHHO B TSDKEBIX CIIydasx, TPEOYIONUX HHTCHCUBHOMN TepaITiH.
Takoif moax0/1 HE TOJIBKO CIIOCOOCTBYET YTOUHEHUIO MATOTE€HE3a U BBISBJICHUIO
CKPBITBIX TEHETHYECKUX JC(PEKTOB, HO M OTKPBHIBAET BO3MOXKHOCTH JIS
pPa3pabOTKH TapTeTHBIX TEPANICBTUICCKUX CTPATETHH.

CUHIAPOM KPY30OHA

Bropsim o 4acToTe BCTPEYAEMOCTHU CUHAPOMAaJIbHBIM
KpaHUOCUHOCTO30M siBisierca cunapoM Kpyszona (MKb-10: Q 75.1 OMIM
#123500, «momyraitHas» 00JiI€3Hb, YEPEITHO-TUIIEBOM AU30CTO3), HACIETyEMbIil
1o ayTOCOMHO-JIOMHUHAHTHOMY TUILY. Yacrora BCTPEYAEMOCTH
KPaHMOCHHOCTO30B B LEJIOM coOcCTaBiisieT oOkoso 1 cmywas Ha 2000
HOBOPOXJEHHBIX, a cuHapoma Kpy3zona — 1 ciaydait Ha 60 000 HOBOpOKIE€HHBIX.
Cunapom Kpy3oHa XOTb U siBJISIETCSl HanboJiee OiaronpusiTHOM GopMolt cpenu
BCEX KPAaHHMOCHHOCTO30B, XapaKTEPHU3YETCS PAHHUM 3apallleHUEM IIBOB Yeperna,
YTO BEJIET K HAPYILICHHUIO CllyXa, AbIXaHWs, 3pPEHHS, OTCTABAHUIO B HEPBHO-
MICUXUYECKOM Pa3BUTHH, dK30(TaIbMy, OpTOrHATHYECKUM Tpodsemam. Cpok
IMOCTAHOBKHU JIMAarHO3a 3aBUCUT OT TSHKECTH KIMHUYECKHX MPOSBICHUUN: MpU
TSOKEIBIX  (opMax  3a00JieBaHMsI  JMAarHO3  YCTAHABIMBAETCS YXKE B
HEOHaTaJIbHOM epuojie. B xone neranbHoro ucciaenoBanus cuaapoma Kpyzona
OBLJIO BBIACIICEHO 2 OTHENbHBIX 3a00J€BaHUS, CBA3AHHBIX C JBYMS Pa3HBIMU
MyTalUsAMU: pa3BUTHE HEMOCPEACTBEHHO cUHApOoMa Kpy30Ha accolumpoBaHo ¢
MHCCEHC-MyTalmed B TeHe perentopa ¢akTtopa pocta (GudpodimacToB-2
(FGFR?2), a cunnpoma Kpy3oHa ¢ 4epHbIM aKaHTO30M — C BBICOKOCTIEIIU(UYHOM
myTtauuen peuenropa FGFR3. XapakTepHble KIWUHHYECKHUE IPOSBICHUS
cunapomMa Kpy3oHa oOHapyuBarOTCs yKe pu nepBUuHOM ocMoTpe. Hanbonee
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yacTo  BCTpewaeTcss  Opaxuuedanusi,  THOEPTEIOPU3M,  3K30(TalbM,
YIUIOIIEHHBIM JI00, KPHOYKOBATBHI HOC W THUIOIJIa3usi BEPXHEM YENIIOCTH.
[lepeuncnenHbple CUMIITOMBI 00Pa3yIOT XapaKTepHbIM (DEHOTHII, U3BECTHBIN KaK
«Kpy30HOUJHOE JuIOo». TakkKe MOXKET BCTpedarbcsl TpUTOHoLedanus,
ckadouedanus, axpouedanuss. MUKpOrHaTHsI BEpXHEW YEIIOCTH 4YacTo
OPUBOJUT K Pa3BUTHIO MPOTHATUU. | MIlomia3usi BEpXHEH 4eltocTu Haubolee
BBIpaXKEHA B IPETUEIIFOCTHOM 001aCTH U OOBIYHO BBI3BIBAET CKYYE€HHOCTbH 3y00B.
OTnuuuTenbHO 4YepTOd HMMEHHO cuHApoMa Kpy3oHa sBisieTcs COXpaHHOE
ctpoeHne kucred u crynHed. CuHiapom Kpy3oHa ¢ 4YepHBIM aKaHTO30M
ACCOLIMMPOBAH C HAJIMYHUEM TOJICTOM, TEMHOM, 0apXaTUCTON KOXH B CKJIaJKaX
Ttena (acanthosis nigricans), aHOMaJbHOW JEPMATOITIM(PUKON  TAIBIIEB.
OrnepaTnBHOE BMEMIATENBCTBO C MPOBEACHUEM KOCTHOIIIACTUYECKUX ONlEpaliuid
MO3BOJISIET YBEJIMUYHUTH O0BEM Uepena, BHIOJHUTh KOPPEKIIMIO JTUIEBOTO Yyepena
Y IJ1a3HULL, YTO MPEJOTBPAIAET MOCIEACTBUS OBBIILIEHHOTO BHYTPUYEPEITHOTO
nasineHus. Ha HacTosmuii MOMEHT MMEIOTCSI JAHHBIE O T'€HHO-UHKEHEPHBIX
npenaparax, MHTHOUMPYIOIIMX pa3BUTHE MyTanuu B cucrteMe reHa FGFR.
IIporHo3 npu cuHapoMme Kpy3oHa  HEONpEAENCHHBIN, 3aBUCUT  OT
CBOEBPEMEHHOCTH IOCTAHOBKHM JMAarHo3a W MPOBEIECHHOIO XUPYPTHYECKOIO
JICYCHUS.

KJIIMHUYECKUH CIIVYAH Ne 1.

JleBouka OT 2-ii OEpEMEHHOCTH, 2-X CaMONPOU3BOJIBHBIX PO/10B Ha 40-ii
Hejene rectaiui. bepemMenHocTs npotekana Ha ¢poHe OPBU B I Ttpumectpe.
Macca npu poxkaenuun — 3600 r, qimuHa Tena — 49 cM, oleHKa 1o mKane Anrap
7/8 6annos. Ilo Tabmuiam INTERGROWTH-21 Macco-pocToBbie moKa3aTesu
COOTBETCTBOBAJIM BO3pPAacTHOW HOpME. B HeoHaTaibHOM nepuojie peOeHKY ObLI
nocrasiieH auarHo3: «Kpannocunocto3. CuHocTo3Has J00Has ruiarnouedanus
cupaBay». Poxurenu oT onepaTMBHOIO BMELIATENBCTBA OTKA3AJIUCh, HAJIUYHE
OTSTOLIEHHOCTH CEMEWHOI0 aHAMHE3a 10 KPAHMOCHHOCTO3aM OTPULIAJIH.

B Bo3pacte 7 mer peOGEHOK MOCTYNui B XUPYPTUUECKHM CTaIOHAp C
KaobaMu Ha 3aTpyJHEHHE IbIXaHHs, UCKPUBICHHWE HOCOBOW MEpPEropojKu,
AK30(TaIBM, ITOKPAaCHEHUE rJias. Heliponcuxnueckoe pa3BUTHE
COOTBETCTBOBAJIO Bo3pacTy. OTMeuanoch HapylleHHe KOH(QUTypaluu yeperna
0 TUIy CHUHOCTO3HOW JOOHOW muarnouedanuu crpaBa (TOITBEPKIACHHOE
pesyabraroM KT), crimaxkeHHOCT, U jaedopmalus JIOOHOM o0jacT B BHUIE
YIUIOUIEHUS, CMEIIeHHe JIOOHOro Oyrpa BBEpX U Hapyxky. TakKe BBISIBISUIMCH
YKOPOYEHHUE U TIOJIbEM BEPXHETO Kpas INIa3HUIIbl, CMEILIEHNE YIIIHOW PAKOBUHBI
BIIEpe], U BHM3, CIpaBa OTMEYAIOCh KOMIIEHCATOPHOE BBIOyXaHHE JIOOHO-
BHCOYHOM 00JIaCTH.

[Ipy  mpoBeneHWH  MOJEKYJAPHO-TEHETHYECKOTO  HMCCIIEJOBaHUS
OOHapy>K€H MaTOr€HHbI BAPUAHT B IE€TEPO3UTOTHOM COCTOSHUU B 9 3K30HE
reHa FGFR 2, noatrBepkieH n1uaruo3: cuaapom Kpysona.

PeGenky ObLIO BBIMIOJHEHO OMNEPATUBHOE BMEIIATENIHCTBO B 00BEME
KPAaHUOILJIACTUKU C (PUKcalued TUTAaHOBBIMHU MHUHHU-TUIacTuHamMu. Coycts 6
MECSIEB METANIOKOHCTPYKIMK ObUTH yaaneHsl. g npoduiakTuku Kceposa,
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KepaTUTa, BTOPUYHBIX HH(MEKIMOHHBIX OCIOXHEHUH M TOTEpU 3PEHUSA B
JanbHeIeM peKoMeHI0BaHO MpoBeaeHue diedapoppadun.

PeGeHnok BbIMMCaH JOMOM M3 CTalMOHapa TIOCIe XHUPYPruyecKOoro
Je4eHus: B 00beMe KPAHUOIUIACTUKM C PEKOMEHIALUMSIMH O HaOII0JACHUU
CHEIUATNCTOB M0 MECTY KHUTENbCcTBAa. Ha MOMEHT BBINMHUCKH (pu3nyeckoe H
HEHPOIICUXUYECKOE pa3BUTHE PeOEHKA COOTBETCTBOBAJIO BO3PACTY.

HHUATHO3

Cungpom Kpyszona. Cunocto3Has so0Has Tuiarmouedanus Crpasa.
CocTostHME TOcle  OINepaTWBHOTO BMemaTensctBa. KIMHUYECKHUH
CITVYAH Ne 2.

Pebenok ot 2-ii 6epeMEeHHOCTH, 2-X CBOEBPEMEHHBIX CaMOIPOU3BOJIbHBIX
ponoB. bepemennocts ocnoxumiacs rTeuennem OPBU B I Tpumectpe. Ha cpoke
rectanuu 28 Henenb ObuUT quarHoctupoBaH BITP-kpanunocunoctos. I[lpu cOope
CEMENHOT0 aHaMHE3a HAJIMYUE CUHIPOMAJIBHBIX CHHOCTO30B B CEMBE POJIUTEIH
orpunanu. Poxel Ha 39-i1 Hexpene recrauuy B 3aJHEM BHJIE 3aTBUIOYHOIO
npemiexxkanusi. Macca Ttena npu poxaeHun — 3200 r, mimHa — 52 cwm,
OKPYXXHOCTb TOJIOBBI — 35 CM, OKPY>XHOCTb Py - 32 cM, OLICHKA IO ILIKaJe
Anrap — 7/8 6amnoB. HecocrosrenvHas apixaTenbHas (yHKUIUS y peOeHka
norpeboBajga MHTYOAllMM Tpaxeu YK€ B POAWIBHOM 3aji€ M JaJbHEUIIETo
npoBenenuss WBJI. Tsokecth coctosiHus peOeHKa, BbI3BaHHAS CHHAPOMOM
YTHETEHHU ], HEBPOJIOTHUECKUM Ae(DULIUTOM, HAPYLIEHUSMHU JIbIXaHUs, TJIIOTaHUS,
oOycnoBwia panbHenmuid nepesoxq B OPUTH. Ilpu 00beKTHBHOM OCMOTpE
ompeneysuiuch OarieHHass (Gopma depemna, KOpOTKasi Ies, TUIIEPTEIOPU3M,
AK30()TaIbM, HU3KO PACIOJIOKEHHBIEC YIIHBIE PAKOBUHBI, TUIOILIA3Us CPEIHEH
4acTy JIMIla, pacluIMpeHHOe OCHOoBaHue Hoca (puc. 23, 24). Ilogo3penue Ha
atpe3uto xoaH. Ilpu mnposegenun VY3UM ObUT NOATBEPXKIEH CHHOCTO3
KOPOHapHBIX W JAMOJoBUAHBIX mBOB. Ilpu mpoBenenun HCI' BoisBiieHa
BbIp@XEHHAsl ~ AWJATalsl  MEpeJHUX  poOroB  OOKOBBIX  JKEITYIOYKOB.
CHHIpOMAJIBHBI ~ XapakTep KPaHMOCHMHOCTO3a NOATBEPAWI  PE3YJbTAT
MOJIEKYJIIPHO-TEHETUYECKOTo uccienaoBanus. B 9-m sk3one reHa FGFR3 Obin
oOHapy>KeH MMaTOTeHHBIM BApUAHT B F€TEPO3UTOTHOM COCTOSIHUU.

VYyuTbIBas HaIUUKUE BPOXKIEHHOTO KPAaHHOCHHOCTO3a ¢ (POPMUPOBAHUEM
aedopMaui yepena, MpoOBEACHO XMPYPrUuecKoe BMEIIATENIbCTBO B 00BEME
JIBYCTOPOHHEH JIMHENHOHN KpPaHUOTOMHH, TEMEHHO-3aThUIOYHOU
KpaHUO3KTOMHUHU. B pesynbrare onepanuu ObUT yAaleH CHHOCTO3WPOBAHHBIN
CaruTTaJbHBIN LIOB YEpENa, BhINOJHEHA KpaHuomiactuka. 11o namasim HCI' B
JUHAMUKE OTMEUYaJOCh YMEHBIICHUE AWIATUPOBAHHBIX TMEPEIHUX POTOB
OOKOBBIX >KEJTy10YKOB.

B Bo3pacre 2-x MmecsiieB peOeHOK BBITUCAH JIOMOM 1Mo aMOyJIaTOpoHOe
Ha0III0/IeHUE crienuanucToB. Ha MOMEHT BBITUCKY B HEBPOJIOTUYECKOM CTaTyce
ONPENENSUIOCh HAPACTAHHWE JIBUTaTEIbHOW aKTUBHOCTH, YBEIMYEHHE MEPUOA

00pPCTBOBAHUS C COXPAHEHUEM MBIIIIEUHOU TUCTOHUU U TUIOPEDICKCUH.
HHATHO3
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Cunnpom Kpy3oHa. CuHIpoManbHbIN KPaHMOCHHOCTO3.
['unepreH3noHHO-TUApOLEDATBHBIN CUHJPOM. Cocrostnue nocie
OIIEpaTUBHOI'O BMEIIATEIbCTBA.

HUDPDEPEHIUAJIBHAA JTHAI'HOCTHKA

Cungpom  Kpyszona BaxHo nauddepeHuupoBaTh € IpYIUMH
CUHIPOMAJIbHBIMU KPAHMOCHHOCTO3aMHU. B oTinune ot cuHapoma Anepra, npu
KOTOPOM IIOMMMO KPaHMOCHHOCTO3a BCTPEYAETCS CHHIAKTWINASA KOHEUYHOCTEH,
npu cu"apome Kpy3ona HaOI0gar0TCs HOpMallbHbIE KHCTH U CTOmBL. [lpu
cunapome I[lpaiinddepa taxxke ompenensercss nedopmaivs KOHEUHOCTEH C
KOPOTKMMU IIUPOKUMH OOJIBIIMMH NaJIbLIAMHA HA HOTaX.

ObCY)K/IEHUE

PaHHSs1 TuarHocTHKa KpaHMOCHHOCTO30B SIBISIETCS BaXKHBIM (DAKTOpOM
CBOEBPEMEHHOI OpraHu3aluy JeYeOHbIX MEPONPUATUHN ISl MPEIOTBPAILICHUS
HEOJAaronpusTHBIX MCXOA0B. BaXHBIM »3JIEMEHTOM IIOCTAHOBKM JMarHo3a
ABJISIETCSl  KJIMHUYECKas OLEHKAa JeTed, YYeT XapaKTEpHOI'O JHULEBOTO
aucMopdu3Ma U aHOMaJIMi yeperna, MHOKECTBEHHBIX CTUTM.

B knuHnueckom HaOmoneHun Ne 1 y pebeHka mnpucyTCTBOBaJia
KJlaccu4eckass KapTtuHa cunapoMa Kpys3oHa, BKIIOHaromias HapylICHUE
KOH(UTypaluu yepena, 3k30TajibM, HapyleHue GopM U pa3MepoB II1a3HULBL,
3aTpyAHEHUE HOCOBOT'O JIBIXaHHUS 3a CYET UCKPUBJIEHUSI HOCOBOW IEPErOPOIKH.
OcoOeHHBIM OBUIO BBISIBJIEHUE PENKOro BapuaHTa aepopMaluy yepena —
noOHoM mnarunedanuu. HecMoTpst Ha OTKa3 poauTenedl OT ONEpaTHUBHOIO
BMEILIATENIbCTBA B PAHHEM BO3pACTE, COCTOSHUE JEBOYKU IIOCJE TOJIHOTO
00beMa TOMOIIH B BO3pacTe 7 JIET C MOJIOKUTETLHON JUHAMUKOM.

B xnunnueckoM ciydae Ne 2, MOMMMO «JIMIEBBIX» AHOMAIUN U
IbIXaTeIbHBIX HApYIICHWH, HaOMI0anack aHoMajbHas JepMaToriauduka
NajblEB, COOTBETCTBYIOWIAs CHHIApOMY Kpy3oHa C YepHBIM aKaHTO30M.
OrcyrctBue  acanthosis nigricans  3aTpyJHSJI0O  TOYHYHO  MOCTaHOBKY
peIBapUTEIbHOr0 nuarso3a. [1o pesyiapTaTaM reHeTHYECKOTrO UCCIIEIOBAaHUS Y
pebeHka u3 1-ro KIMHUYECKOTo city4ast oOOHapy>keHa MmyTaius B rene FGFR2, y
BTOpOro peberka — B reHe FGFR3.

Jlst cBOEBpeMEHHOUN AUAarHOCTUKH U A()(PEKTUBHON MOMOIIM IETSIM C
cuaapomoM Kpy3zoHa HeoOXoauMo paHHEE TMPOBEACHUE MOJEKYJISIPHO-
reHeTudeckoro wuccinenoBanud. I[logo3penne Ha cunapoMm Kpysona yxe
aHTEHATAJIbHO y MAIIMEHTOB C MOJIOXKUTEbHBIM CEMEHHBIM aHAMHE30M TpeOyeT
OPUMEHEHUSI MPEHATAIBHOTO T'€HETUYECKOI0 TECTUPOBAHUS U YIIIyOJIEHHOTO
V3U nnopa. Panusas xupyprudeckas Koppekuus e(peKkToB Ha MEPBOM IOy
KU3HHU, KaK B KIMHHYECKOM HaOmoneHun Ne 2, yMEHbIIAET BEPOSTHOCTh
TSKEJIBIX HapyIIEHUH HEPBHO-IICUXUYECKOIO Pa3BUTHS, MO3BOJIAET U30€KaTh
OOCTPYKIIUHU bIXaTEIbHBIX MyTEH 1 HAPYIICHUI 3pEHHSI, UTO IPUBOJIUT K OoJiee
OJIarOMPHUSITHBIM UCXO/IaM.

Domoepaghuu nposedenvl u onyOIUKOBAHBL C paspeuteHus pooumenetl.
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Pucynox 23 Pucynox 24

Pucynox 23, 24 — ®enotun pedbenka b. B 1,5 mecsieB Xu3HU, ¢ CHHAPOMOM
Kpy3oHa ¢ 4epHBIM aKaHTO30M

CHUHJIPOM AIIEPTA
Cunnpom Anepta, uinu akpouedanocunaaktuiaus I tuna (Q87.0, OMIM
#101200) — 3aboneBaHHMe, OTHOCSIIEECS K TPYINE CHHAPOMAIbHBIX

KPaHUOCUHOCTO30B. SIpKUMU KJIMHUYECKUMHU MPU3HAKAMH CUHApoMa AmepTa
SIBJISIFOTCS] YEPETHO-TTUILIEBON TU30CTO3 U CUMMETPUYHAS CUHIAKTUIIUS KUCTEH
U cTorl. YacToTa BCTpe4aeMOCTH OLICHUBAETCS B IIUPOKOM auanaszone 1:65000—
200000 )uBOpPOXKICHUMN, C OJAMHAKOBOM YaCTOTOM MOPAXEHHUS MaJbUYUKOB U
neBouek. Cpeau Bcex CUHAPOMAIbHBIX KPAHHOCHHOCTO30B Ha J0JIF0 CHHIpOMa
Anepra npuxogutcs ot 4 10 5% ciyyaes.

Huarnoctuka akpouedaiocuHaakTuiauu [ Tnma ocHoBaHa Ha BBISBJICHUH
KJIACCUYECKUX KIMHUYECKUX MPU3HAKOB U HUJIEHTU(DUKAIIMU TETEPO3UTOTHOM
MyTalui B TreHe FGFR2 ¢ 1OMOIIBIO  MOJIEKYJISIPHO-T€HETUUYECKOTO
TecTUpoBaHus. 3abojeBaHWE HOCUT ayTOCOMHO-IOMHHAHTHBIA XapakTep
HaclieJoBaHus. TeM He MEHEee MOUTH BCE ClIydau SIBISIOTCS CIIOPaAUYECKUMM,
BO3HUKaromuMu de novo.

['enst penentopoB dakxropa pocta ¢pudbpobdiactoB 2-ro tuna (fibroblast
growth factor receptor 2) — FGFR2 wurpaioT UEHTpPaJbHYIO pOJIb B
dbopmupoBanuu cunjipoma. Cemeiictro aktopoB pocta pudpodiactos (FGF),
B KoTopoe BXoauT reH FGFR2, perymupyer poct U AuPepeHIUPOBKY
ME3E€HXUMAJIbHBIX M HEUPOAKTOJECPMAIIbHBIX KJIETOK, YTO TMPUBOJUT K
MIPEXKIECBPEMEHHOMY CPAIIICHUIO YEPEIHBIX [IBOB B Cly4ae MyTallU B IAHHOM
re”He. Kpome Toro, npu cuaapome Amnepra BOSHHUKAET aHOMaJbHasi SKCIPECCHsI
reHa KGFR, pacnonoxeHHoro Ha xpomocome 10, KOTOpBId KOaUpyeT
MOCIIEZIOBATEILHOCTh O€Ka, SBISIOLIETOCS PEUenTopoM K (akTopy pocrta
KepaToLUTOB. Pe3ynbTaToM aHOMaJIbHOM 3KCIPECCHHM 3TOrO T'€Ha CTAHOBATCS
HapylieHust POpMUPOBAHUS KOHEUHOCTEN (CHHIAKTUITHUS).

KJIMHUYECKUH CIIVYAH

HeBouka b. ot matepu 34 nert, oT 1-it OepeMeHHOCTH, MIPOTEKABILEH Ha
¢done recrarmonHoro CJ[ co Il TpumecTpa M MHOTOBOIUS W apTepUATILHOU
runiptensuu ¢ I tpumectpa. Ha nepBom ckpununre no Y3U Oblia BhIsBICHA
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CUHJAKTWIMA Kucted m crom. Ilo pesynbratamM npoBEAEHHOM HWHBAa3UBHOU
JMarHOCTUKH Ha 36-1 Henene recraiuu — kapuotun 46,XX. PeOeHOK OT IepBhIX
CPOUHBIX OIEPATUBHBIX POJIOB Ha cpoke recraiuu 40 Hepenb. Macca Ttena
pebenka mipu poxkaeHun coctanisiia 3020 r, nuuHa Tena — 49 cM, OlICHKa T10
mkaie  Anrap 6/7  OGamwmoB. Ilo mxane INTERGROWTH-21
AHTPOIIOMETPUYECKHUE MOKa3aTeIu peOeHKa COOTBETCTBOBAIIM CPOKY T'eCTaIUH.

Hanuune pgpixaTeiabHBIX pacCTPOWCTB, MOTPEOOBABIIUMX MPOBEACHUS
pectiupatopHoil moanepxkku wmerogom CPAP, u npusHakd BO3MOXKHOTO
aCTIUPAIIMOHHOTO CHHAPOMa 00YCIOBIIIM MapiipyTu3anuio pedenka B OPUTH.
Ha BTOphie CyTKM Ku3HH OBIJIO OTMEUEHO HapacTaHUE CHMIITOMOB
MH(EKIIMOHHOTO TOKCUKO3a, AbIXaTeIbHOW HEAOCTATOUYHOCTH, JICUKOIIUTO3 CO
CABUTOM BJE€BO, NoBbIlieHHe CPb 10 33 Mr/n u peHTreHosiornyeckas KapTuHa
BOCHAJUTEIbHBIX HW3MEHEHUNW B JIETOYHOW TKaHW. bpula Ha3HaueHa
aHTHOaKTEepUabHAs Tepamnus, MPOTUBOIPUOOKOBAs M JIE3WHTOKCHUKAIIMOHHAS
Teparnus.

B Bo3pacte 13 cyTok ku3HU peOEHOK ObLI MepeBe/ieH B MPOGUIbHBIMN
CTalMOHAp ISl  JallbHEMIIEro  BbIXa)XXUBAaHMS, YTOYHEHHsS JIMArHO3a,
onpeneyieHusi TakTUku JiedeHus. [Ipu noctymnenuun B OIIH cocTtosiHue
PaCIEHUBAJIOCh KaK CPEIHEH TsHKECTH, 00YCIOBICHHOE HAJIMYMEM BEPOSTHOM
CUHJpOMalbHON maronorud. OTMEYanoch PacxoXKICHHUE KOCTEW ueperna Mo
caruTTaJbHOMy # JoOHOMY mBY 10 1,5 cm, asmOmoBugHomy 0,5 cm.
Hab6nronanace BelpaxkeHHas nedopmanus yeperna no opaxuuedanbHOMyY THUILY,
00ycClOBJIEHHAsT  MPEXKJACBPEMEHHBIM  CHHOCTO30M  KOPOHApHBIX  IIIBOB.
AHOMaJIUM CTPOCHMS JUIlA BKIIOYAIA B ce0s TUIOIUIA3UI0 OpPOUTATBHBIX
CTPYKTYp W CpPE€IHEH 30HBI JIMIA: 3alaBUICd MEPEHOCHUIICH, KIIFOBOBUIHOMW
nedopManet Hoca M MHUKPOTHATHEH. YIIHbIE PaKOBUHBI PaCIOIO0KEHBI
aHOMaJIbHO HHU3KO0, HEOO mmeeT apounyio ¢opmy (puc. 25). Co CTOpOHBI
OTNIOPHO-ABUTATEILHOIO anmnapaTta oOTMeYanach IOJHAs CHHAAKTUIIUS Kak
KHCTEH, Tak u cToI (puc. 26).

B HeBposiormyeckoM cTaTyce MpeBaJMPOBa] CHHAPOM YTHETCHUS
LEHTPAJIbHOW HEPBHOU cucTeMbl. OTMEUaIUCh TUTUYHBIE TPU3HAKA CUHIAPOMA
«BSITIOTO peOCHKa»: TEeHEpaTM30BaHHAS MBIIIEYHAS THUIIOTOHUS, CHIDKCHHE
pednexktopHoli akTHBHOCTH. CyXOXHWIBHBIE PEQIIEKCH HOBOPOXKIECHHOTO
(XxBaTaTenbHbIN, JaJOHHO-pOTOBOM) HectoWkue. I[lo mamaeim  HCT
BU3YIM3UPOBAIIMCH  OXO-TIPU3HAKK  JUjaTalldd  OOKOBBIX  KEITYJIOYKOB.
Od¢ranpmoniornyeckoe 06ciie10BaHUE U Ay TUOJIOTUUECKUN CKPUHUHT IMOKa3aln
OTCYTCTBUE KaKUX-JIUOO MATOJOTHUYECKUX U3MEHEHUM.

PesynbpTaT pacmmpeHHOro HEOHATaJIbHOTO CKPUHUHTA TMATOJIOTHU HE
BbIsIBWI. [lo pe3yapTaraM  MONEKYISPHO-TEHETUYECKOIO  MCCIENOBAHUS
BBISIBJIEH MaTOreHHbIN BapuanT B rene FGFR2 (fibroblast growth factor receptor
2), 4TO B COBOKYINHOCTH C BBIIIENEPECUYUCICHHBIMU aHAMHECTUYECKUMHU
JAHHBIMU, XapPaKTEPHbIM CUMIITOMOKOMIUIEKCOM TMOATBEPAUIIO HAIUYKE
cUHIpoMa Armepra.

[locrne okoH4YaHMS Tepanmuu U CTAOWMIIM3AIUU COCTOSIHUS PEOCHOK ObLI
BBITIMCAH JJOMOU C pEKOMEHIAIMAMU 0 HAOIOACHUIO y TIeANaTpa, HeBpOJIora,
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OTOPHUHOJIAPHUHI0JIOT A,

YCIIOCTHO-JINLCBOI'O

Xupypra,

HEWpoxupypra B

IMOJTUKIIMHUKE U CIICHUAJIU3UPOBAHHBIX YUPCIKACHUAX 110 MCCTY JKUTCIIbCTBA.

JTUATHO3

CI/IHILPOM AnepTa. I[I/IaFHOB IMMOATBCPKIACH MOJICKYJLIPHO-TCHCTHYICCKHUM

MCTOJOM.

JTUDDEPEHI[HUAJIBHBIN JTUATHO3

[Ipn OTCYTCTBHM XapaKTEpHBIX KJIMHUYECKUX MPOSBICHUN CHHIpOMA
Anepra ansa npoBeneHus auddepeHINaTbHOM AUArHOCTUKH C JAPYTUMHU
CUHIPOMAJIBHBIMH (pOpMaMM KpaHHOCHHOCTO3a LIEJIECO00pa3HO MCIOIb30BaTh
METO/bl MOJIEKYJISIPHO-T€HETUYECKOTO TECTUPOBAHHUS, BKJIIOYAsi SK30MHOE WJTU
reHOMHOE cekBeHupoBaHue. Judddepenuunanpias AUarHoCTUKA CHHApPOMA

Aniepta npejcrapieHa B Tadimiie 9.

Tabmuua 9. JuddepennmanbHas AMArHOCTUKA CHHIApoMma Amepra ¢
JIPYTUMU CUHAPOMAIbHBIMH MATOJIOTUSIMU

Cunapom OO0uue yeprsl ¢ OT1anynrenbHbIE I'eneTnueckasi ocHOBa
CHHAPOMOM Amnepra KJIMHHYeCKHe
NPU3HAKHU

Cungpom |- Kpannocnnocros | — Tsxenas FGFR2 (10g26.13),
Arnepra (KOpOHapHBI/caruTTal | CHHAAKTHINS (KUCTH/ | MUCCEHC-MYTaIUH
(OMIM BHBIN mBBl) [ cTombl 1Mo Tumy | (S252W, P253R)
#101200) | —I'unonna3us cpeaneit | "Bapexku')

30HBI nuua | — XapakTepHOE JUILO:

— DK30¢TaIBEM BBIITYKJIBIN 7100,

AHTUMOHTOJIONAHBII
paspes rias

Cunapom | — Kpannocunocros3 | — Her  cunmaktunuu | FGFR2 (10g26.13),
Kpy3oHna (yame  KOpOHApHBIN) | — ['uneprenopusm | mytauun B Igll/IgIIl
(OMIM — I'mnomtasus BepxHei | — IIporpeccupyromas | fomeHax (C342Y,
#123500) | gemrocTn neopmanus uepena | A391E)

— OKk30(dTansm
Cunapom | — Kpanuocunoctos | — lebopmuposannsie | FGFRI (8p11.23), FGFR
[paiipdep |- T'mnommasus nuua | GobiIne nansisl | 2 (10g26.13) (P252R
a (OMIM |- Bo3morkHa | kucteit u cron | B FGFRI)
#101600) | cunpgakTunus — (MeHee |— BapuabenbHas

BBIpaKEHHAs!) TsKeCTb (TUIBI 1-3)
Cunapom |— Kpannocunocro3 | — Huszkas munust | TWISTI (7p21.1),
Cotpe- (KOpOoHapHBI) pocta BoJioc, mTo3 | aenenuu/mytaruu (E117,
Yor3ena — I'unorutasust BepxHeit | — Acummerpus smua | R118His)
(OMIM YeIIIOCTH
#101400)
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IIpomomxenne TadIuUIBI 9

Cunapom | — Kpanuocunocros | — [lonupaktunms, RAB23 (6p12.1),
Kaprienrep | (MyJIbTHIIIOBHBIH ) 0)KHUpPEHUE HoHceHc-myTanuu  (E8S,
a (OMIM |- Anomanuu suuesoro | — 3aaepxka pa3sutus | R164Gln)
#201100) CKeJIeTa — Penxue mnopoku

cepana
Cungpom |- 'unomnasus | — 'emudanumansnas | ['ereporeHHbIi
l'onpnoenxa | gemroctu MHUKPOCOMUS, (FOXI3, SF3B2), wuame
pa (OMIM | (o1HOCTOPOHHSIA) anuOynpOapHbIe CIIOPAJUYECKUE CITyYan
#164210) JIEPMOMTBI

— AHomanuu ymiei

ObCYK/[EHUE

Hanuuue XapakTepHBIX 4YEpEenHO-JTULEBBIX OCOOCHHOCTEW W aHOMAJHM
KHCTE U cTON B OOJIBIIMHCTBE CIYy4YaeB IO3BOJISIET 3aMOAO3PHUTh CHHIPOM
Armepra yXe Ha J3Tale NPEHATAIBHOTO CKPUHUHra. POU3MKaJIbHBIA OCMOTP
HOBOPOJKJICHHOTO UTPAET KIIOUEBYIO POJIb B ITOCTAHOBKE AuarHo3a. CUMHApOM
JUAarHOCTUPYETC Ha OCHOBAHUM THUIIMYHBIX KIMHUYECKUX IIPU3HAKOB,
BKJIFOYAIOIIMX MHOI'OLIOBHBIM KPaHMOCHHOCTO3, T'MIIOIUIA3UI0 CPEIHEU 30HBI
JYLa, aHOMAaJuU OCHOBAHUA 4Yepena M CHUMMETPUYHYIO CUHAAKTUIIAIO
KOHe4YHOCcTeW. OKOHYATEIbHOE OATBEPKACHUE TUAarHo3a OCYIECTBISECTCS IPU
BBISIBJICHUU T€TEPO3UTOTHOIO MAaTOT€HHOT0 BapuaHTa reHa FGFR2 ¢ moMouipio
MOJIEKYJISIPHO-TEHETUYECKOTIO TECTUPOBAHUS.

[IpenaranbHas TMarHOCTHKA UMEET 0CO00E 3HAUE€HUE, TaK KaK MO3BOJISIET
BHU3YaJIM3UPOBATH U3BMEHEHUS (POPMBI Ueperna U JTMUEBbIX CTPYKTYp. Hanéxupim
YABTPa3BYKOBBIM MapKe€pOM CHHAPOMA SIBISETCS CHMMETPUYHAS KOMIUIEKCHAS
CUHAAKTUIUS («PYKU-BapeXKKW»). B psie ciydaeB 10 MOSIBICHUS BBIPAKEHHBIX
KOCTHBIX AaHOMAJIUi MOTYT OBbITh BBISBICHBI MOPOKH Pa3BUTUS CEPACUHO-
COCYIMCTOW CUCTEMBI WIIM LIEHTPAIBHON HEPBHOM CUCTEMBI.

B mnpencraBieHHOM KIMHUYECKOM CIIy4a€ PEIIAONIYI0 pOJb ChITPajio
paHHEE BBIBICHUE AHOMAJIMKA PA3BUTUS KUCTEH M CTON, YTO IIO3BOJIMIIO
YCKOPUTH MOCTAaHOBKY JIHarHo3a, 00ecreynuTh CBOEBPEMEHHYIO MEIUIIMHCKYIO
IIOMOIIb W 3aIUIAaHUPOBATh JTAlHBIE XUPYPTHUUECKHME BMEIIATEIbCTBA.
OCHOBHBIMHM 33Jja4aMH XUPYPTHUECKOIO JICUEHUS SBJISIOTCA YBEIUYECHHE
o0beMa MOJIOCTH uepena AJisi NPOoPHUIAKTUKY BHYTPUUEPEITHONW TUIIEPTEH3UH U
KOppEeKLMs CUHAAKTUINN. PanHee mpoBeneHne KpaHuopanaaibHbIX Onepanui
CHIKAET PUCK 3a/1€P’KKH KOTHUTUBHOI'O Pa3BUTHs, CBSI3aHHOW C IMOBBILLIEHUEM
BHYTPUYEPENHOTO JABJIEHUS TPU MPEKIECBPEMEHHOM CHHOCTO3UPOBAHUU
YyepenHblX MBOB. HecMOTps Ha HalM4yue XapaKTepHOTO (PEHOTUIMHYECKOTO
KOMIUIEKCA, BapUaOENbHOCTh KIMHUYECKOW KapTUHBI MOXKET 3aTpPYyIHATh
PAaHHIO JHMArHOCTUKY cUHApoOMa. TemM He MeHee IIpU CBOEBPEMEHHOMN
XUPYPru4ecKOMd IOMOIIM HPOrHO3 B LEJIOM CUUTAETCS OJaronpHsITHBIM:
OOJIBIIMHCTBO TNAIMEHTOB MOTYT HMMETh HOPMAJIbHYK WIM OJU3KYI0 K
HOPMaJbHOM TPOJOJDKUATEIBHOCTh KU3HU. Kpome TOro, CBOEBPEMEHHO
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MIPOJICUCHHBIC JIETU WMMEIOT JYy4llMe IIAHCHhl HA COIMAJbHYIO aJanTaluio U
COXpaHEHUE KOTHUTUBHBIX (DYHKIIHIA.

?ﬁ"’ £

A
- £

Pucynox 25 — BuemmHuii Bua manueHTa ¢ CHHApOMOM Armepra: aedopMaius
yeperna 3a CYeT CHMHOCTO3a KOPOHApHBIX IIBOB C 2 CTOPOH, Opaxwuiedanus,
00JIBIION POAHUYOK CMEIIEH KIepeau Ha JI0O, TUMoIia3us opoOUT U CpeaHei
TPETH JIMLA, 3al1aBIIas NEPEHOCHIA, KIIFOBOBUAHBIA HOC, MUKPOTHATHS, HU3KO

PAaCIIOJIOKCHHBIC YIITHBIC PAKOBHUHEI.
o

26A 26b
Pucynok 26: 26 A — Cunnaktunus Kucten; 26b — CHHIaKTUIUS CTOI

Domo npedcmasneno ¢ paspeuilenus 3aKOHHbIX npeocmasumerei

CHUHJIPOM IIOANDDEPA 2 TUTIA

Cungpom Ildaitdpdepa (akpouedanocungaktwus tuna V, MKB-10:
Q87.0, OMIM #101600) — penkoe HacneACTBEHHOE 3a00JICBaHUE C IIHPOKUM
CIEKTPOM KJIMHHYECKUX TMPOSIBICHUH, OTHOCAIIEECS K CHHIPOMATBHBIM
KpaHuocuHOCTO3aM. Hambonee wacto BcTpedaromme NpU3HAKK BKIIOYAIOT:
KpaHuodacuuaabHbIA TU30CTO3, TUTIEPTEIOPU3MOM, K30 TATbM, THITOTLIA3HIO
BEpXHEHU YeTIOCTH, HapyIICHHE CITyXa, aHOMaTbHOE Pa3BUTHE KOHEYHOCTEH U, B
TSOKENBIX CIydasx, HapylieHHe HeHPOIICHXMUECKOro pa3BuTus. Yacrora
BcTpeyaeMocTu cocrtaBisier 1 cimywaii Ha 100 000 HOBOpPOXIECHHBIX, BHE
3aBHCHMOCTH OT Pachl, HAITMOHATLHOCTH U TIOJIA.

Cungpom I[ldaiipdepa nmeer xapakTepHOe ayTOCOMHO-JOMHUHAHTHOE
HacjenoBanue. Yare Bcero pazButue o0ycioBiieHo aedektamu B reHax FGFRI
u FGFR2, KOTOpble OTHOCSITCS K CEeMEHCTBY (hakTopoB pocTta (hudpobdaacToB
(FGF — fibroblast growth factor receptor) u KOAMpYIOT OEIKH PEIENnTOPOB
dakTopa pocta ¢GubpodmacToB 1 M 2 COOTBETCTBEHHO. DTHU PELENTOPHI B
OCHOBHOM YYaCTBYIOT B TpaHC(OpMAIUH TUTFOPUTIOTEHTHBIX CTBOJIOBBIX KIIETOK
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B 0CTE00JIaCTHI B IPOIIECCE IMOPHUOHAIBHOTO pa3BUTHA. MyTalluu B 3TUX FeHax
MOTYT MPUBECTH K JIIUTEIILHON Tiepeiaye OETKOBBIX CUTHAIOB, YTO IPUBOJIUT K
IPEXACBPEMEHHOMY CPAIIMBAHUIO KOCTEH Yepena v HEMPaBUIBHOMY Pa3BUTHIO
KOCTEN KOHEYHOCTEH.

Cunnpom Ildaiidbdepa I Tuna ceszan ¢ myranusimu B reie FGFRI u
FGFR2, a cuanpowm Ildaiiddepa II u Il Tunos o6ycnoBieH MyTalusiMu B reHe
FGFR2. Mytaniuu B reHe FGFRI BbI3BIBaIOT TOJIBKO HEOOJBIIONW MPOILICHT
ciydaeB cunapoma l[ldaiidpdepa tuna I m 0OBIYHO HE CBS3aHBI C JAPYTUMH
Tunamu. Yerslpe OCHOBHbIE MyTaunu FGFR2 OTBETCTBEHHBI 34 TSKEIIbIE
dopmbl cuHApOoMa, Torma kKak wmytamus FGFRI OObIMHO TPUBOAUT K
OTHOCHUTEJILHO JIETKOMY (DEHOTHITY.

B oTnenbHy0  MaTOT€HETUYECKYI0  TPYIIY  BBIAEHSIOT  CHHIPOM
[lpaiipdepa, nmpuumHOl KOoTOporo sABisercss Mmyrtauus de novo. Puck ee
BO3HHKHOBEHUS MOBBIIIAETCS Y JNETEH, POXKICHHBIX B CEMbE, I'/IE OTEL CTapLIE
35 ner.

KJIMHUYECKUHU CIIVYAH

HeBouka X., mepBas W3 JBOWHH, poAWiiacb OT Marepu 37 JeT ¢
OTATOLLIEHHBIM TMHEKOJIOTHYECKUM aHaMHE30M (5 MEIUUUHCKUX adOopTOB), OT
8-i1 oclOKHEHHON OepeMeHHOCTU (OMxopuanabHasi OMaMHUOTHYECKAsl TBOMHS,
yrpo3a MpepbIBaHMs, UCTMUKO-LIEPBUKAIBHAS HEAOCTaTOYHOCTH), 3-X POJIOB.
Ha 29-#1 Henene rectaiuu y 0JJHOTO U3 IJIOAOB IIPU CKpUHUHTOBOM Y 3U ObUIN
BBISIBJICHBI TMpPU3HAKKA MPEXKIECBPEMEHHOIO CpalleHHs KOCTeW uepena H
JULEBOr0 1U30cTo3a. Poopaspenienre mpoBOUIIOCh ONIEPAaTUBHBIM MMyTEM Ha
cpoke recrauuu 34 Henenu. llpu poxkneHnn onucbiBaeMasi NalMEHTKA UMeEa
Maccy tena 2570 r, nnuHy Tena — 47 CM, OKPYXXHOCTh TOJIOBBI — 34 cwM,
OKPYXXHOCTh Tpyau — 33 cM, olleHKy no mkaine Anrap 4/6 6amios. CoriacHo
TabauIam INTERGROWTH-21 AHTPOIIOMETPUYECKHUE IIOKa3aTeaun
COOTBETCTBOBAJIM FECTALlMOHHOMY BO3pacCTYy.

YMmepenHnast acukcus B pojiax, BEIpaKEHHBIC AbIXaTEIbHbIC HAPYIIICHUS
Y BPOKIAEHHBIA NOPOK Pa3BUTHS B BUJIE JIMLIEBOTO AU30CTO3a ApryMEHTHUPOBAIN
HEOOXOUMOCTh MPOBEACHUS PEaHUMAIIMOHHBIX MEPOIPHUSITHH B POIUIBHOM
3ane, BKIroYaroniue uHTyOammio Tpaxen u WBJL. CrnoxHOCTh peaHumanuu
yCyryousiiach pa3BUTHEM PECHUPATOPHOTO TUCTPECC-CUHAPOMA, TPEOYIOIIEro
MHCTUJUIALIMK K30TeHHOTO cypdakTtanta. CocTossHre peOeHKa paclieHUBaJIOCh
KaK KpaiiHe TsKesoe, B CBS3U ¢ 4eM AeBouka X. Obuta nepeegeHa B OPUTH.

B  xome  ocMoTpa  OTMEYalUCh  MHOXKECTBEHHBIE  CTUTMBI
au3dMOpHoreHe3a: OalleHHBIM uepen, 3K30()TajabM, CKOIIEHHBIA 3aThLUIOK,
JUCIUTACTUYHBIE  YIIHBIE  PAaKOBHUHBI,  yKOpO4YeHHe  Ier.  MeTosl
HEWPOBU3YAIM3aLUA  JEMOHCTPUPOBAIM  IPU3HAKHM  OPTraHUYECKOTO U
TMIOKCUYECKU-UIIEMUYECKOTO TOPAKEHUS TOJIOBHOIO MO3ra, a TaKxKe
rugpouedanuu. beuma mnposemena 3D-KT kocrteil uyepena, BBISIBICH
OMKOPOHAPHBIA M OWISIMOIOBUIHBIN CHHOCTO3BI, (pOpMUpOBaHUE dYeperna IO
TUITy "NHCTa KJIeBepa' ¢ YIJIOIIEHHEM Yepena B IEpeHE-3aJHEM HallPaBIICHUH,
a TaKXke CyXKeHHe OOJIbIIOTO 3aThIJIOYHOTO OTBepcTUs. Bombioil poaHuYoK U
CarMTTAJIbHBIN IIOB MPEJICTABISIM COOOM €QUHBIM AUacTa3 KOCTEH IIMPUHOU

86



30-35 mm. Taxke ObTM OOHApYKEHbl AHOMAJIMU JIMIIEBOTO CKEJeTa:
TUNOIUIA3Usl HOCOBBIX KOCTEH, JIOKHBIA HKk30¢TansMm. [lo  3akimodeHuro
OTOJIAPUHIO0JIOTa y JAEBOYKHA MMEIM MECTO aTpe3usl X0aH W HEIOJHas aTpe3us
HapyXHBIX CIIYXOBBIX MpPOX0JA0B. lloMUMO 4YepenHoO-IUUEBBIX AHOMAJIHIA
oOpamaii BHMMaHUE W3MEHEHHUS KOHEYHOCTEH B BHJI€ YAJUHEHUS U
YTOJIIICHUS TIEPBBIX NaNblIeB KUCTEN U cTom (puc. 27).

B naunamMuke oTMeUanoch YXYIUIEHHE COCTOSHUSI C HapacTaHUEM
MBIIIEYHON JUCTOHUU U yTHETEHHEM CO3HaHuA. B pe3ynbrarax mabopaTopHBIX
UCCJIETIOBAaHUIM OTMEYAIMCh aHEMUS, JICHKOIIMTO3, TPOMOOILIUTO3 U MOBBIIICHUE
moKasatelsield ocTpoda3HbIX OCIIKOB.

OcobenHocty (peHOTHIA apTyMEHTHUPOBAIM KOHCYJIbTAlUIO peOeHKa
T€HETUKOM C TOCIEAYIOIMIMM MOJIEKYJISPHO-TEHETUYECKUM HCCIIEIOBAaHUEM.
[1oMHOSK30MHOE CEKBEHHPOBAaHUE NOATBEPAMIO HAJUYME IATOrN€HHOrO
Bapuanta B reHe FGFR2, 4yTo B COBOKYNHOCTH C KIMHUYECKON KAapTUHOU
MO3BOJIJIO YCTAaHOBUTH AuarHo3 cuuapoma lldaiidpdepa 2 tuna. B cBa3m c
COXPAHSIOIIEHCS JIbIXaTeIbHON HEJOCTaTOUYHOCTHhIO PEOEHOK HaxoJuwics Ha
UCKYCCTBEHHON BEHTWJISILMU JIETKMX B T€YEHUE 5 MECSLEB C MOCIEAYIOIIUM
HAJIO)KEHUEM TPAaXeOCTOMBI. J{J1s1 KOppeKIUN aHEMUHU TPeOOBaJIOCh TPOBEICHUE
4 remotpaHchy3Hid.

B xone munammueckoro KT-uccnegoBanus ¢ 3D-pekoHCTpyKuuen
OTMeYajach MPOTPECCUPYIONIasl TUApoLedanus, YTO SIBUJIOCHh MOKa3aHHEM K
BBIITOJTHEHUIO JIBYyCTOPOHHENW KPaHMOTOMHMM B Bo3pacte | mecsma 20 nmHEW.
OpHako onepaTMBHOE BMEIIATEILCTBO HE MPUBEJO K MOJHOW HOpMAaU3ALMH
COCTOSIHMS, M 4epe3 2 HeAend ObUla  BBIIOJHEHA  HMMIUIAHTALUS
BEHTPUKYJIONEPUTOHEAIBHOTO  IIYHTa C  MOJOXHUTENbHBIM 3 (eKToM.
KontponrHoe  oOcnemoBanne uepe3 2 Mecslla TOCiI€  OINepaluu
IPOJAEMOHCTPHUPOBAJIO YMEHBIICHUE MPU3HAKOB ruaporedanuy,
BECHTPUKYJIOMETAIMM W  [EPUBCHTPUKYJISIPHOU  JIEMKOMASALMU.  Takxke
HaOJI0JAIOCh YIIYYILIEHHE B HEBPOJOTHYECKOM CTaTyCe: perpecc CHHApoMa
yraerenns [{HC u nonmoxxutenbHast TuHaMruKa B MOTOpHOM pa3Butun. Ha done
MIPOBOAMMOM Tepanuu oTMeYanach HOpMaIN3allks OKa3aTeIei TeMOTrpaMMBl.

B Bo3pacte 4 MecsieB peOeHOK ObUT BBIITHCAH JOMOMW C NMpHU3HAKaMU
3aIep KK (PU3UUECKOTO W TICHXOMOTOpHOTO pa3Butus. B Bo3pacte 3 et 10
MECSILIEB COCTOSIHUE peOEHKa OCTaBajOCh CTAOMJIbHBIM, OJIHAKO COXPAHSJIOCH
3HAUUTEILHOE OTCTABAaHUE B HEPBHO-NICUXMYECKOM pa3BUTUU. OlleHKa IO
mkaie bennu-111 nmokasana ypoBeHb pa3BUTHsL HUKE CPEIHETO.

JHUATHO3

Cunnpom Ildaiiddepa 2-ro Tuna. [uarno3 noaTBEpKIeH MOJIEKYJISIPHO-

T€HETUYECKUM METOOM.

JTA®DEPEHI[HMAJILHBIV TUATHO3
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Cungpom Ildaiipdepa 2 Tuma mnpeactaBisger coOOH TAKEIYIO
MaTOJIOTHIO, OTHOCSAIIYIOCS K  Ipymme FGFR-acconumupoBaHHBIX
KPaHUOCUHOCTO30B, C KOTOPHIMH B IEPBYIO ouepeilb TpeOyeTcs MPOBOAUTH
nuddepeHnmanbapii quarsos (taosm. 10).

Ta6muna 10. JIuddepenunanpHas quarnoctuka cuuapoma Ildaiiddepa
2-ro THUIA.

Cunapom Oo0mme yeprnl ¢ | KiroueBble oTiinuns I'eneruka
Haiidpdepa 2
THUIA

[lpaitdpdepa 2 Tumna | KpanunocuHocTos, FGFRI, FGFR2
(OMIM #101600) TANOTIIA3US

cpeliHen JacTu

IMua, aHOMAJIUU

KOHEYHOCTEN
Anepra (OMIM Kpanuocunocros, Cunnaxktuus no tuny | FGFR2
#101200) TUIIOIIA3Usl  JIMIa, | 'mepyarku” (2-5

CUHJIAKTUIIUS TMaJIbIbI CpalllCHBbI),

MEHEEe  BBIPAKCHHAsS
nedopmarus yeperna

Kpy3ona (OMIM Kpannocunocros, Her anomanmii | FGFR2, FGFR3
#123500) 9K30(TaIIbM, KOHEUHOCTEH,
TUIOIIIa3us XapakTepHbl TJa3HbIC
BEpXHEHN YEIIOCTH | CHMIITOMBI
(TumepTenopusM,
CTpabusm)

Kapnenrep (OMIM | KpaHnocuHoCTO3, Oxwupenue, nopoku | RAB23, MEGF8

#201000) CUHIAKTHUIINSA, cepaua,
TTOJTUTAK THITHS npeakcualibHas
MOJTUIaKTUIINS
IIporepouiHblii Kpannocunocros, CHMXEHHOE SLC25A24
CHHJIIPOM THIOTUIA3UST  JIWIIA, | KOJTHYECTBO
®onteiina (OMIM aHOMAaJTUHU IMOAKOKHOM
#612289) JTUCTANIbHBIX (hajaHr | KJIETYaTKH, cTapyecKas
BHEIIIHOCTh
ObBCYK/[EHUE
Cunapom Ildaiipdepa II Tuma npencrapiser cobol TsKENOE
HaCJICACTBECHHOC 38,60JICB8,HI/I€, O6YCJIOBJ'I€HHO€ MHOKECTBCHHBIM

PEXKJIEBPEMEHHBIM CHHOCTO30M  YEPEMHBIX IIBOB. OJTO NPHUBOAUT K
BBIPAKEHHOM JedopMalii 4Yepena Mo THUIY «IHCTa KIIEBEpay», pPE3KOMY
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YMEHBIIEHUIO  BHYTPHUUEPENHOIO  0oObeMa M BBICOKOMY  PHCKY
AKHU3ZHEYTPOXKAIOUINX OCIOXKHEHUH. B psne ciayyaeB aHOMalInM KOHEYHOCTEH
OTCYTCTBYIOT, UTO CYIIECTBEHHO 3aTPYAHSIET PAaHHIOIO JUATHOCTUKY.

[TaTOrHOMOHUYHBIM TMarHOCTUYECKUM MAPKEPOM CUUTAETCS BBISIBICHUE
XxapakTepHoi nedopmanuu uyepena npu npeHatanbHoM Y3U. Opnako i
OKOHYATEJIbHOTO  MOJTBEPXKIEHUS JMar€Ho3a HEOOXOAUMO IPOBEJIECHUE
MOJIEKYJIIPHO-TEHETUYECKOTO aHallu3a, KOTOPBIM dYalle BCErO BBIABISAET
myTtaiuu B rene FGFR2, pexe — B rene FGFRI.

B onmcannom ciydae y peGEHKa BBISIBICHBI BCE yKa3aHHBIC MPOSBICHUS:
aedopmalus yeperna 1no TUIY <«JIMCTa-KIeBepay, Tuaponedatis, HapacTaromas
BHYTpHUUYEpEIHAs TUIEPTEH3Us, aTpPe3usi XOaH, HEMOJHas aTpe3usi CIyXOBOTO
poxoja, pacxopsuieecs: Kocoriaszue. KommbroTepHas ToMorpadus KocTei
yeperna  MNO3BOJWIA  BU3YaJU3UPOBAaTh  MPEKIAEBPEMEHHBIM  CHHOCTO3
KOPOHapHbIX M JIAMOJOBHJIHOTO IIIBOB, a TaKXe CY)XEHHOE OOJbIIoe
3aTBUIOYHOE OTBEPCTHE, YTO OBbUIO OYEHb BAXKHO TMpPH IJIAHUPOBAHUU
XUPYPTrUYECKON KOPPEKLUH.

Jleuenne  cunapoma Ildaiidpdepa ocraércss  NTpPEeUMYIIECTBEHHO
CUMIITOMaTHYECKUM: paHHsA HEHpOXUpyprudeckas KOppEeKLUs
KPaHUOCHHOCTO3a W Tuapouedanny, BKIOYas BEHTPUKYJIONEPUTOHEATbHOE
IIYHTUPOBAaHUE, CIOCOOCTBYET  CHIKEHUIO  JaBJICHUA U perpeccy
HEBPOJIOTMYECKUX CHUMNTOMOB. HecMOTpsi Ha MNpOBOAMMYIO Tepamuio, y
nauMeHToB ¢ cunapomoM Ildaiipdepa II Tuma moutm Bcerma oTMevaroTcs
TSKENBIE HEBPOJIOTMYECKUE HAPYIIIEHUS U BICOKUW PUCK PAHHEH JIETaIbHOCTH.
B ortnuume ot cunapoma lldaiiddepa 1 Tuna, npu KOTOPOM HHTEIUIEKT U
MPOJIOJKATENTBLHOCTD KU3HU MOTYT COXPaHAThCA, MPOrHo3 npH I Tune ocraéres
HEOIaronpUsITHBIM.

Taxum o6pazom, cunapom [daitbdepa Il Tuna xapakrepuzyercs TAKETBIM
KJIMHUYECKUM TEYEHHEM U TpeOyeT KOMIUIEKCHOTO MOAX0/Aa K BEICHUIO
MALMEHTOB. B mepcrnekTuBe pa3sBUTHE TapreTHBIX METOJIOB JICUEHHSI MOXKET
YIIy4IIUTh IPOTHO3 U KAYeCTBO KU3HU OOJIbHBIX.
domo npedcmasneHo ¢ paspeuienus 3aKOHHbIX npedcmasumeneti

Pucynok 27 — ®enortun pebenka c¢ cunapomom lldaiiddepa 2-ro tumna:
aHOMaJUsl Pa3BUTHUS JICBOW KOHEYHOCTH B BHUJC YIJIMHEHHS W PaCHINPEHUS
MIEPBOTO TaJIbIa CTOIIBI
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Pazoen 3. OBMEHHBIE 3A50/IEBAHUA
BOJIE3Hb KPABBE

bonesur  Kpab6be (MKbB-10: E75.2, OMIM #245200), wmm
IO0OUTHOKIIETOYHAs JIeHKoaucTpodus, MpeacraBiseT coboi peakoe (1-2
cnydas Ha 100 000 HOBOPOXIEHHBIX JAETeH), HO KpalHE TsHKENIoe
HaCJIeICTBEHHOE 3a00JieBaHUE IIEHTPaNbHON M mepudepudeckoil HepBHOU
CUCTEMBI, 00ycloBieHHOE JedunuToM (epMeHTa TranakTouepedpo3unaasbl
(GALC, galactocerebrosidase). 2TO TeHETHYECKH JIE€TEPMUHUPOBAHHOE
HapylieHue 0OMeHa JUUAO0B IPUBOIUT K Pa3pyIICHUIO MUEITMHOBOM 000JI0YKH
U TIPOTPECCUPYIONIEH JeMHUEIMHU3AINHN, YTO BBI3BIBAET OBICTPOE yXyALICHUE B
HEBPOJIOTUYECKOM CTaTyCe M B OOJBIITMHCTBE CIy4YaeB MPUBOAUT K JIETATEHOMY
MCXOMY B IETCKOM Bo3pacTe. HecMOTpst Ha OorpaHUYeHHOCTH CydaeB, 00JIe3Hb
Kpabbe 3aHumaeT 3HaYMMOE MECTO CpeAu JEHKOAUCTpo(duil BBHIY CBOEH
BBICOKOU WHBAJIHMIU3UPYIOIIEH CHOCOOHOCTH u OTpaHUYCHHBIX
TEPaNeBTUYECKUX BO3MOXKHOCTEH.

CoBpeMEHHbBIE JaHHBIE CBHJETEIBCTBYIOT O IIHPOKOM  CIIEKTpE
KJIMHAYECKUX TPOSBICHUNA M TETEPOreHHOCTH MYTallui, BBISBISIEMBIX Y
NAlMEHTOB U3 pA3JIMYHBIX MOMYJSALMUA, YTO 3aTPYJHSET CBOEBPEMEHHYIO
JUArHOCTUKY W TOJI0Op ONTUMAJIbHOW Tepamuu. B TO ke BpeMs akTHBHOE
Pa3BUTHE HOBBIX JMATHOCTHYECKUX M TEPANEBTUUECKHX IMOJXO0JOB, BKIHOYAs
TeHHYI0 TEpamui0 U METOJUKH DAHHETrO CKPUHHWHTA, BCEJSET HAJekKAy Ha
CYLIECTBEHHOE YJyUIIeHHE MPOrHO3a y MAallMeHTOB C 3TOM MaToJIOTHEH.

OCo0eHHO aKTyaJlbHBIM SIBISIETCA  JCTAlbHOE W3YYCHHE TEUCHHS
nHpanTuiIbHOH QopMbl  OonesHu KpabGOe, mnposBistomieiics B NEpBOM
MOJYyTOAMMA KU3HU, YTO TIO3BOJISIET pa3paboTaTh CTaHIAPTU3MPOBAHHBIC
KPUTEPUU JUATHOCTUKH U OIICHKHU MPOTPECCUPOBAHUS 3a00ICBaHMUS.

KJIMHUYECKUH CIIVYAA

B Bo3pacte 11 mecsnes manbuuk T. 6611 rocnutanmsupoBan B OPUTH
MHOTOMPO(PUIHHOTO JETCKOTO CTAI[MOHAPA B CBSI3M C HAPACTAIONICH OBIIITKOMN
U CyJOPOXHBIM CHHApOMOM. M3 aHamHe3a »XWU3HH HM3BECTHO, YTO PEOCHOK
pOIMIICS HEIOHOIIEHHBIM Ha cpoke recraiuu 33 Hegenud. C  poxaeHUS
HaOMIOAQJICS Y CHEIUATNCTOB C TMPU3HAKAMHU THIIOKCHYECKHU-UIIIEMUYECKOTO
nopaxkenus [[HC, ruapounedanbHOro cuHapoMa W TOHYCO-IBUTATEIBHBIX
HapyIIeHW! 0 TUIYy CHacTU4eckoro terpamapesa. C 6 MecsieB 0TMeUaaoch
IPOTPECCUPYIONIEE YXYAINICHHE MOTOPHOTO U IICHXOPEYEBOTO Pa3BUTHS,
BMU30/IbI PE3KOTO TUTIaYa, TOSIBICHHUE CYJOPOKHBIX TPHUCTYIIOB, YTO TTOCITYKHIIO
ocHoBaHueM Jyist iposeaeHust MPT roioBHOro Mo3ra, BbISIBUBILIETO U3MEHEHHUS,
noj03puTeNbHbIe Ha 60sie3Hb KpabOe. B Bo3pacrte 8 MecsiieB pedeHOK IepeHec
BHEOOJIbHUYHYIO TTHEBMOHHUIO, IIOCJIE€ KOTOPOW JUIMTENBHO COXPAHSUIUCH
cyO(deOpuibHas Temneparypa U IpU3HaKKU JbIXaTeIbHON HEOCTaTOYHOCTH. B
9 wMecsaueB peOEHOK ObUT MOBTOPHO TOCHUTAIM3HPOBAH MO HSKCTPEHHBIM
MOKa3aHUSIM C KIIMHUKOW HApaCTAIOMIEH OJIBIIIKY, TUITIOKCEMHH U TTOJ03PECHUEM
Ha THEBMOHHUIO.
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B xome ommchiBaeMoOl rocmuTaNM3aluu  ObUIO  TIOJATBEPIKICHO
PELUIUBUPYIONIEE TEUEHHE TNOJHMCETMEHTAPHON ITHEBMOHUU CMEIIAHHOM
OaktepuanibHOM dTHONOTHM (Acinetobacter pittii, Klebsiella pneumoniae,
Staphylococcus aureus), a TaKKe HaIu4Yhe KaHIUI03a KHIIEYHUKA W
cMmenaHHoi repriecsupycHoit undexuuu (Llutomeranosupyc, Bupyc I01mTeitH-
Bbapp). [IpoBoguiucey KYpPCBhI WHTEHCUBHOU aHTHOAKTEPHATHHOM,
OPOTUBOIPUOKOBOM M NPOTMBOBUPYCHOM  Tepaldhd C  YaCTUYHOU
MOJIOKUTEIIBHON JUHAMUKOM.

Ha ¢one mporpeccupyromero  HEBpPOJOTHYECKOTO  AeduInTa
ChOPMHUPOBAIIUCh  TSOKETBIE  OCIOXKHEHHS: CIACTUYECKas TETparliers,
NceBAO0YNBOApHBIN CUHAPOM, TpyOas 3aJep’KKa MCUXOMOTOPHOIO pPa3BUTHS,
JbIXaTelibHasi HEIOCTATOYHOCTh IEHTPAIBLHOIO M TNepudepruyecKkoro reHesa,
TpeOyrolas NOCTOSHHOW pecnupaTOpHON mNoaaepkku. B cBs3u ¢ yrparoit
CaMOCTOSITEIIbHOTO TJIOTaHUSI U BBICOKUM PUCKOM aCIIUPAIUU ObLUIN BBITIOTHEHBI
MIOCTAHOBKA MOCTOSSHHOW TPaXEOCTOMbBI M 3HIOCKOMUYECKH aCCUCTUPOBAHHAs
ractpoctomusi. Cymopor Ha (QOHE MPOTUBOCYJAOPOKHON Tepanuu He
oTMeyanoch. lIuTaHWe OCYHIECTBISIOCh SHTEPAIBHO 4YEPE3 TracTPOCTOMY
CHEIUATU3UPOBAHHBIMU  aHTUPE(IIOKCHBIMA  CMECSMH, C IOCTEIEHHBIM
yYBEJIMUECHUEM 00beMa.

B kiamHMYecKoil kapTUHE HaOMIOAAIOCh IMOCIEeI0BATEIbHOE YTHETEHUE
1epedpaibHON W JIBUTATEIbHOM aKTHUBHOCTH, OTCYTCTBUE JBUTATEIbHBIX
peakiuii, XpOHUYECKOE HapyIlIeHHE CO3HaHMs (YMEpEHHass Koma IO IIKaje
I'mazro 6 6amnoB), cumnToMm I'pede, runepcanupaiusi, OTCYTCTBUE (PUKCALIMH
B3msiia. Ha  OCHOBaHMM — KJIMHUKO-UHCTPYMEHTAJIbHBIX  JAHHBIX, TJE
pEHIAOINIYI0 POJIb ChITPAU XapakTepHas HEBPOJOTHMYECKass CUMIITOMATHKA U
MPT-npuszHaku 1eMueIMHu3aIuu, ObUT BhICTaBJICH quarno3 — bosiesus Kpadoe.

Ha MOMEHT BBINMCKH COCTOSIHHE pAaCLEHUBAIOCh KaK TSXKEIOE,
OTHOCUTEJILHO CTa0MIbHOE Ha (DOHE MATITMATUBHOTO BEICHUS, C BHIPAKEHHBIM
HEBPOJIOTUYECKUM JIS(DUITUTOM U TTOTHOM 3aBUCUMOCTHIO OT arnmapaTtHoit IBJI.
[To xemanuto poautenet mampuuk T. Obur mepeBegeH B OPUTH B
MHOTONPOMIBHBINA JETCKUN CTalmoHap ropoaa ['po3HbIN g JanbHEHIIero
HaOMIOACHUS W TNaUTMATUBHOW  moMmommu.  [IporHo3  mnust  Ku3HH
HeOIaronpUsI THBIN.

JHUATHO3

bone3nb Kpab6e (ramakTo3uIIepaMUIHBINA JINITHI03,
I000OUTHOKIIETOUHAS JIeHKoauCcTpodusi, ocTpas aeTckas popma).
JTU®DEPEHI[HAJIBHBIH JTHATHO3

Huddepennpanbupiii guarHo3 6one3nu Kpabbe Tpebyer MCKIHOUYEHUs
JIPYTUX HACJEICTBEHHBIX JIEMKOAUCTPpOhUN U MeTabOoIMYeCKuX 3a00JIeBaHU,
MNPOSABJISIONIMXCA CXOAHOM KIMHUYECKOW KapTUHOW — IPOTrPECCUPYIOLIECH
JNEMUEIIMHU3ALNEH, HEBPOJIOTMYECKUM  PErpeccoM U XapaKTepHBIMU
m3MenenusMu Ha MPT romxoBHoro mosra. K oCHOBHBIM 3a00j€BaHMSAM, C
KOTOPBIMH ~ HEOOXOIMMO  TPOBOAUTH  AU(GEpEHITHANUI0,  OTHOCATCS
MeTaxpoMaTuyeckas nenkoguctpodus, aJIPEeHOICUKOTUCTPOdus,
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neitkonuctpodusa Ilankepra, a Takke HEKOTOpPHIE MEPOKCHUCOMAIbHbIC
HapYUIECHUS U MYKOTIOJIMCAXapU 103bl.

BaXHBIM  JMarHOCTUYECKUM KPUTEPUEM  SIBIIACTCS  MOJIEKYJISIPHO-
TeHETUYECKOE MCCIIE0BaHKE, TTO3BOJISIONIEE BRISIBUTh MyTaluu B rene GALC,
OTBETCTBEHHBIE 3a pa3BuTHe Oone3nu KpabObe, 4To CyiiecTBEHHO 0OJierdaer
muddepeHIUpoBKY C APYTUMH JIEUKOIUCTPOPUSMHU, UMEIOIIUMH Pa3IUYHbIC
reHeTudeckue Mapkepbl. Kpome Toro, OHMOXMMHYECKOE HCCIEAOBAHHE
aKTUBHOCTH (pEpMEHTa TallakTolepeOpo3uaa3bl B KPOBU U KYJIBType
(buOPOOITACTOB ABISAECTCS KIFOYEBBIM METOIOM JIJIsI TOATBEPIKIACHUS JUArHO3a U
HCKITIOYEHHSI TIOX0KHUX MO0 CUMIITOMATHKE 3a00JIeBaHUM.

Knunndeckre 0COOCHHOCTH, Takhe Kak paHHEe Hadajao 3a0oJjeBaHUS,
OBICTpPOE TPOTPECCHPOBAHUE HEBPOJOTHMUECKUX CHUMITOMOB M XapaKTEpHBIC
JaHHBIC HEHPOBHU3yaM3aIliH, TakK)KE IMOMOTAIOT B TOCTAHOBKE MPABUIBLHOTO
JMarHo3a ¥ WCKJIIOYEHUW JIPYTUX  TATOJIOTHM,  COMPOBOMXKIAIOUIUXCS
nerkoaucTpodueit.

KoMrnekcHbli  MOAXOMA,  BKIIOYAIOIIMM  KIMHUYECKYIO  OICHKY,
OMOXUMHUYECKHUE TECTHI U MOJICKYJIAPHO-TEHETUYECKYIO TUATHOCTUKY, SIBIISIETCS
HEOOXOIUMBIM JIJII TOYHOTO pacro3HaBaHusi Oone3nu Kpabbe u BbIOOpa
aJICKBaTHOM TaKTUKH JICUYCHUSI.

OBCY)K/IEHUE

[IpencraBiieHHBI KIMHUYECKHM CIydall OTpa)KaeT TUIUYHOE TEUYCHHE
ocTpoil uHanTIbHON popMbl Oosie3Hn KpabOe, xapakTepusyrolencs paHHUM
e0I0TOM, CTPEMUTEIHHBIM MMPOTPECCUPOBAHNEM M KpaiiHE HEOIaronmpusITHBIM
nporuo3oM. B xonme nHaOmogeHus pedbeHok T. mOposBUI  KIIACCUYECKUMA
CUMIITOMOKOMILJIEKC JAHHOTO 3a00JI€BaHMsI, @ UMEHHO: 3a/IeP>KKy MOTOPHOTO 1
MICUXOPEUEBOTO  Pa3BUTHSI, CYJOPOXKHBIH CHHIPOM, TPOTPECCUPYIONIYIO
CIACTUYECKYIO TETPAIUICTHIO U TICEBI00YIOAPHBIN CHHAPOM.

Oco0oe 3HaueHHWe B JIMAarHOCTHKE CHITPAIM HEHUpPOBU3YyaTU3AIIMOHHbBIE
JaHHBIC, TOATBEPAUBINNE Hamuyue AUPGY3HOH TeMUETMHU3AIUKA OeIoro
BEIIECTBA, XapaKTEPHOU IS TII000MTHOKIIETOUHOH JietikoaucTpoduu. Crienyer
OTMETHUTh, 4YTO paHHee mnposeaeHue MPT y gerel ¢ momo3peHUEM Ha
HACJICJCTBEHHBIC  JICUKOIUCTPOPUHM TO3BOJISIET CYIIECTBEHHO YCKOPHTH
MpOIleCC TOCTAHOBKM JWAarHo3a M Ha3HAYUTh MOJICKYJIIPHO-TEHETUYECKOE
UCCIICJIOBAaHNE, SIBISIONICECS «30JO0THIM CTaHAApTOM» s BepUpHUKAIUU
NaTOJIOTHH.

B manHOM citydae auarHo3 ObLT MOCTaBIIEH HA OCHOBAHUU KIMHUYECKOM
KapTUHBI M PE3yJIbTaTOB MHCTPYMEHTAIBHBIX HCCIICA0BaHMA. PeOCHKY OBLIO
PEKOMEH/IOBAHO TMPOBEICHUE MOJIEKYISIPHO-TEHETHUECKOTO HCCIICIOBAHMS,
OJIHAKO B CBSI3U C €r0 OTHE3J0M B JIPYroil ropoj Mbl HE BiajeeM HHPOpMaLIHe
0 ero pesyibrare. MHTEpecHO, YTO JaHHBIE POCCUUCKHX MCCIECIOBAHUN
YKa3bIBAIOT HA HATMYKE CIIENU(PUIECKOTO CTIEKTpa MyTalluid, XapaKTEPHBIX JIJIs
Haleil TEepPpUTOpUM, UYTO TIOMYEPKUBAECT HEOOXOJUMOCTh BHEIPCHUS
HAIMOHATHHBIX TTAHEJICH MOJIEKYJISIPHOTO CKPUHUHTA.

Tsxenoe TedyeHwe 3a00€BaHUS B COUETAHWU C PEIUTUBHUPYIOITUMU
WH(EKITMOHHBIMA OCJIOKHEHUSIMHA, B TOM YHCJIE MHEBMOHUSMHU CMEIIaHHOU
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OaxkTepuaIbHOW STHOJOTHH, KAHAMI030M M TEPIEeCBUPYCHOW WH(EKIHEH,
YKa3bIBAIOT Ha pPa3BUTHUE BTOPUYHOIO HUMMYHOAEPHUIIUTA Y OMHCHIBAEMOTO
pebeHka, OOYCIIOBJIEHHOTO COYETAHHUEM  TSKEJIOrO0  HEBPOJIOTHYECKOTO
neduIrTa ¢ HAPYIICHUSIMU JIBIXaHUS U MUTAaHUA. JTU OCIIOKHEHUS! HE TOJIBKO
yCYTyOJsifOT HEBPOJOTUYECKUNA NEe(DUIIUT, HO U CTAHOBSTCS OJHOW W3 MPUYUH
JIeTaJbHBIX UCXOJIOB y MAIMEHTOB ¢ MHGaHTHIbHOU Gopmoit 6one3nu Kpabdoe.

[lannuatuBHasT TaKTUKa, peaju30BaHHAas B JAHHOM cliydae, ObLia
oOyCIIOBIIEHa TO3JHEH JTUArHOCTUKOM U  OTCYTCTBHEM 3S()(PEKTUBHBIX
MAaTOTEHETHYECKUX METOJIOB JICUCHHUS HA CTaJMM BBIPAKEHHBIX HEOOPATUMBIX
u3MeHEeHUH. XOTS TPAHCIUIAHTAIUS TEMOMOSTHYECKHX CTBOJOBBIX KIIETOK
JEMOHCTPUPYET TEpPCIEKTUBHBIE pe3yabTaThl MPU WX TPOBEIACHUH B
MPECUMIITOMATHYECKOM U PaHHEM CUMITOMAaTHYECKOM MIEPUO/IE, B YCIOBUAX
3HAYUTEIILHOTO HEBPOJIOTUIECKOTO Ne(PUIINTA U COMATHIECKIX OCIOKHEHUIA HX
3¢ (HEKTUBHOCTD CYIIECTBEHHO CHUKAETCSl.

TaxuMm 00pa3zom, IpeACTaBICHHBIN Cilydail MOATBEPKAAET KPUTUUECKYIO
BaXHOCTh M  HEOOXOJUMOCTb PAHHEIO  HEOHATaJIbHOIO  CKPUHMHTA,
HanpaBjieHHOro Ha BbisiBiieHUE Jnepunura GALC B gokimHudeckoi ¢ase, 4ro
OTKpPBIBACT BO3MOXXHOCTH JUIsI CBOEBPEMEHHOTO MPUMEHEHMsI Teparui,
CIOCOOHBIX 3aMEJIUTh WM B MEPCIEKTUBE MPENOTBPATUTH PA3BUTHE TXKEION
UHBaNIUIM3auun. KOMIUIEKCHBIN MEXIUCIUIIMHAPHBIN TOXO0, BKIIOUAIOIIUN
MeANaTpoB, HEBPOJOTOB, TEHETHKOB U CIEIHMATUCTOB IO MaJUTMATUBHON
MTOMOIITH, SIBJISIETCS KIIFOUEBBIM YCIIOBUEM ONTUMHU3AIIMN KAUeCTBA KU3HU TAKHX
MAIlMEHTOB U UX CEMEM.

D-2-THAPOKCUIJIYTAPOBAS ALITUAYPUS 11 TUITA

D-2-ruapokcurnyrapoBas auunypus Il tuma (MKbB-10: E72.8, OMIM
#613657) — manou3ydeHHOE U KpailHEe PeIKO BCTpeuaeMoe 3a00jeBaHUE U3
TpyNIbl HACIeACTBEHHBIX Ooiie3Heit oOMena BemiecTB (HBO), BbI3bIBacMoe
HapyLIEHUSMU B reHe IDH?2, CBSI3aHHOM c dbepmenTOM
M30LUTPATACTUIPOreHa30H 2. 3a0oieBaHKe Yallle CBA3aHO ¢ MyTaiuei de novo,
OJIHAKO BCTPEUAIOTCS CIIydaW HAcleJOBaHUs 3a00JEBaHUSA IO ayTOCOMHO-
JTOMUHAHTHOMY TUIy. MEXaHU3MOM pa3BUTHUS KIMHUYECKUX MPOSIBICHUM
BBICTYNIA€T  NATOJIOTMYECKOE  HAKOIUIEHWE  2-TUJIPOKCUTIyTapara B
OMOJIOTHYECKUX  KUAKOCTAX opraHu3ma. OCHOBHBIMU  KIMHUYECKUMHU
MPOSIBJICHUSMH, TIO3BOJIIIOIIUMU  3aMOA03pUTh  D-2-TUApOKCUTITYTapOBYIO
alUIypHIO, BHICTYIIAIOT HEBPOJIOTHYECKUE HAPYILICHUS, MBIIIICUHAS] TUTIOTOHUSI,
3a/Iep>KKa HEPBHO-TICUXUYECKOTO PA3BUTHS U KapIMOMUOTIATHSI.

3abosieBaHUE BXOJIUT B TPYIIY 2-THAPOKCUTIIYTAPOBBIX allUIypHid,
BKtoUaromux 4 naronoruu: L-2, D-L- u D-2-rugpokcurityrapoBbie alluaypun
[ u II Tuma.

V¥ nauuenTtoB ¢ D-2-ruapokcuriayrapoBoid auuaypueil II tuna yposens D-
2-TUJIPOKCUTIIyTapaTa BhIIIE, YEM Y MAIMEHTOB C | TUIIOM, 4YTO OOyCIaBIMBaET
OoJee TSHKENoe TeUeHHE 3a00IeBaHNs ¢ paHHEH MaHU(DeCTaIHeH.

D-2-rugpokcurnyrapoBas amuaypus Il Tuma accoummpoBaHa C
HEOIaronpusiTHBIM TPOTHO30M U KOPOTKOW TPOJOIKUTEIHHOCTHIO JKU3HU
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BCJICJICTBUE PAa3BUBAIOIIETOCS TMOJUOPTaHHOTO MOPAXEHHUs C pealn3auuei
CYJIOPOXKHOTO CHHIPOMA, TSKENIOH 3a/Iep>KKU HEPBHO-TICUXUYECKOTO Pa3BUTHS
U KapJAUOMHOIIATHH.

XapakrepHble s 3aboneBanus nopaxkenus [[HC omnpepensitorcss Ha
MPT u BriIIOYAIOT 3aJEPKKy MHUEIMHU3ALNM, YBEIWYEHUE JKENyI0YKOB H
cy0apaxHOUJAIbHBIX TPOCTPAHCTB, CYOANEHANMATbHBIE KUCThl U U3MEHEHHUS
CUTHAJIOB B O€JIOM BelecTBe, 0a3albHBIX FAHTIIMAX, TaJaMyce, TUIoTajaMyce,
4EPHOM CyOCTaHLIMM U OKOJIOBOAOIPOBOJIHOM CEPOM BEILIECTBE.

[TocunnpomHas Tepanusi, BHEAPEHUE W HapaOOTKa MCCIEAOBAaHUU IO
WCTIOJIb30BAHUIO TAPI€THOM Tepanuy BBICTYIMAIOT B KAY€CTBE MEPCHEKTUBHBIX
HaIpaBJICHUH, MO3BOJISIONIUX YJIYYIIUTh B OYJylIeM MPOTHO3 M KayeCTBO
KU3HU TMAIMEHTOB. D-2-TUApPOKCUTIyTapoBas aluaAypus HE BKIIOYCHA B
porpaMMy  pacHIMPEHHOTO HEOHATaJbHOTO CKPUHHMHIA, 4YTO TpedyeT
IPOBENICHUS] OMOXMMHUYECKOTO HCCIEIOBAaHUSI OMOJOTUYECKUX KUAKOCTEH H
TeHETUYECKON TaHe u '"HaclieICTBEHHbIC HapyIIeHUsT OOMEHa BeIllecTB" WU
MOJIHOTO 3K30MHOT'0 CEKBEHUPOBAHMUS JJIsI IOCTAHOBKH JIMArHO3A.

KIIMHUYECKOE HABJIFO/[EHUE

Manpuuk I'. oT Mmatepu 32-x niet ot 1-it 6epeMmenHocTH, 1-X ponoB. Poabl
Ha 41-ii Hexene recTalMM € OTXOXKIACHUEM MEKOHUAIBHO OKPAIICHHBIX
OKOJIOIUIOAHBIX BOJI 1 MEKOHMAJIBHOM acnupanneil. Macca tena npy poxIaeHun
2950 rpamm, nuHa 50 M, OKPY>KHOCTB TOJIOBBI — 34 CM, OKPY’KHOCTb TPYAHU —
34 cm, o mkane Anrap 6/7 OamnoB. Ilo tabmuumam INTERGROWTH-21
nokaszatenu (Quiznyeckoro pas3Butusi cpeaHue. CoctosiHue peOeHKa mpH
POXKJIEHUU TsKeNoe, 00yCIOBICHHOE Pa3BUTHEM aCIMPALMOHHONW THEBMOHUH,
cunapoma yruetenus [IHC. TspkecTs cocTosiHusl moTpeOoBajia cTabuiIn3aluu
COCTOSIHUSI B POJIMIILHOM 3aiie U HaOmoenus pedbenka B OPUTH. [1pu ocmoTpe
omnpezaensigach AuQdy3Has MbIIIEYHAss TUINOTOHUS, KOTOpas, Y4UTbIBas
aHaMHecTHyecknue  gaHHele u pesyuaprarel HCIT  (ommceiBanoch
BHYTPIDKEITYIOYKOBOE KpPOBOM3NIHsIHME 1—2 cTemeHu), Oblia paciieHeHa Kak
nepuHaranbHoe nopaxenue [IHC.

Y  pebOenka ompeneisuics  HU3KUH  ypOBEHb  CTHUTMaTH3alMU
(HM3KOpacHoJIOKEHHBIE TUCIIJIACTUYHbBIE YIIHBIE PAKOBHHBI, IIMPOKAsI CIIMHKA
HOCAa M OJnuKaHT). HeoHaTalbHBIH W  ayJUOJIOTMUYECKUH CKPUHUHTH
otpuriatenbHbie. Crycts 18 cyTok HaOIIOeHUS MaJIbUUK ObLI BBIMHCAH MO
HaAO0JI0/ICHHE YYaCTKOBOTO NeANaTpa U HEBPOJIOTa.

Hanee peGeHok HaOMIOJANCA HEPETyIsipHO. B yacTHOM MeIMIIMHCKOM
HeHTpe ObLIa AMArHOCTUPOBAHA B BO3pacTe 3-X MECSIEB YacTUUHAas aTpodus
3pUTENBHOTO HEPBA.

B 6,5 mecsieB Ha hone OPBU ¢ moBbinieHneM Temmepatypsl Tena 1o 37,8
°C pa3Bwicid TPUCTYNl TOHHUKO-KIOHHMYECKHX cyaopor. PeGeHok Obun
rOCIUTAIM3UPOBAaH B TsbkenaoM coctosHun B OPUTH. Ilo pesynbraram
7a00paTOPHOTO HCCIAEAOBAHUSA OTMEUAIHMCh Kene30JeUIUTHAs aHEeMHUS,
(remornoOuH 74 r/n , )xene30 3,3 MKMOJIb/JT), TOBBIIIEHHBIE YPOBHU CEPACUHBIX
MapkepoB — TpornoHuH [ 97,3 nr/mn, Hatpuitypetndeckuii nentun — 8171 Hr/mi.
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[lo pe3ynbpraraM OUArHOCTHKH OMPEACISIINCH: AUQPQy3Has JTEUKOTUCTPOPuUs
NEPUBEHTPUKYJIIPHOTO U TIIyOOKOTo 0€J0ro BeniecTBa OOIbIINX MOTYyIIapHi 1
MO3K€YKa, CHMMETPUYHBIEC YYACTKU IIUTOTOKCUYECKOT0 OTEeKa B OJIEJHOM I1ape,
pacuIMpeHre Hapy>KHbIX U BHYTPEHHUX JTUKBOPHBIX IpOCTpaHCTB (puc. 28 A, b,
B). Taxxe Oblia BbIsiBIIEHA TUiaTallMOHHAS KapAMOMMOIIATUSA CO CHIXKEHHEM
bpakuuu BeIOpoca JieBoro xenyaouka no Teixonsiyy u mo Cumicony a0 31%
u 32%.

Domoepaghuu npusedeHvl U OnYOIUKOBAHDL C pa3peuleHus pooumenel

Pucynok 28A Pucynok 28b Pucynok 28B
Pucynok 28 (A, b, B) — MarautHo-pe3oHaHcHasi Tomorpadusi roJI0BHOTO
Mo3ra Manpuuka I'. B 7 mecsaues. Kapruna auddysnoit nelikoguctpoduu,
LIUTOTOKCUYECKUH OTEK, paCIIMPEHNE HAPYKHBIX U BHYTPEHHUX JTUKBOPHBIX
MPOCTPAHCTB

BrisiBieHHbIE  U3MEHEHUs] TpeOOBaJid  KOHCYJbTAIlMM  T'€HETHKA.
[TonydeHsl peKOMeHAAUUU O MPOBEACHUU KAPUOTUIIMPOBAHUS, ONpPEICICHUN
aKTUBHOCTHU JM30COMAITbHBIX (bepMeHTOB, POBEJACHUN razoBou
XpoMarorpaduu MOYHU U UCCIIEIOBAaHUE TEHETUUECKOM MTaHEJIM HACJIeICTBEHHBIX
MeTabonudyeckux 3aboneBanuii. [1o pe3ynbraram MOJEKYISIPHO-TEHETUYECKUX
UCCIIEOBAaHUM Onpeneisiach MOBBIIICHHAS KOHIIEHTpAaIHs 2-
TUJPOKCUTIIYTapoBOM KuciIoThl. B 4-m »9k30He reHa [IDH2 BwIsiBIeHA
HYKJIEOTUaHass 3aMeHa chrl5-90631934-C-T: NM_002168.3:c.419G>A
(p.Argl40Gn). Tlocne TPOBENEHHOTO TEHETHUYECKOro OOCIEAOBaHUS CEMbHU
YCTaHOBJIEHO, UTO MyTanusi npousonuia de novo. Pebenky Oblia HazHaueHa
npoTUBOAMMIENTHYECKass  Tepanus  (okckapOazenun 180  Mr/cyTku,
nesetuparietaM 300 Mr/cyTku), Tepamnus CEpACYHONW HEIO0CTaTOYHOCTH
(xanrronpuit 18,75 Mr/cyTkd, CHUpPOHOJAKTOH 6,25 Mr, kapBeauiaon 7,8 mr
/cyTkn) n anemuu (kene3a cynabdar 45 kamenb/CyTku, ¢oyimeBas KAcioTa 2
MT/CYTKH).

B Bo3pacte 3-x JieT y MajgbyuKa COXPaHSIOCh 3HAUMMOE OTCTABAHUE B
HEPBHO-TICUXWYECKOM pa3BuTuu. [lo pesymbratam wucciaenoBanwusi, (pakius
BBIOPOCA JIEBOTO JKEITyI04YKa C MOJI0KUTEIHHOU JMHAMUKOM 10 TelX0IbIly U 110
Cumrnicony 53%. [Ipu HelipoBHU3yann3alli COXPAHSIETCS KapTUHA BHIPAKEHHON
JEUKOMAJISILIUH.

JTUATHO3
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D-2-rugpokcurnyrapoBas auuaypuss Il tuma. J[marHo3 moarBepxkiacH
OMXUMHUYECKUM U MOJIEKYJISIPHO-TE€HETUYECKUM METO/IAMHU.

JUDDEPEHIUAJIbHBIN JIMATHO3

YcraHnoBieHue auartHosa D-2-ruapokcuriytapoBod anuaypuu Il tuna
3aTPYJHAETCS] OTCYTCTBUEM OCOOEHHOCTEN TeueHus 3a00€BaHus, CXOJICTBOM C
ApyruMu OoJie3HSAMHM OOMEHa BEIIECTB, YACTOM MHTEpIIpETAlUEN MPOSBICHUN
3a00JIeBaHUs B HEOHATAJILHOM TMepuojie Kak mocieactBuii nmopaxenuit [ITHC
Pa3JIMYHOIO IeHE3a.

D-2-ITA kpaiiHe BaxHO nuddepeHIupoBaTs OT SIUICNTUYCCKUX U
MEeTa0O0JINYECKUX SHIEe(alonaTuii, HEWPOJIEreHEPATUBHBIX 3a00JEBaHUN H
OpYruX HapylIeHHi oOMeHa (IrIyTapoBble alluypHuH, N-aleTuiiacnaparuHoBas
anuaypus).

Taxke D-2-ITA neoOxomumo muddepenumpoBats ¢ OoJe3Hbto Tesi-
Cakca (OMIM #272800), 6one3npto barrena (OMIM #204200), cuaapomom
JInu (OMIM #256000) u knaccuueckoi henunkeronypuein (OMIM #261600).
OBbCY)K/IEHUE

JlnHaMuKa KIMHUYECKHX MPOSBICHUM Npu D-2-ruapoKcurityrapoBoit
auuAypuu CBs3aHa C MPOrPECCHPYIOIIMM HAKOIUIEHWEM W peajau3alnuen
HOBPEXKAAIOIIET0 JAEUCTBUSA TOKCUUECKUX MeTa0oauToB. C TeueHnEM BpeMEHU
HayMHAET Npeo0iasaTh MyJbTUCUCTEMHBIN XapaKTep MOPaXEHHUs ¢ IIyOOKOM
WHBaNMAW3alueil. B mpencraBieHHOM ciydae OepeMEHHOCTh Mmponuia 0e3
ocoOeHHOCTel, Tioa pa3BuBaics ¢uiznonorunyHo. C poxzaeHus y pedOeHka
ONMKCHIBAJICA CUMIITOMOKOMIUIEKC BSIJIOTO pEOEHKA, pAaCUEHEHHBIH Kak
nocneacteus mnopaxenus L[[HC. Manblii ypoBEeHb CTUIMAaTH3aldd CHU3HWI
HAaCTOPOKEHHOCTh HEOHATOJIOTOB, YTO MpPH OTPHUIATENbHBIX pe3yjbTaTax
HEOHATAJIBHOI'O CKPMHMHIA OTCPOYWJIO YCTAHOBJICHWE [MarHo3a B paHHHE
CPOKH.

B nurteparype BcTpedaeTcs OrpaHWYeHHOE KOJMYECTBO MH(GOpMALUU O
paHHUX TMPOSBICHUAX D-2-THAPOKCUTIYTapOBOM alUAYpHH, UYTO Tpedyer
0CcO00M HACTOPOKEHHOCTH CIEUUATMCTOB W JANbHEWUIIEr0 HCCIEIOBaHMS
3a0osieBanus. JlTuTeNbHOE COXpaHEHHE CHHAPOMA «BSJIOTO peOEHKa» B
KOMIUIEKCE C JaHHBIMH O PECHUPATOPHBIX PACCTPOMCTBAX, 3aJEPIKKE
(Gu3MUecKOro pa3BUTHUS, CTUIMaMu AU3IMOpHOreHe3a TpedyeT OIEHKU
COCTOSIHMS B JuHamMuke. B mnpencraBieHHom cnydae pgebtotom D-2-
TUAPOKCUTITYTaPOBOM aluAypuHu, BEpOsATHO, cTaia Auddy3Has MblIIeUHAS
runotoHus. JlanpHeiee HaKOIJIEHUE 2-TUJIPOKCUTIIyTapara TMpPHUBEJIO K
MYJBTUCUCTEMHOMY MopaxeHuto. B Tabnuue 11 mpeacraBieHo cpaBHEHHE
KJIMHUYECKON KapTUHBI 3a00J1€BaHMsl, ONIMCAHHOM B TUTEPAType, U MPOSIBICHUI
y peOeHKa U3 KIMHUYECKOTr0 HaOII0IeHUSI.

Tabmuma  11. CpaBHuUTenbHas  XapaKTEpUCTHUKA  KIMHUYECKUX
0CcOoOEHHOCTE 3a001eBaHMsI, OMUCAHHBIX B JJUTEPAType, C JaHHBIMU MAI[UEHTA.
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HOCA U yIIel, peTporHaTus

Knununueckue JluTteparypHble 1aHHbIE MHManuent I'.
NPOsIBJICHUS
I'enernueckue | Myrauus B rene IDH?2 Myrtauus B rene IDH2 de novo
HApYUIEHUA B OonpmmHCTBE  CiiydaeB
MmyTarus de novo
Jluuesoit BeicTynaronmit 100, | HuzkopacrmososxeHHbIe
aucMop¢u3M | IBYCTOPOHHSISI ~ TUIOILIA3Us | AUCIIIIACTUYHBIE YIIHbIE PAKOBUHBI
cpenHen 4acTu nuia, | [llupokast cnuHka HOCa
TUTIEPTEIIOPU3M,  AHOMAJIUU | DTMHUKAHT

HeonaTaabHasa n

MUlaJleHYecKasi + +
sHuedasonaTus
H CY10POKHbII
CHHAPOM
MbpbieyHas C poxnenus C poxaeHwust
TUNOTOHUS
Kapanomuonaru | Habmonaercst oxono  50% | JlunatauvoHHas KapAMOMHUOINATHSA,
| CIIy4aeB ¢ ppaxkuueit Beiopoca 31%
3agepikka Ot gnerkoil 110 TsDKeNoM | 3aepKKa  HEPBHO-TIICUXUYECKOTO
(pU3UYeCKOro U | 3aJCPKKU pasBUTHS C POXKACHHUS, peOEHOK
MCUXUYECKOT 0 CTall JIep’KaTh TOJIOBY C 5 MecsIEB,
pa3BUTHA cagutbes ¢ 1 roga 4 mecaues. B 3
roga He XOOUT, peYd  HeT,
OTJEJIbHBIN JIeTeT
Hapymenus Yactuynas  unum  nonHas | B 6,5 wmecsaneB mosHas atpodust
3peHust aTpodus 3pUTEIBHOIO HEPBA, | 3pUTEIILHOTO HEPBa
HUCTarM, KocorJyasue
[IporpaMma  pacHIUPEHHOTO  HEOHATAIIBHOTO  CKPUHUHIa  JIaeT

BO3MOXKHOCTh JHMarHoctupoBars MHorme HBO B panHue cpoku. D-2-
TUAPOKCUTIIYTapOBasl alUAypus, HE BXOIALIAas B NPOrpaMMy CKPHHHUHTA,
TpeOyeT MpoBeAeHUs OHMOXMMUYECKOTO U  MOJEKYISIPHO-T€HETUYECKOTO
UCCIENOBAaHUS €  LEJbI0  BBIABICHHS  NOBBIIMIEHHOIO  YPOBHS — 2-
TMAPOKCUTITyTapaTa B KpOBU, MoU€e 1 JJUKBOpE. [locTaHOBKA AMarHo3a B paHHEM
MJIaJICHYECKOM BO3pAacTe€ MO3BOJSET MPEIOTBPAILATH TSKEIBIE OCIOKHEHUS
3a00JIeBaHMUI.

[Iporno3 npu  D-2-rugpokcurimyrapoBoit  aumaypun Il Tuma
HEONaronpusITHBINA, 0COOGHHO TNpPHU paHHEH MaHUdecTanuu 3a0oieBaHUd. Y
IIPEICTABICHHOIO HAMU MALIMEHTA ONPEAEIIAETCS MOIMOPTaHHOE IOPAKEHUE CO
3HaYUMOW 3aJ€p’KKOM IICUXOMOTOPHOTO pPAa3BUTHUS, HAa (POHE NPOBOJAUMOIO
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JICYCHHUS] OTMEYACTCS CTAaOWMIM3alUsI CEPIACYHOU NEATETLHOCTH W OTCYTCTBHUE
SIUICITUYSCKONM aKTUBHOCTH.

NHruburopsl u3onurpataeruaporesassl 2 0butn ogoopensl FDA, Food
and Drug Administration ¢ 2017 roga jjsi jJe4eHHs TALMEHTOB C OCTPBIM
MHEJI00JIACTHBIM JIEMKO30M ¢ MyTanen B rene IDH2. Ha naHHbIii MOMEHT €CTh
2 ynoMuHaHMS 00 YCHEIIHOM JICYEHHUH JIBoMX Jereit ¢ D-2-
TUIPOKCUTIIYTapoBOU auuaypuei Il tuma, oquH U3 KOTOPBIX CTpajall TSKEION
KapauoMuonatuei. Y oboux aeTer Ha (poHe IeueHUsT HOPMaTN30BaJICsS YPOBECHb
MeTa0o0JINTa, IIOBLICHIIACH 00IIasi aKTUBHOCTE U OOIIUTENLHOCTD.

Pacmupenne  BO3MOXXHOCTEHW  ITOJHOAK30MHOTO  CEKBEHUPOBAHMS,
JanbHenIas HapaboTKa UCCIEAOBAaHUMN M0 UCIIOIL30BaHUIO TAPTETHOM Teparnuu
netssM ¢ D-2-ruppokcuriyrapoBon  amunypuer Il Tmuma  sABistrorces
MEPCIEKTUBHBIMU HAIMPABICHUSIMH, KOTOPHIE MO3BOJIAT YJIy4IlaTh MPOTHO3 U
CHM3ST YPOBEHb pPAHHEW MHBAIUIU3ALINH.

PEJAKASA MYTALUA BI'EHE MPVI7 C
I'EINTATOUHEPEBPAJIBHBIMU IMTPOABJIEHUAMMN

Cunapom wucrtomenuss mutoxonapuansHor JIHK (MKbB-10: ES88.8,
cunapoM nemtenuu mutoxoHapuansHoi JIHK) — kpaiine penkas siaepHo-
KOJUpyeMasl MaTojorvus C ayTOCOMHO-PELIECCUBHBIM THUIIOM HaCIIEJOBaHMUS,
CBA3aHHAsl CO 3HAYUTEIbHBIM CHI)KEHHEM KOJUYECTBA MHUTOXOHJPUATBHOU
JIHK. OcHOBHBIE POSIBIAEHUS CHHIPOMA JAETUIeIUU MUTOXOHapranbHor JIHK
acCOIMUPOBAHbl C MYyTAallMSIMU B SJICPHBIX TE€HAX, KOAUPYIOMHX (PEpMEHTHI
Mexanusma perukanun (POLG, POLG2, TWNK, RNASEHI, MGMEI n
DNA?2), Genku-TpaHCHOpTEphl, MOJACPKUBAIONINE My HykiaeoTuaoB (TK2,
DGOUK, SUCLGI, SUCLA2, ABAT, RRM2B, TYMP, SLC25A4, AGK n
MPV17) n Oenku, OTBETCTBEHHBIE 3a CIUsSHUE sAepHBIX opraHemn (OPAI,
MFN2 w FBXI4). B wurore ctpagaioT HauOojiee UyBCTBUTENBHBIE K
SHEPreTUYECKOW HEAOCTATOYHOCTH TKAaHM — MbIIIEYHAs, HEpBHasg U
SHJOKpUHHAS. ['eHeTMueckass W KIMHUYECKAasT TETEPOT€HHOCTh JAHHOIO
CUHApPOMA OOYCIaBIMBAIOT €ro MOApa3JeiIeHHEe Ha MHUOMATUYECKUH,
SHIe()ATTOMUOTIATHYECKHUI U TenaTorepeOpabHbI (DEHOTHUTIBI.

Oco0eHHO TsKeI0 ¢ OBICTPOM TPOTpecCHeil J0 TEePMUHAIBLHOTO
COCTOSIHMSI TMpOTEKaeT remnartouepedpaibHas (QopMa CUHApPOMA JEIUICLUH
mutoxouApuaneHoit JIHK, accormupoBannas ¢ myrauueit rena MPV17 (tum 6,
OMIM #256810). MPV17-acconuupoBannas ¢opma OTIUYAeTCs SPKUM
paHHUM JeOI0TOM C TSKEJIOW MEeYEHOYHOM AMCPYHKIMEW U HUCXOJIOM B
NEYCHOYHYI0 HEJOCTaTOYHOCTh YK€ B HEOHaTtalbHOM mnepuojae. Ilomumo
renaTojlOTUYeCKOW  MaToJOruu  Mpu  JaHHOM  ¢dopme  HaOIIOIaI0TCS
HEBPOJIOTMYECKUE HAPYIICHHS, KOTOPbIE BKIIOUYAIOT MBIIIEYHYIO THIIOTOHHUIO,
3aJIepKKY MOTOPHOTO pa3BUTHS, ObICTpoe ucTomeHue peduexcoB. Ocoboro
BHUMaHUSI TaKXe 3aCIIy’)KUBAIOT META0OJUYECKHE HApYLICHUS, BKIIOYAIOIINE
TPYAHO MOAJAIOIMIMECS KOPPEKLUMU TUIIOTJIMKEMHUIO M JAKTaTalK03, 4acTo
BBISIBJISIEMBIE C TIEPBBIX THEH KU3HH.
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Tepamnus y neteil ¢ remaronepedpanbHOil PopMOi CHHAPOMA UCTOLEHUS
mutoxoHApuanbHoit JIHK HampaBnena Ha Koppeknuioo MeTaboIrnuyecKux
HapylmIieHUH ¢ TMOoJ00pOM  aJICKBAaTHOM HYTPUTHMBHOHW W HMHGY3UOHHOU
noanepxku. HegocrarouHocTs QyHKIMM MedyeHn 00yciaaBiIMBaeT MPOBEICHUE
KOMIUIEKCHOTO ~ CUMITOMATHYECKOTO JIEYEHHUS, BKIIOYAIOIIETO I[OMHUMO
UH(Y3UOHHOM, TeMOCTaTUYECKYIO M TUYPETHUECKYI0 Tepanuio. PaaukanbHbIM
CIIOCOOOM KOPPEKIMH TEUYCHOYHOM HEIOCTATOYHOCTH Y TaKUX IallMeHTOB
ABIIIETCS TpaHCIIaHTauus, 3()(PEeKTUBHOCTh KOTOPOM, OAHAKO, y JAETed C
myTtanuenrd rena MPVI7 octaercsi COMHUTENBHOM BBUJY BBICOKOTO IPOLICHTA
cMepTHOCTU. [IpOTHO3 nmake mocie yCnemHOM Nepecagkh OpraHa OCTaeTCs
HEOJIaronpHUsITHBIM B CBSI3U C COMYTCTBYIOIIEH HEBPOJIOTHYECKOM MATONOTUEN.

KJIMHUYECKHHI CIIVYAU

HeBouka f., or 1-i GEpeMEHHOCTH, OCJIOKHHUBIIEHUCS TOKCHKO30M,
yIrpo30il IIPEPHIBaHNs Ha BCEM NPOTSHKEHUU U MHOroBoaueMm. Ponbl Ha 38-i
HeZlelle recTaluu, Macca Ipu poxacHuu — 2770 r, nnuHa tena — 47 cM, OLeHKa
no Amnrap — 8/9 6amnos. [To Tabmunam INTERGROWTH-21 macco-pocToBbie
noka3zartenu cpeue. C poxACHUs OTMEYAJICS CUHAPOM «BSUIOIO peOEHKay, 4TO
npu otcyTcTBUM naHHbIX HCI' Obuto MHTEpHpEeTHpOBAaHO KakK MOCIEACTBUS
NIEPEHECEHHOW T'MIOKCUU. Pe3ynbpTaTel  pacIIMPEHHOIO  HEOHATaJIBHOIO
CKpUHUHIra ObUIM OTpuUATeIbHbIMU. K KOHIy NEepBOro mecsua KU3HU
OTMEYaJaCh COXPAHAIOIIASCSA JKEITyXa, MBbIIIEYHAs TUIIOTOHHUS, YTO OBLIO
pacUEHEHO MeuaTpOM Kak KeaTyxa rpyJHOTO MoJioKa. B nuHamuke coctosiHue
yXyamuiock: B 2 Mecdana Ha one OPBU oTMmeuanoch HapacTaHUe KEJITyXH U
MBIIIEYHON TMIIOTOHMH, BbIsiBIieHA Tunotpodus II-1I1 crenenu, B cBA3U ¢ yem
peOEeHOK ObUT TOCHUTAIIM3UPOBAH B CTALIMOHAP C MOJO3PEHUEM Ha BUPYCHBIM
renaTur.

BrisiBieHbl cuHapoM xosectaza (oOmuit Omnmmupyoun 74 MxMons/n,
npsivast ppakmus 63 MxMonw/n), mutonusa (ACT 373 En/n, AJIT 234 En/n),
yBEJIMYEHUE pa3MepoB neueHu. OTpunaTenbHble pe3yibTaThl 00CIeI0BaHMs HA
BHYTPUYTPOOHBIE MHPEKLINU U CEPOJIOTUYECKHE MapKEPhl BUPYCHBIX T€ATUTOB
MO3BOJIMJIM  HMCKJIIOUYUTh  WH(QEKIHOHHYIO  JTHOJIOTHIO  TeNaToNaThu.
[IpoBounace cuMITOMaTHYECKask JAE3MHTOKCHUKAIIMOHHAS Tepanus renaTuTa
HESICHOM 3TUOJIOTMU U KOPPEKLIHS X0JIECTa3a YPCOAE30KCUXOJIEBON KUCIOTOM.

[IporpeccuBHOE CHM)KEHHE MAacCChl Tela, a TaKXKe PAa3BUTHE OTEUHOIO
CHUHJIpoMa OOYCJIIOBWJIM TMEpPEeBOJI peOCHKa B MHOTONPODHUIBHYIO JIETCKYIO
OosbHMITY B Bo3pacTe 3-x mecsieB 10 cyrok. Macca Tena mpu MoCTyIJICHUU
coctaBisia 2820 r (+50 r ¢ poxnenus). Ilpu ocMoTpe oOpamaiin Ha cebs
BHUMAaHHE MaJlbMapHas 3pUTEMa, PACIIUPEHUE CETH MOAKOXKHBIX BEH, acuT. B
OMOXMMHMYECKOM  aHalu3e  KpPOBH  —  CHHIPOM  XoOjecraza ¢
runepounmpyonHemueii (o0mwmii 6mnupy6un 158,4 MkMonb/in) 3a cuét npsaMoit
dpakuu (85,2 mxMounb/i), cuagpom 1utonusa (ACT 495 En/n, AJIT 405,3
En/n). Ilo nanueiv Y3U onpenensiuce remarocruieHoMeranusi, AudQy3Hbie
U3MEHEHUS  3XOICHHOCTM  NApeHXWMbl  MEYEeHH, THAPONEPUTOHEYM,
THIPOTIEPUKAPA, THAPOTOpakc. JlaHHbIE KIMHUYECKOrO OOCIeIOBaHUS B
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COueTaHWH C AaHHBIMH Y3W opraHoB OpIONIHONM MOJIOCTH MOATBEPKAAIN
pa3BUTHE LHUPPO3a MEUEHU. TSKECTb COCTOSIHUS TakKe Oblla CBsI3aHA C

HEKOPPUTHUPYEMBIMU MeTaboTMYECKUMHU HapYIICHUSMU B BUJIC
runepiakraremMuu (18 MMonb/i1) 1 runoraukeMuu (TiaroKo3a 10 2,4 MMoib/i)
(Tabum. 12).

Ta6numa 12. 3MeHeHuss MeTaboINYECKHUX MOKa3aTeNeH y MarueHTKH BO
BpeMsl TOCITUTAIIU3AIIMY B BO3PACTE 3-X MECSIICB )KU3HU

ITokazarens/ ler. * 3cr. * 6cr. * 12cr. * 22 ¢cr. *
pedepeHcHbIE

3HAYECHUS

I'mroko3a, 3,7 4,0 5,8 2.4 0,97

MMouns/1/ 3,0-5,5

Jlakrar, 18 10,7 8,5 4,3 5,2
MMouns/1/ <2,5

*c.e. — cymku eocnumanuzayuu

COBOKYITHOCTh CUMITOMOB IOPAKEHHSI [IEYUEHHU C HEBPOJIOTMUECKUMU U
MeTa0O0JIMYECKUMH HapyLIEHUSAMH MOTpeOoBajga KOHCYJIbTaluMu reueruka. Ilo
pe3ynbTaTam MOJIHO3K30MHOTO CEKBEHUPOBaHUS ObliIa BBISIBJIEHA MYyTallUsl FeHa
MPVI7, Ha OCHOBaHHM 4YE€ro BBICTABJIEH AMarfHo3: CHHAPOM HCTOIICHUS
mutoxonApuansHoi JIHK, renatonepedbpanbuas hopma (tut 6).

HecMoTpst Ha mnpoBOAMMYIO Tepaluvio, COCTOSIHUE peOeHKa Ha
MPOTSDKEHUH BCEro MepHoja HaOMIOAEHUS ¢ OTpULATEIbHOW AMHAMUKOW. B
CBA3U C IIPOTrPECCUPOBAHMEM OTEYHOI'O CHHAPOMA PA3BUIUCH NPHU3HAKU
JBIXaTeIbHOM HEJIO0CTaTOYHOCTH, 4TO noTpedoBaio neperona B OPUTH mus
cTabuin3aium JasixaTenbHol GyHKimu. B Bo3pacte 4 MecsieB 3x nHE, mocie
IpOIeAYpPhl JIaMmapolleHTe3a W CTaOWIM3alldd COCTOSHUS PEOCHOK ObLI
MIEPEBEJIEH B CIECLMAIM3UPOBAHHOE YUYPEXKJECHUE M1 PELICHHs] BOIpoca O
TPaHCIUIAHTALIMM TNIe4eHW. B Bo3pacTe 5 MecsueB, TaKk W HE JOXKAABUIMCh
JIOHOPCKOT'O OpraHa, IeBOUKa CKOHYajIach Ha (pOHE HapacTaHUs MOJMOPTaHHON
HEJ0CTaTOYHOCTH.

JHUATHO3

Cunnpom ucromenuss mutoxonapuanbioi JIHK, remaronepeOpanbHas
dopma (tunm 6). JluarHo3 TMOATBEPKIECH MOJICKYJISIPHO-T€HETUUYECKUMU
METO/IAMH.

JTU®DEPEHI[HAJIBHBIHA JTHATHO3

HuddepeHunanbplii  AMarHo3  OPOBOAMTCA € TeMaTUTaMu
MH(GEKIMOHHOW JTHOJIOTHH, TenarolnepeOpaibHbIMU  (OpMaMu CHHIpPOMA
nerienuu  MutoxonapuanbHor [IHK, BbI3BaHHBIMEH MyTanusiMu B JIPYTHX
AJIEPHBIX TeHAX, a TAaKXkKe ¢ KOMIUIEKCOM MUTOXOHIPHUANBHBIX 3a00seBaHuil. B
psae CaydaeB OMNKMCAHO MOBBILIEHWE YPOBHS THPO3WHA B KPOBHU, YTO TPeOyeT
VCKIIFOUYEHHSI HACJIECTBEHHON TUPO3UHEMUH.

OBECY)K/IEHUE
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['emaronepebpansHas opma CHHAPOMA UCTOMIEHUS MUTOXOHAPUATIEHON
JHK, Bei3BanHas mytanueit rena MPVI7, onucanHas A. Spinazzola et al. B
2006 romy, 10 HACTOSILETO JTHS CYMTAETCA KpalHe peaKoy marojorueil. Beero
B MEAMIMHCKON nuTeparype omnucaHo okosno 100 cimywaee MPVI7-
accouMupoBaHHOU natoJioruu. [Ipu sTom B 96% ciyuaeB onuceiBaigach octpas
MaHudecTanus 3a0oneBanus, Tpedyromas euenus B ycnosusx OPUT. B 38%
Ciy4aeB SIpKUid 1e010T 3a00JIeBaHusI TPUXOAUTCS HAa HEOHATAJIBHBIN MEPUOI.

Haubonee yactbie mposBIECHUS BKIIOYAIOT EYCHOUYHYIO TUC(YHKIIUIO C
pazBuTHEM  THUNEpPEPMEHTEMHUH, IKEITyXH, THUNEPOMIMPYOMHEMUH |
koarynonatuu (100% ciydaeB), NEYEHOYHYIO HEIOCTATOYHOCTH B PAHHEM
nerckoM Bospacte (91%) ¢ ucxosioM B creaTo3 u uppo3 ¢ yactorond 51% u 21%
cooTBeTCTBEHHO. OK010 82% manneHToB ¢ myranuen resa MPV17 crpagaroT
OT 3aJIePKKH TICUXOMOTOPHOI'O PAa3BUTHSA, MBIIIEYHAsI TUIIOTOHUS BCTPEYAETCS
B 74% cnyudaeB, Hapyumieane mMoTopuku XKT — B 33%. Ilpu npoBeneHun
HEHpPOBU3YAIM3AUOHHBIX HcclieqoBannii B 38% ciaydaeB OTMEYaauch
au(y3HbIe U3MEHEHHUs OEJIOT0 BEIIEeCTBa TOJIOBHOIO MO3Ta.

Coueranue TsDKEJIOW  OBICTPO  MPOrPECCUPYIOLIEH  MEUEHOUYHOM
TUCOHYHKIMHA CO CHEHU(PUISCKUMHU METa0OJIMYECKUMHU HAPYIICHUSIMU B BUJIC
TUIEPIAKTATEMUU U TUIIOTJIMKEMHH U C HEBPOJOTMYECKHMHU OTKJIOHEHUSIMU
IO3BOJISIET 3aIo003PHUTh peAKyIo TE€HETUYECKYIO IIATOJIOTHIO
mutoxoHapuansHor  JIHK, koropas moaTBep:kmaeTca  MOJEKYJSIPHO-
reHeTUYEeCKUM uccienoBanneM. Hapactanue renatoenpeccCuBHOTO CUHAPOMA,
OTCTaBaHUE B PA3BUTHM M LEIBIM CHEKTP BO3MOXKHBIX HEBPOJOTMYECKUX
HapylIeHUH O3BOJIAIOT IPEANOJIOKUTh Hauuue Mmytauuu B reae MPV17. Ilpn
3ToM MaHu(ecTauus 3a00JieBaHMsI B PAaHHEM HEOHATAJIbHOM MEpUOAE H
Pa3BUTHE TSKEIBIX HEBPOJOTMYECKUX HAPYIIEHUH 10 MOSBICHHS MPU3HAKOB
NEYEHOYHON HEJIOCTATOYHOCTH CONPSIKEHBI ¢ HEOIArOMPHUSTHBIM UCXOI0M.

B npuBegeHHOM KIMHUYECKOM cliydae y peOeHka 3a0oyieBaHuE
JeOI0TUPOBAJIO B CTEPTOM (popMe B BUJIe HEBBIPAKEHHBIX MTPU3HAKOB CHHIPOMA
«BSIIOTO pEOEHKa» W IKEITyXH, KOTOpPbIe OBUIM HWHTEPIPETUPOBAHBI KaK
nocieACcTBUs nepuHaTanbHoro nopaxkenus: [{HC u Teuenue xenTyxu rpyIHOro
Moisioka. IIpu 3TOM OTCyTCTBHE KOHTpPOJS TOKa3aTesneld MeTaboJIM4ecKoro
oOMeHa B Hauaje 3a0o0JieBaHMsI peOCHKA MO MECTY KUTEIhCTBA OTCPOUMIIO
MOMEHT CTapTa TpPOBENCHMUS  AJCKBATHBIX  JI€UEOHO-AMArHOCTUUYECKUX
MEPOIPHUITHH.

B kiMHHMYeCKOW MpakTUKE HEOOXOJUMO COXPAHSITh HACTOPOKEHHOCTH B
OTHOIIICHUU JI€Te C HEOOBSICHUMOUN TUIOTOHUEH, 3aJCPKKON (PU3MUIECKOTO
pa3BUTHS, HESACHOM TremaTonarue c MeTa0OJUYEeCKUMU HApYIICHUSMHU.
[IpoBeneHne  MOJIEKYJIIPHO-TEHETHUUECKOTO  HCCIIEIOBAHUS  IO3BOJISIET
JUArHOCTUPOBATh PEIKYH0 MHUTOXOHJPUAIBHYIO MAaTOJOTHIO B OOJEe paHHEM
BO3pacTe€ C KOPPEKUMEW HapyLIEHWU A0 PA3BUTHS TSKEJIOW IMOJHOPTraHHOU
HEJOCTATOYHOCTH.

CUHAPOM BAJIOTO PEBEHKA KAK IEBIOT BOJIE3HU
I'MPKE B HEOHATAJIBHOM NEPUOJIE
CHUMIITOMOKOIUIEKC ~«BSJIOTO peOEHKa» B HEOHATaJbHOM MEPHOC
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BKJIFOYACT B C€0s «IMO3y JISTYIIKW», CHUXEHHBIM MBIIICYHBIA TOHYC,
TUIEPMOOMIBHOCTh CYCTABOB M 3aJIEPKKYy MOTOPHOTO pa3Butus. CHHIpOM
BSJIOTO peOeHKa SIBIIETCS MPU3HAKOM MHOKECTBA COCTOSHUM, B YAaCTHOCTH
HBO. I'mukorenoBasi 6one3ns la tuma (Glycogen storage disease type Ia,
rioukoreno3 Ia tuma, I'b Ia tuma, MKb-10: E74.0, OMIM #232200) — oOMeHHOE
BPOXKJIEHHOE 3a00JIeBaHUE, XapaKTepu3ylolleecs HU30BITOYHBIM HaKOIUICHHEM
[JIMKOT€HAa HOPMAJIbHOM CTPYKTYpHI B MEUYEHH, NMOYKAX U CIU3UCTON 000JI0UKe
KHUIIEYHUKa. [ TuKoreHoBass Oone3Hb la Tuma sBiseTcs KpaiiHEe peAKUM
3a00s1€BaHUEM C YaCTOTOM BcTpeuaeMocTH B Poccuu mpumepno 0,34 va 100 000
nereii. Haubonee pacmpocTpaneHa naHHas (opma TIMKOT€HO3a Yy €BpPEeB-
allIKeHa3!, 4aCcToTa B JaHHOU rpymre Bo3pacraet 10 1:20 000.

['mukorenoBast Oosie3Hp la HacieayeTcss MO ayTOCOMHO-PELIECCUBHOMY
TUITYy ¥ BO3HUKAET BeiaeacTBue myTtanuu B rene GOPC (glucose-6-phosphatase
catalytic subunit), kogupyroieM (pepMeHT TII0K030-6-hocdaTasy, KIr0UeBOM
(bepMEHT MIIOKOHEOTeHEe3a U TTTUKOT'€HOJN3a B IEUYEHU U TOYKaX. ITO MPUBOIUT
K HAKOIUIEHWIO T[JMKOT€HAa B 3THX OpraHax, a TaKXe K THIOTIMKEMUU,
MIOCKOJIBKY TJIIOKO3a HE MOXET 3()(PEKTUBHO BBICBOOOXKIATHCS W3 3alacoB
riukoreHa. Jlepunmr rimoko30-6-docdaraspl Takxke BIMAET HA METa0O0JIM3M
JaKTaTa, 4YTO MPUBOJUT K JaKTaTanuuao3y. B pe3ynbrare pa3BUBAIOTCA TaKUE
CUMIITOMBI, KaK I€laTOMErajusi, TUIIOTIMKEMHUS], TUIIEPJIaKTaTEMUSI, 3aJI€PKKa
pOCTa, XapaKTEPHOE «KYKOJBHOE) JIUI0, TUTIEPIUIUIEMUS U TUTICPYPUKEMHUSL.
I'mukorenoBas 60Jie3Hb la yacTo MaHu(peCTUPYET B paHHEM JETCKOM BO3pPacTe
C 3MU30/10B U (PPy3HON MBIIIIEYHON TUIIOTOHUH.

[[IupoKui CHEKTp HO30JOTHM, CONPOBOXKAAIOMINUXCA Pa3BUTHUEM
HEOHATAJIbHOW MBIIICUYHON TUIIOTOHUH, TPEOYET TIIATEIHLHOTO HAOIIONCHUS U
BEJICHUSI TaKUX MAIMEHTOB MYJIbTUIUCIUIIIMHAPHON KOMAHIOU, MOCKOJIBKY
JAQHHBI CHUMIITOM MOYET BBICTYNaTh €IWHCTBEHHBIM MPHU3HAKOM Je0roTa
HacJeICTBEHHOTo 3a0oeBanus. Tepamnus riaukoreHosa | a tuma 6asupyercs Ha
nueTe, 00eCcreuynBaroIe CTAOUITBHBIN YPOBEHD IITIOKO3bI M TIPEIOTBPAIIAIOIICH
BTOPHUYHBIE META0OTNYCCKHE HAPYIIICHUS.

KIIMHUYECKOE HABJIFO/[EHUE

Manbuuk M. 1 roga 1 Mecsima Xu3Hu OT martepu 23 ner, oT 2-il
OEpEeMEHHOCTH, 2-X MPEXKIACBPEMEHHBIX CAMOCTOSITENIbHBIX POJOB Ha CPOKE
rectalud 35 HeOenb B CBS3M C IPEXKIECBPEMEHHOM OTCIOMKOW HOPMAJIBHO
pacnoJIoKeHHOM mianeHTsl. Macca tena nipu poxkaenuu 2335 r, giouna S0 o,
OKPYXHOCTh TOJIOBBI 33 cM, oneHka mo mkaie Anrap — 4/6 6amwios. Ilo
tabmmiam INTERGROWTH-21 macca tena — Huke cpegnero (10 nepuieHTussp).
CoctosiHue peOeHka ObLIO OLICHEHO KakK TSKEJIOe 3a CUeT IPU3HAKOB
MEpUHATAIBHOIO THIOKCHYecKu-uemuueckoro nopaxenus [HHC. C nenbro
CTaOWJIM3AallMM  COCTOSIHUSI, TPOBEACHUS PECHUPATOPHONM MOANECPKKA U
KOPPEKIIMH METa0OINYEeCKIX HapylIeHUI Manbuuk Obul nepeBeaen B OPUTH.
Ha 5-e cyTtkm xm3Hu peOEHOK ObUI MepeBeleH Ha 2-Ml dTanm BBIXaKHBAHUS.
HeonaranbHbli, ayTMOJIOTHYECKUN U KApAUOCKPUHUHT — 0e3 martonoruu. Ha 16-
€ CYTKH KU3HHU peOCHOK OBLI BBIMMCAH JOMOW MO/ HAOIIOJEHUE YIACTKOBOTO
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neauarpa.

[ToBTOpHBIE TOCTIUTANN3alMU B Bo3pacte 1,5 u 4 mecsieB xKuU3HU ObUIN
CBSI3aHBI C TCYEHUEM OCTPON peCIUPaTOPHON BUPYCHOM HH(PeKnu. MblieuHas
TUIIOTOHUS OblJIa pacleHeHa KakK IMOCJIEACTBUS MHPEKIIMOHHOTO TOKCHKO3a U
runokcuyeckoro nopaxenus [JHC B anamueze. Macca Tena Ha MoMeHT 4
MECSIIEB COCTaBIsa 5 Kr, 4TO MO ILEHTUJIBHBIM IIIKajdaM COOTBETCTBOBAJIO
KpallHe HU3KUM TMokazaTeisiM. OTcTaBaHuWe B (PU3MUYECKOM Pa3BUTHU OBLIO
PACUEHEHO KaK CIEACTBUE TUIIOTAIAKTHH. B TnHaMHKe 0TMeYalloch HapacTaHue
MBIIIICYHON  TUIIOTOHWH, OTCTaBaHWE B  IICHXOMOTOPHOM  Pa3BUTHH,
renaTocryieHoMeranus, anemus (remorioouH 106 1/m) u TpomOonmTos (471 x
10%/m).

C 4-5 MecdueB >XU3HU POJIUTEIM OTMEYAIM YBEJIMYEHUE Pa3MEpOB
KUBOTA, OTCYTCTBHE CIIOCOOHOCTH JEpXaThb TOJOBY M HEOOXOAUMOCTb
KOPMJICHHSI B TIOJIOKEHUH Jieka. Bo BTOpoM MosTyroanu ,K1U3HU HEOTHOKPATHBIE
rociiutanu3anuu (B 6, 8, 9 mec.) ObUIM CBSI3aHBI C PEUUAUBUPYIOMIUMHU
pecnupatopubiMu  uHPekuusmu. B 10 mecsmneB  peGeHOK  ObLI
TOCIIUTAIM3UPOBAH C >Kajo0aMHM Ha YBEJIMYEHUE >KUBOTA U BBIPAKEHHOCTH
TOHYCHO-IBUTATENbHBIX HapymieHui (puc. 29, 30). Macca tena pebenka — 7100
r. [Ipu xKoMmIIeKCHOM 00CiIeI0BaHUH BBISIBIIEHA T'eMaTOCINIEHOMETalus (TICYeHb
+7 cM, cenesenka +2 cm), anemus (Hb — 82 r/m, spurpouuts!r 3,0x10%/1),
cuagpom 1uronuza (AJIT 150,5 en/n, ACT 156,7 en/n), runornukemus (0,83
MMOJIb/1T), TUNEpXonucTepuHeMus (6,2 MMOJIb/1), ypoBeHb Jakrata — 7,47. Y
pebeHKa OblT 3a110/103PEH MIMKOTeHO3 | THMa, B3SIT TeHETUYECKUI MaTepHral s
T€HETUYECKOr0 UCCIIEIOBAHUS.

B Bo3pactre 1 roma Mampumk M. ObUT JOCTaBI€H B JETCKYIO
MHOTONPOPUIBHYIO OOJILHUILY B CBSI3M C MPABOCTOPOHHEW BHEOOJIbHUYHOU
MHEBMOHUEH,  TOJATBEPKJACHHOW  BBIIBIEHHBIMH  PEHTIC€HOJOTUYECKH
UHOUIBTPATUBHBIMU ~ M3MEHEHMSIMH B TapeHxume  Jerkux.  Kypc
aHTUOAKTEPUATBHOTO JICYCHUSI B COUYETAHUM C CUMIITOMATUYECKOW Tepamuei
IpHUBeNl K KIMHUYECKOMY YIYULICHUIO COCTOSHUS. PeOeHKy COBMECTHO ¢
racTPO’HTEPOJIOTOM OBUIO TOAOOpPaHO JieueOHOE€ THUTaHUE C  IIEJIBIO
MoJI/Iep KaHusl HOPMAJIBHOTO YPOBHS TIIMKeMuH KpoBu: «Similac-Mzomum» (180
MJI Kaxpie 4 gaca), 6e3mMosiouHas rpeuneBas kama oobsemom (150—-180 mu 2-3
pasa B JIeHb), IPOAYKTHI C KyKYPY3HBIM KpaxMmajowm, a Takxke sutamut [ (1000
ME) u xansiuit (200 ME). B Bo3pacte 1 rog u 1 mecsin mo pesynbraram
MOJIEKYJIIPHO-T€HETUYECKOTO HUCCJIENOBAHMS ObUT BBISIBJIEH TI€MU3UTOTHBIM
NATOT€HHBI BAapUAHT HYKJICOTHUJIHOM IMOCJEI0BATEIbHOCTH B JK30HE 2 TeHa
G6PC, 9T0 MOATBEPAUIIO TTOI03PEBAEMbIN KIMHUYECKH IMArHO3 TJIMKOT€HOBOM
6one3nu I a Tuna.

[Io wrory rocnurtanu3anmu peOEHOK BBIMUMCAH MOJA HAOIIOICHUE
neauarpa, racTpO’HTEPOJIOra, SHAOKPUHOJIOTA, HEBposiora W Hedposora o
MECTy JKUTEIbCTBA. MaTepu [daHbl PEKOMEHJAIMU IO MOCTOSHHOMY
MOHUTOPUHTY YPOBHS TJIFOKO3BI M €XEMECSYHOMY MOBTOPY KIMHHYECKOTO

aHaJIn3a KpOBI/I, a TaKXKE paB’BHCHeHBI HpI/IHHI/IHBI CO6HIOI[3€MOI>1 JHUCTHI.
JTHATHO3
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['muxorenoBas 60me3ub | a Thma. J[marno3 moaTBEpKACH MOJIEKYJISIPHO-
T€HETUYECKUM METOJOM.

JTUDDEPEHI[UAJIBHBIN JUATHO3

Kimandeckass kapThHa MBIIIEYHOM THUIIOTOHUM Y HOBOPOXKIECHHOIO
pebeHKa, B 0COOEHHOCTH C OTSTOIICHHBIM AHAMHE30M T€UEHUSI IEPUHATATILHOTO
Nepuoja, MOXKET ObITh HHTEPIPETUpPOBaHA KaK pe3uAyajbHbIe NPU3HAKU
TUIIOKCUYECKU-UIIIEMUYECKON  dHIledanonatud Wil (QYHKIMOHAJIHLHOU
He3pesnocTH Ha ¢GoHe HenoHomeHHOcTH. HacnencTBeHHble Oonie3HH oOMeEHa,
BKJIFOYAs TJIMKOTCHOBYIO Ooyie3Hb | a Twuma, moryTt nebrotupoBaTh 0e3
XapaKTEPHBIX MEeTa0O0JINYECKUX HapylIeHU! (runorivkemus,
TUNEPJIAKTaTeMHs])) W (PEHOTUIHMYECKUMX MapKepoB («KYyKOJIbHOE» JIUIIO,
3a/iepKKa poCTa), UTO YCIOKHIET PAHHIOK JUArHOCTUKY.

[TomuMoO riuKoreHo30B AuddepeHurnpoBaTh CHHIPOM «BSJIOTO pEOEHKA»
IIpU TJIMKOTEHOBOM OoJie3HH I a crieyer co: CiuHaIbHOM MBIIIEYHOM aTpodueid,
cunapomoM llpanepa-Bumnm, wmertaGonnyeckumu 3HuedagonatusiMu Mpu
OpraHUYECKUX auuaypusix, MUTOXOHIpUATBHBIMU 3a00J1€BaHUSMH,
BPOXKACHHOM TMIEPIUIA3UEH KOPBl HAAINOYEYHHUKOB C  COJBTEPAOLIUM
CUHIPOMOM, BPOKI€HHBIM THIIOTUPEO30M.

Belaensor psAa  CUMOTOMOB, IIO3BOJIAIOIIMX —3aIllOAO3PUTH JIMATHO3
«I'nukoreHoBast O0one3nb I a THMa», K KOTOPHIM OTHOCUTCSI TelaToMerasius,
3aiepKKa  PoOCTa, «KYKOJBHOE» JIMIO, TUNOTPO(Us, THUIIOTIIMKEMUS,
TUNEPJIAKTATEMHUS], TUIIEPIUTUAEMUS, TUTIEPYPUKEMUS U HapyLIeHUe (DYHKIINU
TPOMOOIIUTOB. 30JIOTHIM CTaHIAPTOM IPU YCTAHOBJIEHUHW JHArHO3a SIBIIAETCA
MOJIEKYJISIPHO-TEHETHYECKOE UCCIIEJOBAHHUE.
ObCYK/[EHHUE

BolpakeHHast MbIII€UYHasi TUIIOTOHUS C IPOrPECCUPYIONIEN cIad0CThIO U
aTpoduell TMPOKCUMAJIbHBIX MBI KOHEYHOCTEW SBJISAIOTCS Hauboliee
XapaKTEepHBIMUA TpU3HAKaMu ThuKoreHo3a la tuma. Opnako nuddys3Has
MBIIIEYHAs] TUIIOTOHHUSI Y HOBOPOXIECHHBIX — KIMHHYECKUI ONpEeIesieMblii
MIPU3HAK, conpoBoKaatonuii 6osnee yem 100 3ab6oneBaHUi.

['unornukemus, sIBISAIOMIASCA XapaKTEPHBIM CUMITOMOM TJIMKOT€HOBOM
Oone3nn la Tuma, MOXET MPUBOAWTH K Pa3BUTHIO TUD(PY3HOU MBIIICYHON
TUIIOTOHUU ¥ CUMIITOMOKOMILJIEKCA BSUIOrO pedeHKa U TpeOoBaTh MPOBEICHUS
muddepeHnranbHO TMArHOCTUKUA € TNepuHaTainbHbiMU nopaxeHusmu [THC
TUITOKCUYECKU-UIIEMUYECKOTO XapaKTepa.

JlaHHBI cllydyall NOAYEPKMBAET BAXKHOCTb PAHHENM JIWArHOCTUKUA U
KOMIIJIEKCHOTO 00CJe/I0BaHus JIeTel C TJMKOreHOBOM Oose3Hbto la tuma, uto
MO3BOJISIET MPOBECTU KOPPEKIMIO MUTAHUS M 00pas3a >KU3HU AJsl yIydlleHUs
IPOrHo3a. 3aJepKKa pa3BUTHUS, PELIMIUBUPYIOLIUE PECTTMPATOPHbIE MHDEKIINH,
rernaToMeraiusl, THIIONIMKEMUS U TUIEPJIAKTATEMUS Y I€Tel JOJIKHBI CITYKUTh
CUTHAJIOM [JJisi HEOHATOJOrOB M TEAMATPOB sl OOCIEOBaHUSA C IIENBIO
MCKJTIOYEHHSI OOMEHHBIX HapYIICHU, BKJIIOUas TIIMKOTEHOBYIO O0ie3Hb [a Tuma.

domoepaghuu npusedensvl u onyoOIUKOBAHBL C pA3PEUeHUsi pOOumeel.
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LA
Pucynox 29, 30 — Buemnuii Bug manpuuka M. OOpainaroT Ha ceOsi BHUMaHHE

TUTIOTOHUS, TOJO0KEHWE HOT, YBEIMYCHHBIH 3a CUYET TelaTOMETaluH KUBOT,
0JIETHOCTh KOKHBIX MMOKPOBOB

Pucynok 30

Paszoen 4. OCOBBIE COCTOAIHUA B HEOHATOJIOTHHU

MNO3IHAA TEMOPPAI'HYECKAS BOJIE3Hb HOBOPOXK/IEHHBIX

I'emopparuueckass 06oisie3Hb HOBOpoxAeHHbIX (MKB-10: P53) — sto
3a0ojeBaHUe  JETe  NMPEUMYIICCTBEHHO  HEOHATAILHOTO  TEPHO/a,
MIPOSIBIISIONIEECS TTOBBIIICHHON KPOBOTOUYNBOCTHIO BCJICAICTBUE
HEJOCTaTOYHOCTH (AKTOPOB CBEPTHIBAHUS KPOBHU, AKTHBHOCTH KOTOPBIX
3aBUCHUT OT cojiep>kanus Butamuna K B opranusme. B 3aBucumoctu ot Bo3pacta
ne0roTa BBIJCNSIOT HECKOJbKO (OpM OMHMChIBAEMOW MATOJOTHUU: PAHHIOLO,
MIPOSIBJISIIONIYIOCS. B TIEpBBIE 24 yaca JKM3HU, KIACCHUECKYI0, PA3BUBAIOIIYIOCS
Ha 2—7-€ CYTKH, U TTO3THIO0, MPOSIBIISIONIYIOCS MOCcTe 1-i HeJenu KU3HH.

PacnipocTpaneHHOCTb 3a001€BaHMs HE 3aBUCUT OT T10JIa U pachl peOeHKa,
HO pa3HUTCS B 3aBUCHUMOCTHU OT pervuoHa mpokuBaHus. B Poccum uacrora
konebnercsa ot 4,4 no 7,2 cayuas Ha 100 000 HoBOpokaeHHBIX. O/HAKO O€3
MpOQHUIAKTHYECKOT0 MpUuMeHeHust BuTamuHa K cpa3zy nocie poxkaeHust yacrora
MO3JIHEN TeMopparuyeckor 00Jie3HM HOBOPOXKJIEHHBIX HAXOAMUTCS B Ipenaeax
5-20 na 100 000 HOBOPOKICHHBIX.

[TaTorenes cBs3aH ¢ HEIOCTATOYHOCTHIO (PaKTOPOB CBEPTHIBAHUSI KPOBU
IT, VII, IX, X, akTUBHOCTh KOTOPBIX 3aBUCHUT OT COJIep>KaHusi BUTamuHa K.
[TprurHOM OTHOCUTENBHOM HEAOCTATOYHOCTH BUTamMuHa K y gereid Ha rpyIHOM
BCKapMJIMBAaHUM CUUTAETCS Mpeodiaganue B MUKpohIope KullieuHnka oudumo-
U JIaKTOOAKTEepUi, KOTOPhIE HE CUHTE3UPYIOT BUTaMUH K2 — mpeniecTBeHHUK
ButamuHa K1.

[Tozmusass  ¢dopma reMopparddeckoi  OOJIE3HM  HOBOPOKICHHBIX
MIPEICTABISIET COOOM CEPHE3HOE COCTOSTHUE, OCHOBHBIM MPOSBICHUEM KOTOPOTO
CIyaT BHYTPHYEPEITHbIE KPOBOMZIUSHUSA, YACTO COMPOBOXKIAIOIIHECS
KOXXHBIMH TEMOPPAarusMH ¥ JKEIyJAOYHO-KUIIICYHBIMA KPOBOTECYCHHUSIMHU.
XapakTepHble KOXKHbIE TPOSBIICHUS BKIIOYAIOT B €0 KPOBOTOUMBOCTH W3
MYTMOYHOW paHKH, MHO>KECTBEHHBIE IETEXUH U IKXUMO3bI HA KOXKE U CITU3UCTHIX,
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MOBBIIICHHYIO KPOBOTOYMBOCTH B MeCTax WHBEKIHMA. CO CTOPOHBI KEITYJOUHO-
KUIIIEYHOTO TpakTa HAONIONAIOTCS pPBOTAa C MPUMECHI0O KPOBU TIO THITY
"koderHo rymmu" (reMaremMe3uc) U JAerTeoOpa3Hblii CTys (MeJieHa), KOTOphIe
MOTYT BBI3BIBATh 3aTSDKHYIO JKENITyXy H3-3a TE€MOJH3a JPUTPOIMTOB B
NUIIEBAPUTEIILHOM  TpakTte. ONMacHOCTh  MPEACTaBISIOT  BHYTPEHHHUE
KPOBOUBIUSHUS B MAPCHXUMY IEUCHH, HAIIOUYECTHUKOB, CEIC3CHKN U JICTKUX,
SBIISIONINECS TPOTHOCTHYECKH HeOmaronpusatHeiMu. Haubonee Tpo3HBIM
OCIIO’)KHEHUEM SIBJISTFOTCS BHYTPHUYCPEITHBIC KPOBOU3ITUSHUS
(cybapaxHOUATBHBIC, cyOaypanbHBbIC, MapEHXMUMATO3HbBIC W
BHYTPIDKEITYIOYKOBBIE), KOTOpPHIE KIMHUYECKH TIPOSBISIOTCS BSIJIOCTHIO,
BBIOYXaHWEM POJHUYKOB, YTHETCHHEM JbIXaHHWS, HapyIICHWEM CO3HAHWS,
CyZIoporaMd W OJIGTHOCTHIO KOXKHBIX MOKPOBOB. DTH KPOBOW3IHSHHUS YaCTO
HOCSIT MHOKECTBCHHBIH XapakTep, MPUBOAS K MHOTOYPOBHEBOMY MOPAKEHHUIO
KEJITYJOUKOBOM  CHCTEMBbl MO3ra C TMOCJEAYIOIIMM  Pa3BUTHEM  Kak
TPaH3UTOPHOM, TaK U TOCTOSIHHOM THIpOLIePaIiH.

KJIMHUYECKHUHI CIIVYAHN 1.

Manpunk XK., moctynun B OPUT B Bo3pacte 40 nueit. PeGenok ot 1-it
OepeMeHHOCTH, 1-X CpouHBIX (DU3MOJOTUYHBIX poaOB. Macca Tena mpu
poxknenuu — 3700 r, yirHa Tena — 55 oM, olleHKa 1o mkaie Anrap — 8/9 6anios.
Bce Bpems peOeHOK Haxoawics Ha TPyAHOM BcKapMiuBaHuu. OpHako 3a
MOCJIETHHE JBOE CYTOK CTaJIl OTMEUYAThCS PBOTA C MPUMECHIO CBEXKEM U CTapoit
KpOoBH (3a CyTKH 0 Tpex pa3), cyOodeOpwibHas TemmepaTrypa, HapacTaHHE
BSUIOCTH.

[Ipy mnocTtymieHMH B OTACICHHE COCTOSIHUE KpailHE TshKelloe,
00yCIIOBJIEHHOE COTIOPOM, BEIPAKEHHBIM BBIOYXaHUEM U MyJIbCAlUel OOJIBIIIOTO
pONHWYKA,  OJCAHOCTBIO,  aJUHAMHUEH,  MBIIIEYHONM  THIOTOHHEH  C
SKBUBAJICHTAMU CYJOPOT B BHJI€ YYAIICHHBIX MOpPraHui. TSKeCThb COCTOSHUS
TpeboBasia HEMEJUICHHOW WHTYyOalMu ¢ TOAKIIOYEHHWEM K  armapary
MCKYCCTBEHHOW BEHTHJIALIMY JIETKUX. B 001iem ananm3e KpoBu: reMoriiooux 57
/71, reMaTtokpuT 16,63%, netikouutsl 16,04 x 10%/1, TpomGormTs! — 582 % 10%/71.
I[lo nmaHHBIM  KoaryjaorpaMmbl  BbBIpaKE€HHbIE  OTKJIOHeHUMs: AUYUTB
(aKTUBHPOBAHHOE YACTUYHOE TPOMOOILIACTHHOBOE BPEMS), MPOTPOMOUHOBOE
Bpemsi, MHO (MexayHapoiHOE€ HOPMAJIM30BaHHOE OTHOILEHHE) — HET
KOaryJisiiiud, TMpOIEHT mnpoTpomOuHa 10 KBUKYy — HeT Koarymisuud,
TpoMOMHOBOE Bpems — 15,9 cex, D-mumep — 263 ur/mn. Ilo maHHBIM
HEHPOBU3yaIM3allMM  OOHAPYXWJINCh:  MAacCHBHOE  CyOapaxHOWJAJIbHOE
KPOBOUBJIHUSHUE, MHOYKECTBEHHBIE BHYTPHUMO3TOBBIC reMaToOMBlI,
BHYTpHXKENY10uKoBoe KpoBouznusinue III creneHu, oTek TOJOBHOIO MO3ra.
OTMeyanuch TPHU3HAKH PACIIUPEHUS W AaCUMMETPUHU POTOB  OOKOBBIX
KEJTYI0YKOB, TMIIOKCUYECKU-UIIIEMUYECKUE M3MEHEHHUS BEIECTBA T'OJIOBHOTO
MO3ra.

3a NEPUOJ rOCIUTAIIU3ALMH MPOBOIMIINCH MHTEHCUBHAS
aHtureMopparuueckas  (ButamuH K, 3Tam3unar), remocratudeckas
(cBexke3aMOpOKEeHHas Mia3Ma), HHPY3MOHHAS M CUMIITOMAaTUYeCKas Tepariuu,
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reMoTpaHcy3uss  (SpUTpoLMTapHas  B3BECh),  OOJIIOCHOE  BBEJICHHUE
¢usuonoruueckoro pactsopa. HecMoTpsi Ha MPOBOANMOE JIEYEHUE, COCTOSTHUE
pebeHKa MPOrpecCUBHO yXyamanock. OTMevalloch pa3BUTHE LepeOpabHOMN U
CepACYHON-COCYTUCTON  HEJAOCTaTOYHOCTH, a  TaKKe  BBIPaKCHHBIN
reMopparuieckuii cuaapom. Uepes HECKOJIbKO YacoB OblIa 3aperUCTPUpPOBaHA
acHCTONHS, a B JaJIbHEHUIIIEeM KOHCTaTUPOBaHa OMOJIOTHYECKasi CMEPTh.
HUATHO3
[To3ausist reMopparuyeckas 60Jae3Hb HOBOPOKACHHBIX.

KJIMHUYECKUH CITVYAH 2.

Manpuuk X, noctynun B OPUTH B Bo3pacte 24 CyTOK KU3HH B CBA3U C
*KanobaMu MaTepu Ha OTKa3 peOeHKa OT €/bl, PBOTY CTBOPOKEHHBIM MOJIOKOM,
YrHETeHUE co3HaHus. V3 aHaMHe3a >KM3HM U3BECTHO, YTO MAJIBUMK OT 1-U
OepeMeHHOCTH, OT 1-X CPOUYHBIX POJIOB, OE3BOAHBIN MPOMEXKYTOK — 6 4acoB.
Macca tena nipu poxkaenun cocrasisiia 3420 r, nnuHa tena 51 — cM, OlleHKa 1o
mkane Anrap 8/9. [Ipodunaktuka reMopparuueckux HapylmeHuil B poJUIbHOM
JI0OM€ He MPOBOINIACh, PEOCHOK C POKJIEHUS Ha TPYJHOM BCKapMIIMBAHHH.

[Ipy mDoOCTyIUIEHHH COCTOSIHUE KpaiHEe TsDKeIoe, OOYCIOBIEHHOE
YTHETEHHEM CO3HAHHs JIO COIOpa, JbIXaTeJIbHOM HEIOCTaTOYHOCTBIO MU
CYIOpOXXHbIM  cuHapoMoM. [lpm  ocmorpe oTMewanuch  OJEAHOCTH,
KPOBOM3IUSHUA Ha CIM3UCTON T'y0, MOBBINIEHHAs KPOBOTOYMBOCTH M3 MECT
MHBEKIHMN, HAMPSYKEHHBINA OOJBIION POAHUYOK, PACXOXKIECHUE YEPEIHBIX I1IBOB
1o 1 cM, ocnabinenHas ¢poTopeakius 3paykoB, IPABOCTOPOHHUN Tremunapes. B
X0JI€ KOMIUIEKCHOTO J1a00paTOPHO-UHCTPYMEHTAILHOTO 00CJIeIOBaHUST ObLIH
BBISIBJICHBI: CYOIypalIbHOE, BHYTPHXKEIIYAOUYKOBOE M HHTPAMAPEHXUMATO3HOE
KPOBOU3JIUSIHUS; aHEMUSI TsKeIoU ctenenu (remoryiooun 70,8 1/1), yanuHeHue
AYTB, IITB (mporpoMOuHOBOE BpeMsi) B COYETAHUU C HOPMAJILHBIM YPOBHEM
¢bubpunorena (2,56 rv/m). PebGenok Obu1 MHTYOMpoOBaH JUIsl oOecTieUCHUs
pecCupaTOpHON TIOJIIEPKKH. Kpome TOrO, MIPOBOINIIUCH
THONaToreHeTudeckas (BuraMuH K, sTam3uiar, TpaHekcamMoBasi KHUCIIOTAa) U
CUMITOMAaTU4ecKkass Tepanusa. Takke THKECTh COCTOSHHUS 00yciaoBHIIa
HEOOXOIUMOCTh  MPOBEAEHUS  YPECKOKHOM  MyHKUUU  CYOAypaslbHOTO
KPOBOU3JIUSHHUS.

Ha ¢one npoBouMoi Tepanuu cocTosiHue peOeHKa CTaOMIN3UPOBAIIOCH,
reMopparuueckuii CUHApPOM ObLT KYNHUpPOBaH, Ja0OpaTOPHbBIE MOKa3aTeIu
HOPMAJIM30BAJIMCh, DHTEPATILHOE MMMTAHKE YCBaUBaJ B MOJIHOM o0beMe. O1HaKO
no nanHbiM MPT ronoBHOro mMo3ra, BHIITOJIHEHHON Ha 24-€ CyTKU MPeObIBAHUS
B CTalIIOHAPE, OTMEYAJIMCh MPU3HAKU TOCIEACTBUI BhIpaxkeHHOT0 qudy3HOTrOo
UIIEMAYECKU-TEMOPPArHYECKOr0 MOpa)XKeHUsi rosoBHoro mosra. Cnycrsa 31
JeHb TMpeObIBaHUS B CTallMOHape peO0CHOK ObLI BBIIKMCAH JIOMOW B
YIOBJIETBOPUTEIILHOM COCTOSIHUM C HEBPOJOTHYECKHM JEPUIIMTOM B BHJE
JBUTATENIbHBIX ~ HApYyLIEHUd W  PEKOMEHJALMSAMU 10  JAJbHEUIIEMY
HaOJII0/ICHUIO.

JHUATHO3
[To3auss1 reMopparuyeckasi 6071e3Hb HOBOPOXKICHHBIX.

107



KJIIMHUYECKHY CJIVYAMU 3.

HeBouka B. moctynmia B MHOronmpo(uIbHBINA JETCKUN CTallMOHAp B
Bo3pacTe 42 CyTOK >KM3HHU C *ajio0aMu Ha PBOTY CTBOPOKEHHBIM MOJIOKOM C
POXKUIIKaMU KPOBH U OJIbIINIKY. PebeHok oT 3-if GepeMeHHOCTH, 3-X POJIOB Ha
40-i1 Hemene recraluy, MPOTEKaBIIUX Oe3 OcioxHEeHUM. Macca Tena mpu
poxaenun coctapisuia 3580 r, qauHA Tena — 52 ¢M, OIIEHKa Mo IKane Amnrap
8/9 6amnoB. JleBouka noiyyana rpyJHoe BckapmiuBaHue. B cBsizu ¢ pa3ButueM
reMOJIUTHYECKON Oo0JIe3HH HOBOPOXIEHHBIX mnpoduuaktuka [pbH He
MIPOBOINIIACH.

[Tpu nocrymnennn B OPUT cocTosiHME pacieHUBANIOCHh KaK TSXKEIOE 3a
CYET JIbIXaTEIbHOM HEJAOCTAaTOYHOCTH, HMHTOKCHUKANMU Ha ¢OHE OCTpoH
pecnupaTopHoil MHOEKIHUH, BBIPAKEHHOTO T'E€MOPPAruuecKoro CHUHIpOMaA
(AIUTENbHOE KPOBOTCUEHUE U3 MECT MHBEKIUN, SKXUMO3 B OKOJOMYMOYHOU
obnactn). Ilo pe3ynbpTaTam 1a00paTOPHBIX UCCIEAOBAHUMN BBISBIICHBI: TSKEas
aHemus (remorsiobun 56 1/1, sputporutsl 1,72 miH, rematokput 16,7%),
runonpotenHemusi 40 r/n, runoanbOymuHemus 26,3 /1, npoba Kymbca
orpunarenbHas. [lpu mnposenenun HevipoBuszyanuzauuu (KT) BbIsIBICHBI:
NapeHXUMATO3HOE  KPOBOM3IUSHUME B  JIEBOM  TeMEHHOW  o0JsacTu;
cybapaxHouJagbHOe, CyOIypalbHOE KPOBOMBJIMSHHUE JIEBOM reMuchepbl u
IpaBoil TEMEHHOW 00JIaCTH.

[TpoBoaunock KOHCEpPBATUBHOE JIe4YeHHUeE, BKJIIOYAIOIIIEE
reMOCTaTUYECKYI0 Tepanuio BUTaMMHOM K, »TaM3unaTtom HaTpus W
TPAaHEKCaMOBOM  KHMCJIOTOWM, Tepamusi OTeKa MoO3ra JIeKCaMETa30HOM,
MIEPEIIMBAHUE CBEXKE3AMOPOKEHHOW IUIa3Mbl M OTMBITBIX 3puUTpouuToB. Ha
(doHe cTabuIM3aly COCTOSHUS, HOPMaIM3aluK JJaOOpaTOPHBIX MOKa3aTesei,
OTCYTCTBUS TPU3HAKOB BHYTPUUEPEITHOTO KPOBOUBIIUSIHUS TIPU UCTIOI30BAHUN
METOJIOB HEMpOBHU3yaln3alliu JeBOUYKa cHaudana Owbuia mepeenena B OIIH, a
CIyCTs 25 CyTOK HaOJIIOACHUS B OOJIBHUIIE BBINTMCAHA B CTAOUIILHOM COCTOSTHUN
1101 HaOJIFOICHUE CIICIIMAIMCTOB aMOyJIaTOPHOTO 3BEHA.

HHUATHO3
[To3muss remopparudeckasi 00J1Ie3Hb HOBOPOKIEHHBIX.

JTUDDEPEHI[UAJIBHBIN JJMATHO3

JIis TIOCTaHOBKHM JIMAarHO3a BaKHO TMpoBecTH U depeHInaTbHbINA
JMarHo3 C IPYTUMH COCTOSTHUSIMH, COTIPOBOXKIAIOIIMMHUCS KPOBOTCUCHUSIMH Y
NAlMEHTOB TPYAHOI0 Bo3pacTta (puBeAeHbI B Taduie 13).

Tabnuia 13. Judbdepennmansuas JTMAarHOCTHKA O3 THEN
reMopparndecKkoil 00JIe3HN HOBOPOJKIEHHBIX
3a0osneBanue Oo0mme yeptsl ¢ | KioueBbie ¢pakropsl | [Imarsocruka
I'pBH
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[Toznnsis KpoBoTeuenus PazBuBaercs na 2—12-ii | Hopmanbhbie
reMopparn4eckas (OKKT, xoxHbIe, | HEAeNne, Yalie y JAeTed | TPOMOOIUTHI,
00Je3Hb BHYTpUYEpEIHbIE | Ha UCKItOUnTENbHO ['B, | cHUXKEeHHbIE
HOBOPOKIEHHbIX ), NoBBIIIEHHE | 6€3 npodwmiaktuky | pakroper 1, VII,
(MKB-10: P53) I1B, MHO, | Buramuaom K IX, X, koppekuus
HOpMaJbHOE npu BBEJICHUU
YHCIIO ButamuHa K
TPOMOOIIUTOB
I'emopumuss A (VIII) | F'emaTomsl, Cewmeiinblii  anamue3, | CHIKEHHBIN
(MKB-10: D66) wim B | kxpoBOTCUCHUS, KPOBOTCUYCHHS ¢ | dakrop VIII wumm
(IX) (MKB-10: D67) IIOBBIIICHHOE poxnaeHus, HopmanbHO | [X, reHermueckui
AUYTB e [IB, MHO aHaJIn3
bone3nr Bwmebpanaa | KpoBorounBocts | HocoBbie,  necHeBbie | CHHKEHHBIN
(MKB-10: D68.0) CIIU3UCTBIX, KpPOBOTECUCHMUS, dakrop
KO>KHBIE BO3MOYKHA Bunne6panna,
reMopparuu aHeMHUs, HOpMaJlbHOE | HApyILIEHUE
I[IB/MHO npu  nerKux | arperanuu
hopmax TPOMOOIIUTOB
JABC-cungpom (MKB- | KpoBoteuenus, TpombonuTonenus, Koarynorpamma,
10: D65) noBeimieHue IIB, | cHMKeHue aHaJIu3
MHO ¢ubpuHOTEHa, ocTpodazHbIX
HOBBIILIEHUE J1- | GenkoB
nuMepa, GoHOBOE
3a0oieBaHue (cercuc)
TpomOGouuTtonenuu (um | Koxxusie TpomOGouuToneHus, OO0uwmii aHaJIN3
MYHHBIE, reMopparum, HOpMAaJIbHOE KpOBH, aHaJlIU3 Ha
HaCJIE/ICTBEHHBIC) METEXUH I[IB/MHO/AYTB AHTUTPOMOOIUTAD
(MKB-10: P61) HBIE aHTUTENA
HeonaTanbHble I'emopparnuecku |JIuxopanka, opraHHas | AHaIu3 0enKoB
UHEKIUH (cemcuc | i cuHaPOM TucyHKIuS, ocTpoi ¢azsl,
(MKB-10: P36)) TPOMOOITUTOTICHUS, MHKPOOHOJIOTHYEC
MH(EKITUOHHBIN KHE€ HCCIEeI0BaHUA
TOKCHUKO3 u nposenenue [111P

ObCYK/IEHUE

I'emopparuueckasi 607€3Hb HOBOPOXKIEHHBIX IO HACTOAIIETO BPEMEHH
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OCTaeTCsl aKTyaJlbHOM MpoOIeMOoli B HEOHATOJIOTHH, HECMOTPS Ha MPOCTOTY U
JOCTYIMHOCTh TPOQGUIAKTUKU. JlaHHOE MaTOJIOrMYECKOe COCTOSIHHUE Yy JeTei
HEPEKO COINPOBOXKAAECTCS MHOXKECTBEHHBIMM KPOBOTEUEHHUSMU U OMACHBIMHU




KpoBom3NusHUSAMH B CTPYKTyphl [IHC, uTo B OymymieM crocoOHO BBI3BIBATH
HEeXKeJaTeIbHbIE TOCICJACTBUS B BHUJIC TICUXOHEBPOJOTMYECKUX HAPYIICHUM,
napaiaudeit, ruaponedanrnu u Apyrux 3a00JeBaHUM, BIUIOTH 0 Pa3BUTHUSA
TyOOKOW MHBAIMAN3AIMK U MIPEKICBPEMEHHOM JIE€TaTbHOCTH MAIlUeHTOB.

JlaHHBIE  KIIMHUYECKHE cllydyald  JE€MOHCTPUPYIOT  OIACHOCTH
reMopparudeckor 00JE3HH HOBOPOXKIACHHBIX: Y BCEX OMMCAHHBIX MAIlMEHTOB
ObUIM JMArHOCTUPOBAHBI BHYTPUUEPEIHBIC KPOBOM3IUSHUS B JIBYX U OoJjiee
MecTtax. Bce cilyyan HauumHaIuCh ¢ pa3BUTUSA KPOBOTECUCHHS U3 KEITyJAO0YHO-
KHUIIIEYHOTO TPAKTa, BBI3bIBAasl PBOTY C MPUMECHIO KPOBH, UTO SIBIISICTCS SIPKUM
JTUATHOCTUYECKUM  TIPU3HAKOM  TO3JHEH  TeMOpparudeckoil  OOJIe3HH
HOBOPOXKJICHHBIX. XOTSI YpPOBEHb MPOTPOMOMHA Yy HEJOHOUIEHHBIX MpHU
POXKICHUU HUXKE, YEM Y JIOHOIIEHHBIX JIETe!, UCCIE0BATEIN OOHAPYKUIIU, UTO
93% mnanueHToB ObUIM JOHOIIEHHLIMH MJIAJICHIIAMH, KaK U B BBIIIICONHMCAHHBIX
KJIMHUYECKUX ciydasix. CpaBHUTEIbHAS XapaKTEPUCTUKA JAaHHBIX TeueHus ['pb
y BBIIICTIEPEUYUCICHHBIX MAIIMEHTOB C JaHHBIMU JIUTEPATYPbl MPEICTABICHBI B
tabnuie 14.

Ta6muna 14. CpaBHeHHE TeUSHUS MO3AHEH reMOpparnyeckoi 00JIe3Hu y
OTIMCAHHBIX JICTCH MEXy COO0H U C JaHHBIMU JUTEPATyPhI

JanHble

Kinanuyecknii | Kimanvecknii | KunmHnyeckuii JIMTepaTyphI

cayuaid Ne 1 ciayuaid Ne 2 ciayuaid Ne 3

IToxazarenu
BapLUPYIOTCS,
COOTBETCTBYSI

CpeHUM
Macca npu 3700 3420 T 3580 SHAYCHUAM AL
pO)l()leHHI/[ JOHOIIICHHBIX U

MO3THUX
HCOOHOIICHHBIX
HOBOpO)KI[eHHI)IX

IlokazaTenu
BapbUPYIOTCH,
COOTBETCTBYS

CpeIHUM
Aauna npu 55 cm 53 cm 52 cm SHARCHHIM U
POKIeHHH JIOHOIIIEHHBIX U

MO3IHUX
HCOAOHOIIICHHBIX
HOBOPOKJIECHHBIX

IIpomomxenne Tabmuie! 14

I'ecranuonn

N 39-40 nenenp 39 Hemens 40 nenens 93%
blil BO3pacT

JOHOIICHHBIC
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B cpennem 7-20

1 mecs 10
o 24 nus; 3,4 1 mecsx 12 win 3-7 Henelb
Bospacr mHeu; 5,7
HeJenn CyTOK; 6 HEJleb
HEJIeIb
PBorac
MIPUMECHIO K
KpOBHU B Otka3 oT enpl, POBOMSIMAHHA
PBora ¢ Ha KOXE U
HauaJo TEUEHHUE JABYX pBOTAa, DO HIKAMI
3260.1eBaHUs THei, yTHETEHHE . EBH oBIIIKE CIIU3SUCTRIX,
cyodeOpuabHas CO3HaHUS POBH, KpOBO;EIq;FIH’I =
TeMIiepaTypa,
BSUIOCTD
CyIopOKHbBIM
Comnop, YAOD o
cuaapoMm (64%);
JIbIXaTeIbHas
Corop, MBIIICYHAS
. | HemocTaTouHOCT | JlpIXaTeabHast
HANPADKCHIBIL ) ) - JIOPOXKHBIM | HEJOCTATOYHOCT FHITOTONHA
00BN » CYAOP (21%);
CUHJIPOM, b, KDOBOTCUCHHS
POHUYOK, remMuriapes
Teuenue KPOBOUBIIHSHUS U3 MECT
aJMHaMMSI, N . (13%);
3a00JieBaHus Ha CJIIM3UCTOH, UHBEKIIUH,
MBIIICYHAS o ruaporedanus
HaIpsHKCHHBIN AKXHMO3
TUIIOTOHUS, " . (7%)
OOJIBIITON OKOJIOTTYTIOYHOM
SKBUBAJICHTBI
POTHHYOK, obnactu
cynopor N
MIPaBOCTOPOHHUI
remMurapes
Heru Ha
Bunx HCKYCCTBEHHOM
BckapmimnBa | EcrecTBeHHOE EcrecTBennoe EcrecTBennoe BCKAPMITHBAHHH
HHUSA MIPAKTUYIECKH HE
TTOJIBEPTHYTHI
PHUCKY
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IIpomomxenne Tabmuie! 14
[TaperxumaTo3H
oe
KPOBOU3IUSIHHAE
Cybapaxnouga b 8 | 30-88% cnyuaeB
JIEBOW TEMEHHOMH
/IPHOC 1 CyOnypaibHoe ob0macru; ©
BHYTPIDKCIIY IO BHy yHI:KeJI HO‘; cyOa aXHOI/I;[aJ'IB BHYTPIACPCIHbIM
Hespoaoruu YKOBOE YTIFOBoe 12] yoap Hoe U
eexne KPOBOM3IHARHIC HHTpAapEHXUM | CYOxI aJ;BHOC KPOBOUSIIIHIAM
OTRIOHCHHH ’ IE)ITOI%ﬁOG K yOBoyI/]I;;JII/ISIHI/Ie H, 75% AMe1oT
BHYTPHUMO3TOB p o KpPpOBOTCUCHUA B
KPOBOU3IUSIHUS JIEBOM
bIC TEMATOMBI, p remuchepst u ABYX OTACIax
OTEK MO3Ta pv Mo3ra
npaBoi
TEMEHHOU
o0OiacTu
HezamennurensH
NuTyGanus, A
Nurybarus, Nurybanus, 0€ BBEJCHUE
HNBJI. Butramun
HBJI. Buramun | MBJI. Butamun BuTamuHa K,
K, sram3uiar,
K, K, sTam3mnnar, TIEPEIIMBAHUE
reMoTpascdysu
OcHOBHBIE TpaHEKCcaMoOBasl | TpaHEKCaMOBas IUIa3MBl,
s, TIepETMBaHUE
METObI - KHCJIOTA. KHCIIOTA, BBEJICHUE BHYTPh
JeYeHnus 60J‘II—OCHO,e UpeskoxHas JIEKCaMETa30H, | reMOCTaTHUeCKOI
BBEICHIE MMYHKIUS remoTpancy3us CMECH TIpH
CcyOoaypaIbHOTO epenuBaHue KPOBOTEUEHUSIX
bu3noIOrHUecK Yoryp - TP popotete
KPOBOU3IUSIHUS MJIa3MBblI. n3 JKKT
OT0 pacTBopa
CwmeptHOCTB 19—
Brmucan Ha 31- Brimucana Ha
Acnctomus, € CYTKH C 25-e CyTKHU B 20%.
Hcxon OHoJIoruyecKast yr yr HEBPOJIOTHICCKHC
CMEDTE HEBPOJIOTUYCCKH | YAOBJICTBOPHUTEI OCJIOKHEHUS Y
P M ACQUIMTOM | BHOM COCTOSIHHH 21-55%
HeCMOTpH Ha 6OJ'IBH_II/I€ YCHCXI/I B ANArHOCTHUKE u JICACHUU
reMopparudecko  0OJIe3HW HOBOPOXKJICHHBIX, HeJNb3s 3a0bIBaTh, 4YTO

€IMHCTBEHHBIN HAJEKHBIN CIOCO0 MPO(MIAKTUKU JAHHOTO 3a00JICBaHUS —
BBeJicHHEe BUTaMuHa K HOBOpokaeHHbIM. OTKa3 OoT BBeJeHHUs BUTaMuHa K npu
POXKJICHUU JIOJDKEH OBITh MIPUHAT BO BHUMAHKWE Bpaya-HEOHATOJI0ra, KOTOPOMY
CIeyeT THIATENIbHO OOCYIUTh 3TO PEIICHHEe U WH()OPMUPOBATH POIUTENICH O
BO3MOJKHBIX OCJIOKHCHHSIX.

HEOHATAJIbHAS TNIIEPHATPUEMMUA

Harpuii sBnsieTcss OCHOBHBIM KATMOHOM BHEKJIETOYHOM KUIKOCTH,
COAEPkKAHUE KOTOPOTO OIpPEIEISIET OCMOJIPHOCTh. ['OMeocTa3 Hatpus B
OpraHu3Me MOJJIEPKUBACTCSA MOCPEACTBOM TECHOTO B3aMMOJICUCTBUS MOYEK C
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MeIUaTOpaMH U TOPMOHAMU SHJIOKPUHHOM crucTeMsbl. [Ipu kKoppekTHoit paboTe
BCEX MEXAaHM3MOB, BIUSIOLIUX Ha TOMEOCTa3 HATPHsl, MOJAEPKUBAECTCS OaaHC
MEXAY BHYTPHUKJIETOYHOW M BHEKJIETOYHOM xkuakocTsamMu. Hapymenue
AJIEKTPOJIUTHOTO OajlaHCca ¢ pa3BUTHEM THIIEPTOHUYECKOTO COCTOSIHUS SIBJISIETCS
OPUYUHON 1epopMaliii KIETOK, YTO MPUBOAUT K PA3BUTHIO TAKUX OCIIOKHEHUHN
KaK OTE€K MO3ra, CyIOpPOXHBIA CHHIPOM, BHYTPHMO3IOBBIE KPOBOW3JIHSHMS,
TPOMOO3bI BEHO3HBIX CUHYCOB. C LI€TIbIO OLIEHKH IOCIIECTBUI NEPEHECEHHON
HEOHATAJIbHOW THIEPHATPUEMUN MPOBOJIUIUCH HMCCIEIOBAaHUA, IMOKa3aBUIME
3aJIep’KKy pa3BUTHUS Ipu oueHke no tecty Jlensep Il Oomnee uem y ueTBeptu
obcnenoBanubix gereid. IlpumepHo 13 nereit u3 9000 Ha ecTecTBEHHOM
BCKapMJIMBaHUM 110 3-U Henenu ku3Hu nocrynaroT B OPUTH ¢ HeonatanbHOM
runepHarpuemueid. Heonaransnas runepuarpuemus (HI', P74.2  JlucOananc
HaTpus y HOBOPOKJIEHHOTO (runepHaTpuemMus) —
COCTOSIHHE, XapaKTEPHU3YIOIINECS HOBBILLIEHUEM YPOBHS HaTpHs
B KpoBH >145 mmonb/n. [lpu Koppekuuun HEOHaTalbHOM TIMIIEpHATPUEMUU
HEOOXOMM TIATEIbHBIN I0100P CKOPOCTH U cocTaBa UH(Py3uu. Paccuntanubiit
00BEM TUIIOOCMOJISIPHOTO pPAacTBOpa BBOJAUTCS B TedeHHe 48—72 4acoB ¢
ONTUMAJIbHON CKOPOCTBIO CHIKEHUS HaTpus 10—15 mmonb/a/cyT.
KJIMHUYECKUHU CIIVYAH.

JloHomieHHas eBouka B. ot 1-i1 6epemenHocTH, 1-X poJoB OT MaTepu ¢
OCJIO)KHEHHBIM TE€UEHHEM OepeMEHHOCTH: B 1-M TpuMecTpe HaOII0JalnuCh
MPU3HAKU CYOKIIMHUYECKOTO TUIIOTUPEO03a, 110 MTOBOAY KOTOPOTO ObLII HA3HAYEH
JIEBOTUPOKCHH, B 3-M TpUMeECTpE ObLT BBISBJICH renaTo3 O€peMEHHbIX, KOTOPhIT
noTpeOoBal MPOBEJICHUS IenaTONPOTEKTOPHOU Tepanuu. Macca peOeHka npu
poxknenun — 3630 r, qnuHa Tena — 51 cm. Onenka no mkaine Anrap 9/9. Ilo
Tabaunam INTERGROWTH-21 MAacCO-POCTOBBIE MOKa3aTenun
COOTBETCTBOBAJIM BO3PACTY.

Co c110B MaTepH, Nepro/ibl OJIMTOaHYpPUH HAOII01aIHUCh ¢ poxkaeHus. [Ipu
naTpoHaXKe Ha 5-€ CYTKH JKU3HM MeIuaTp oOHaApY U yObUTb Macchl Tena Ooee
20%, ObUIM pEeKOMEHI0BaHbl KOHTPOJIbHBIE B3BEIIMBAHUS U JOKOPM CMECHIO.
JlaHHbIE PEKOMEHJALMU IOJHOIICHHO BBIMOJHEHB He ObuIH. OIHOKpaTHOE
BBEJICHUE CMECH BBbI3BAJIO y peOEHKa JTUCHENTHYECKHE pPacCTpOHCTBa
(cppIrMBaHusl, MHOKECTBEHHBIM KaIIMIIe0Opasblil CTY), MOBTOPHBIX MOMBITOK
BBEJICHUSI CMECH HE MPEANPUHUMAIIOCE.

Ha 12-e cyTku XU3HU B CBSI3U C PA3BUTHUEM CYIOPOKHOTO CHUHIpPOMA
pebeHok Obul rocnurtanuzupoBad B OPUTH. Ilpu mocryrmiieHuu cocTosiHHE
KpaiiHe Tskenoe, 00ycnoBieHHoe cocTosiHueM akcuko3a III craguu, OGenkoBo-
SHEPreTUYECKOM  HEIOCTATOYHOCTBHIO,  BBIPAXKEHHBIMU  AJIEKTPOJIUTHBIMU
HapylmieHus MU (TunepHatpuemus — 187 Mmoib/i, runepxiopemus — 154
MMOJIb/TT). YObUIb Macchl Tena ¢ poxkaeHus — 980 r, uto coctaBuio 27%. B
HEBPOJIOTUYECKOM CcTaTyce oOpamani Ha ce0s BHUMaHHE COCTOSHUE
MTOBEPXHOCTHOT'O OIJIYIIEHHs, 1032 BSUIOM S3KCTEH3UH, KPATKOBPEMEHHBIH
pa3IpaXUTENbHBIN I1J1a4, 3HAYUTEIbHAS CYXOCTh KOXKH, CIIM3UCTBIX, CHUKEHUE
Typropa Kokd, TUIoTepMust BIUIOTh A0 35 C, 3amaBumuii O0JIBIION POAHUYOK
pazmepoM 1,2*1,2 cm. Ha MOMEHT MOCTYIUIEHHSI aHYpHs, MOYEBOU MY3bIPh HE
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NaJbIIMPOBANICA, TIPU MOCTAHOBKE MOYEBOI'O KareTrepa ObUIO MOIY4YeHO 3 Ml
KOHILIEHTPUPOBAHHOM MOYHM «P’KaBOr'0» OTTEHKA, NPU3HAKU LICHTPAJIU3aLNN
KpoBooOpamienusa. IlpucyrctBoBasim  npusHaku  OIIIl  (o;muroanypus,
AJIEKTPOJINTHBIE HApyIIEHHUs, TMOBbIIIEHHEe Mo4eBUHBl 10 34,8 EJl/m,
KpeaTUHHUHA J10 147 MKMOJIb/J), IOBBIILIEHUE FE€MOIVIOONHA Ha (POHE CHUKEHMUS
o0beMa LMPKYJIHMPYIOIIEH KpOBU U TeMOKOHLEeHTpauuu. I[lo gaHHBIM
OMOXMMHUYECKOT0 aHanu3a KpoBu — cuHapom nuronusza (AJIT 104 E[/n, ACT
82 EJI/m). OugaroBoli CHMNOTOMAaTHKH W CyAOpOor He oOHapyxeHo. Ha
anektpokapauorpaduu u  IOxoKI[ BbIsIBIEHA TEHAEHIUS K CHHYCOBOMU
OpaauKap/vu, MOBBIIIEHHE MOTEHIIMATIOB MPABOTO KEIYyAOUYKa, U3MEHEHHS B
MUOKApJE, CBA3aHHBIE C PA3BUTUEM KapAHOIATUHU, KaK CIEACTBUE OCHOBHOIO
3a0oneBaHusl. BbICOKHMII ypoBEeHb HaTpus NOTPeOOBal KOHCYJIbTALUH
SHAOKPHHOJIOra, WCCIEI0BaHUs TOPMOHAJIbHOTO Tmpoduid. BpoxaeHHas
JUCPYHKIMS KOpbl HAANOYEYHUKOB M MHAS SHJAOKPUHHAs NATOJOTHsS ObLIN
UCKJTFOUECHBI.

Ha ¢one navana anekBaTHON HH(Y3MOHHOW Tepamuud U IHTEPATBHOMN
Harpy3Kd 4epe3 Ha30racTpasibHbIl 30H] (aJanTUPOBAHHBIMH MOJIOYHBIMU
cmecsiMu — 210 mMi/kr/cyT) cocTosiHue cTaduinu3upoBano. [1o mepe pacumpenus
DHTEPAJIBHOM  HArpy3kd  IPONOPLUOHAIBHO  CHWXKAJach  KOJIMYECTBO
uH(}y3uoHHOH Tepanuu. CTyI 3a CyTKU 710 5 pa3, Auype3 Ha (poHE MPOBOAUMOMN
Tepanuu yAOBIECTBOPUTENbHBINA, CpeIHUN Temn auypesa 3,1 mi/kr/gac, Moya
oObryHoro 1mBera. Ilpu ocMmoTpe HeBposiora CHoycTss Tpo€ CYTOK —
MOJIOKUTENbHAS JAUHAMUKA B BUJE YMEHBIIEHUS CUHAPOMA YrHETCHMS,
HapacTaHusi ToHyca. JlabopaTopHble mMoOKa3zaTenu manueHta B. npu
MOCTYIJIEHUU U B AMHAMUKE MPEACTaBICHbI B Ta0muie 15.

Tabnuua 15. JITabopaTtopHbie oKa3aTeNH naurenTa B. mpu nocryrieHuu
U B JMHAMHKE

Iloka3zarennb IIpn Ha 1-ii nen» | Ha 2-e cyrku | Ha MmomeHT
MOCTYIUIEHU | Tepamnuu npedbIBaHUS BBINMCKHU
U B
cTallMOHape

JlunamuKka HaTpus 187 147 141 136

(MMomnb/)
(N: 136-145 mMons/n)

JluHaMuKa xjopa 147 113 111 100

(MMonb/i)

(N: 98-107 mMos /)

JluHamuKa 2144 1844 145,8 151
remorioouna (/i) (N:
125-205 r/n):

[Tocne 10 pmneit rocmuTamu3auuMu Ha 22-€ CYTKH XU3HU pPEOCHOK B
YIOBJIETBOPUTEIILHOM COCTOSSHUM BBIMHCAH TMOJ HAOMIOJEHHE Y4aCTKOBOTO
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neauaTpa AoMod. Ha MOMEHT BbIIMCKK OONBIION POJIHHYOK HE BbIOyXall, HE
3amagan, MOYEHCIyCKaHHME CaMOCTOSITEJIbHOE, MOYa COJOMEHHOTO IIBETA,
nuype3 anekBaTHbI. COCTOSAHME NEBOYKHM C MOJIOKUTEIbHOW NUHAMUKOWN: HA
doHe mNpoBeAeHHOW WHQPY3MOHHOW TEpanuu HOpMalIU3alus IOKa3aTesen
ANIEKTPOJIUTHOTO OOMEHA, CepAeyUHas NIEeATeNbHOCTh CTAOWIIbHA, KYNHPOBAHBI
npuzHaku OIII1 (Ha MOMEHT BBIMUCKU MOYeBUHA — 3,5 MMob/11, KpeaTHHUH —
44 mxMounb/11). 3a BpeMs npeObIBaHUs B CTallMOHApE MpUOaBKa B Macce Tela
cocrasuia 802 rp. Marepu 1aHbl pEKOMEHIAMU O TPOJAOJKEHUN KOPMIIEHUS C
00si3aTeNbHBIM KOHTpOJieM Macchl Tena. CyTOUHBI 00BEM HJHTEpaIbHON
Harpy3ku coctaBun 240 MII/KT/cyT, CyTOYHas TOTPEOHOCTh HATpus 3
MMOJIb/KI/CYTKH, KaJIus 2 MMOJIb/KI/CYTKH.

JHUATHO3

Hucbananc HATpUS y HOBOPOKJICHHOTO. HeonaranbHas
TUIIEPHATPUEMHSL.

ObCY)K/IEHUE

['pynHoe BckapmiliBaHHWe SBIsIETCS Haubosnee (QU3MOJIOTHYHBIM U
aJICKBaTHBIM JIsl peOeHKa MEePBhIX MECSIIEB KU3HU. [ py/THOE MOJIOKO 00JIa1aeT
ONTUMAJIbHO COalaHCUPOBAaHHBIM COCTaBOM [JIsi peOCEHKa, Y4YacTBYET B
CTAHOBJICHUM MHUKPOOHMOTHI KHIIIEYHHKA, XOPOIIO YCBAaWBAETCS, YKPEIUISIET
CBSI3b C MAaTEpblO, a TaKXkKe 00JaZaeT psAOM JApYyrux npeumyuiectB. OIHAKO
HEpalMOHAIBHOE TPYJIHOE BCKAPMIIMBAHUE MOXKET ObITh MPUUYMHOU Pa3BUTHSA
HEOHATAJIbHOW TUIIEPHATPUEMHUHU.

OCHOBHOM MNPUYMHOM TUNEPHATPUEMHUHN, CBSI3aHHOW C TPYIHBIM
BCKapMJIMBaHHUEM, SIBIISIETCS HEAOCTATOYHOE MOTPEOJIEHHE MOJIOKA, KOTOpOE
MOET OBITh BBI3BAHO HEAOCTATOYHBIM KOJIMYECTBOM MATEPUHCKOIO MOJIOKA,
Hed(PGhEeKTUBHON JIaKTalMed WM WX KOMOWHAIIMEH B YCJIOBHUSAX TOIBITOK
COXpPaHEHMSI CTaTyca HWCKIIOUUTENIbHO TPYJHOro BcKapmunBaHud. I[lnoxas
BBIPA0OTKA MOJIOKA MOXKET OBITh CBSI3aHA C HU3KOM WJIM CKYJIHOM BBIPaOOTKOM
MOJIO3MBa, 3ajiepkkoii Havana jaktoreHesa Il (DLII) w/wnm HemoctaTouHOM
BBIPAOOTKOM 3pEIOr0 MOJIOKA.

B teuenue 1-i1 HeAenu >KM3HM HOBOPOXKIAEHHBINM TepsieT 10 7% cBoei
MAaccChl PU POXKACHUH 3a CUET HOpMaJibHOTO 1uype3a. Habop u BocctaHoBIIEHUE
MaccChl TeJla 0 3HAYEHUW MPU POKACHUU TPOUCXOTUT K 10-My JAHIO KU3HHU.

Ha naHHBII MOMEHT HCCleOBaHHWE HATpUs B KPOBU HE BXOAUT B
CKPUHHUHI, TO3TOMY MEIULMHCKUE pPAOOTHUKU JOJDKHBI OBITH  0CO00
BHUMATEIbHBI K Pa3BUTHIO Y HOBOPOJKJICHHBIX MIPU3HAKOB TUIIEPHATPUEMUU. Y
TakuxX JeTeid oco0oe BHUMAHHME CclieyeT oOpamiaTh Ha OOIlee COCTOSHUE,
MOTEPIO0 MACChI TeJla, KOTOpasi He JTOJKHA TpeBbImaTh 6osbiie 10% 3a nepByto
HEJIEIIO KU3HU, KOJTMYECTBO MOJIOKA y MAaTEPU U TEXHUKY BCKAPMIIMBAHUSL.

JlaHHBIN cTydail HOATBEPKIAET BAXKHOCTH KIIMHUYECKOTO HAOIIOICHUS 32
HOBOPOXJECHHBIM ~pEOEHKOM, MPAaBWJIBHO OPraHU30BaHHBIA MaTPOHAXK,
HE00XOANUMOCTb IPUBEPKEHHOCTH pPEKOMEHAAIUSAM MEJIUIIMHCKHUX
COTpYyIHHMKOB. HECMOTpS Ha MONOXKUTENBHYIO HEBPOJOTUYECKYIO TUHAMUKY Ha
MOMEHT BBIIMHUCKH, JE€BOYKE B. pEeKOMEHJI0BaHO MajbHEHIIEE IHUCIIAHCEPHOE
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HaOJIIOEHUE HEBPOJIOra C LENbI0 KOHTPOJS BO3MOYKHBIX HEBPOJIOIMYECKUX
HAPYILICHUM.
TPOMBO3 BPIOIIIHOM AOPTHI Y HOBOPOXKJIEHHOI'O C
TUNEPHATPUEMMUEWM BCJIEJCTBUU IT'HIIIOT AJIAKTUA
TpomM003 aopThl HOBOPOXKAECHHBIX — PEIKOE, AaCCOLMHPOBAHHOE C
HEOJAarONpUsTHBIMU  HUCXOJAaMH, COCTOsiHME. B OoJbIIMHCTBE CiydacB
HEOHaTaJbHBI TPOMOO3 a0PTHI CBSI3aH C KaTeTepu3alueld MylnoYHON apTepun.
OpHako CyIIECTBYIOT M CIOHTaHHbIE (OpPMBI TpOoMOO3a, HE CBSA3AHHBIE C
VMHBA3UBHBIMU MPOLEAYPaMU, IPUUMHBI KOTOPBIX Y HOBOPOKJIEHHBIX JI€TEH HE
Bcer/ia oueBUAHBL. OHUM U3 (PAKTOPOB MATOIOTHIECKOTO TPOMOOOOpa30BaHUs
ABJISIETCA JETUApaTanns. Y HOBOPOXKICHHBIX YacTOW INPUYWHOW PA3BUTHS
JEruipaTalliyd BBICTYNA€T THUNOTajakThs Yy MaTepu WM HEKOPPEKTHO
OpraHU30BaHHOE TPYAHOE BCKAPMJIMBAHHUE, YTO 3HAYUMO IOBBIIIAET PHUCK
CIIOHTAHHOT'O TPOMOO3a.

BaxxHo yuuThIBaTh ps (akTOpOB, NOMHUMO THIOTAJIAKTHH, KOTOpPHIE
npeapaconaratoT K o00pa3oBaHUIO TPOMOOB B HEOHATAJIBLHOM MEPUOJE:

- OoJiee HU3KKE KOHIIEHTPAlUU aHTUKOATYISTHTHBIX (DAKTOPOB;

- qucOanaHc MKy MPOKOAryIstHTaMU U UX UHTUOUTOPaMU;

- MIOJIULIUTEMMUS;

- reHeTuyeckue Gpopmel TpomMObODUINY;

- UH(PEKIHUOHHBIE MPOLECCHI, CENTUYECKUE COCTOSIHUS;

- BpOXJCHHBIE TOPOKH CEp/La U COCYOB;

- TUTIOKCHS,;

- pecnupaTOpHBIN TUCTPECC-CUHAPOM;

- acupanus MEKOHHs y TUI0J1a.

Benenne HOBOpOXIEHHBIX JeTed C TpoMOo3aMu TpedyeT ydacTus
MYJIbTUIACUUINIMHAPDHOW KOMaHJbl Bpayel-HEOHATOJOrOB, TI€MaTOJOrOB,
COCYIUCTBIX XUPYPIrOB.

KIIMHUYECKUHU CIIVYAH
HleBouka M. ot 1-ii OepemeHHOCTH, TpoTeKaBiieii B I Tpumectpe ¢
TOKCHUKO30M, TpuxomoHuazoM, Bo II — recraumonneim CJI[, B III —

nuromeranoBupycHorn  undexnuen  (HMBH), mnpocteiMm  Tepriecom.
CamocrosiTenbHbIC poabl Ha 39 Henene 6epeMeHHOCTH. Macca npu poXKJIeHU!
3140 r, nuna tena 52 cMm, Anrap 8/9 6amnos. [1o Tabmuiiam INTERGROWTH-
21 nokazarenu (QU3NYECKOTO Pa3BUTHUS COOTBETCTBOBAJIM BO3PACTHOW HOPME.
PebeHok ¢ poxaeHHs] HaXOIUJICS Ha TPYJHOM BCKapMIIMBaHUH, KOHTPOJIbHOE
B3BCIIMBAHUWE HE TmpoBoawioch. Ha 12-e cCcyTkum XKu3HM  JIE€BOYKaA
TOCIUTAIM3UPOBAHA B MHOTONPO(GUIBHYIO OOJNBHUILY B TSKEJIOM COCTOSTHUU B
CBSI3M C Pa3BUTHEM AaHYPHUM, KPOBSHHUCTBIX BBIJCICHUN W3 IOJIOBBIX IIyTEH,
MPOrPECCUPYIOLIETO HapaCTaHuUs BSUIOCTH. Y ObLIIb MAacChl Tella COCTaBHIIa 0oJiee
18%, mpu 3TOM peOeHOK MoJTydana UCKIUYUTEIFHO IPYJHOE BCKapMIIMBAHUE.
IIpu ocmotpe Temmnepatypa tena 35,8 °C, HU3KUI Typrop TKaHEH, 3alaBIIHi
Oonbmoil pogHuuok. JlabopaTopHo oOTMeHaluch rumnepHarpuemus a0 169
MMOJIb/JI, TUTIEPA30TEeMUsl (TIOBBIIIEHUE YPOBHS MOYEBHHBI 10 26,65 MMOJIb/I,
KpeaTWHUHA 70 255 MKMOJIB/JT), MOTUITUTEMUS — TeMaTOKpUT 66%. 1o maHHBIM
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koarynorpamMmsl: D-mumep — >1000 ur/mia (Hopma 0-250 Hr/mit), TpoMOMHOBOE
Bpemsi — 20,8c (mopma 12—18 c), antutpom6Oun Il — 93% (nopma 63-68%),
OCTaJIbHBIE MTOKA3aTeNH B Ipeenax pedepeHCHbIX 3HaueHu. Hanuuune anypun,
TUNEpa3oTeMUH, MaKporeMaTrypun ObUId paciieHeHbl kak cumntoMbl OIIIT y
JIOHOIIEHHOTO HOBOPOXIEHHOro. ['umepHarpuemusi ObUla paccMOTpEHa B
paMKax HEOHATAJIbHOM THUIIEpHATPUEMHUYECKOW Jerujpatanuu Ha (oHe
TUIOTaJIaKTUX Y MAaTepHU.

[To pesynmpratam Y3U mpu pommieporpapuu KpOBOTOK MPAKTUUYECKU
OTCYTCTBOBaJl B 00euX MOYKax, OOHapyXeH IBYCTOPOHHUI apTepuabHbBIN
peHaNbHBIN TpoM0O03, cTaBimii mpuunHou pa3suTus OIIIL. ITo KDIGO (Kidney
Diseases Improving Global Outcomes) 3 cr. Pebenky Opuia HayaTa
aHTUKOATYJISTHTHAS Tepanus HePPAKITMOHUPOBAHHBIM TeapuHOM,
WH(QY3UOHHAST pEeruaparanvs, KOPPEKUHs JICKTPOJUTHBIX HapYyIICHUH,
antuOakTepuanbHas Tepanus. Passutue OIIIl u coxpaneHue aHypuuecKoOu
ctaauu 6osee 24 yacoB 00yciI0BUIM NIepeBo] pedeHka B LleHTp HeoHaTanbHON
HE(QPOJIOTHH U Juanu3a JJid CTapTa 3aMECTUTENbHON nmovyeuyHoi Tepanuu. [Ipu
HNOCTYIUIEHUH JUIMTEIbHOCTh aHypHUH 0oJiee CyTOK, TUIiepa3oTeMus (MOYeBUHA
27,3 wmonb/n, KpeaTHHUH 329 MKMOJB/I), OTEUHBIH CHHAPOM U
meTabonnueckuit anuao3. beia HauaTa npoueaypa NepuTOHEaIbHOIO JUaINn3a
B KJIACCMYECKOW MOAM(PHUKALMU C MOCIAEAYIOUIEH Tepanueld renapuHoM B
O3UpOBKEe 28 ea/Kr/yac 1Toja KOHTPOJEM AaKTUBHPOBAHHOTO YaCTUYHOIO
TpomOoIIacTUHOBOTO BpeMeHu (AUTB).

Hns  yrounenus auarHo3a Obuia mnpoBeneHa KT mouek ¢
KOHTPAaCTUPOBAHUEM, IO pe3yiabTaTaM HCCIEAOBaHUs OOHapyXkeH TpomO03
aopThl OT YpOBHA BepxHed OpbpkeeuHod aptepuu (puc. 31). C wmenbro
BU3yanu3anuu TpomOa BeinojgHeHa KT-anrnorpadus aopTsl — BBISIBIEH TPOMO
3HAUYUTETFHON MPOTSHKEHHOCTH N0 YPOBHA OMQypKamuu oOmux OeapeHHbIX
apTepuid, KOTOPbIN HapymIaeT nepdy3uro moyekK.

[To >XM3HEHHBIM IOKa3aHUSIM HA4YaTO MPOBEACHHE TPOMOOIUTHUECKON
TEpanuyl TKAaHEBBIM AaKTHUBATOPOM IIa3MHUHOT€HA-AJTeIa30i, MpoAOoKeHa
AHTUKOATYJIIHTHAs Tepamnus TemapuHOM 10 KOHTPOJIEM IOKa3aTenei
KOaryJjaorpaMMbl.

C uenbio BBISBICHHUS] T€HETUUYECKH OOYCJIOBIEHHOTO PUCKAa HapyUICHHM
CUCTEMBbl reMocrtaza y peOenka, merogom II[P Obuto wucciaemoBano 8
mokaszaTesei, a Takke 4 mokaszaTelss NoauMophu3Ma TeHOB (POTaTHOTO HHUKIIA.
B pesynbTare ucciemoBaHUs BBISBIEHBI 3 TE€TEPO3UTOTHHIE MYTAIlMM T€HOB
ITGA2, ITGB3, PAI-1, nOTeHIIMATBLHO CIIOCOOCTBYIOIIUE TPOMOO3aM.

YPOBEHb €CTECTBEHHBIX AHTHUKOATYJISHTOB COOTBETCTBOBAJI BO3PACTY,
antudochonmunuaHbie aHTUTENa OOHapyxkeHbl Obumh. Ilpum oOcnenoBaHuuU
onpexaensuch 1gG k SARS-CoV2 (715,6 En/xn), uto, BeposaTHO, ObUIO CBA3aHO
C MIEpEHECEHHON MaTepbl0 HOBOM KOPOHABUPYCHOM HH(EKIUEH.

Cnyctss 6 wMecsueB MO pe3yJibTaTaM IOJYYEHHBIX HCCIEIOBAaHUMI
JTUATHOCTUPOBAH CKJIIEPO3 TMOYEK Ha (POHE MEPEHECEHHOTO0 TPpoMOO3a aopTHI.
PebGeHok mocTaBieH B perucTp NayueHTOB Ha TPAHCIUIAHTALIMIO MTOYEK.
HUATHO3
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CronTtanHblii  TpoM0O3  OpIOIIHOW  AOpPTBI Yy  JOHOUIEHHOTO
HOBOPOXJEHHOTO Ha (pOHE TrHIepHaTpueMuyeckoil naerujaparauuu. Ckiepo3
[IOYEYHOU MapEeHXUMBI. |’ €TepO3UrOTHBIE MYTALIMM T'€HOB CUCTEMBI I'€MOCTa3a
ITGA2, ITGB3, PAI-1.

JUDDEPEHI[UAJIbHBIN JIJMATHO3

Pa3Butre TpoMO030B y JOHOIIEHHBIX U HEJJOHOIIEHHBIX HOBOPOKIEHHBIX
IIOYTH BCEIr/A MOJMATHOJIOTMYHO, IIPA 3TOM YacCTbIMHM NPUYMHAMH BBICTYIAIOT
KaTeTepusalus COCyJOB, COMAaTHYecKass MaTrojorus W HH(PEKIHOHHBIE
npoueccel. KpaiiHe BaXHO HCKIIIOYEHHE HACIEACTBEHHBIX TPOMOO(IINH,
TpEOYIOINUX T€HETHYECKOTO MOATBEPKICHHUS.

Heonatanbublii TpOMOO3 aOpThl MOXET HMMETh MIUPOKUNA CHEKTP
MPOSIBICHUIN (0T OECCUMIITOMHOTO JIO YIPOXAIOILIErO >KU3HU COCTOSIHHS), YTO
TpeOyeT paHHEro Hadaja JIeYeOHO-IMAarHOCTUYECKUX MEPONPUATUNH U
IPOBEACHUS IIUPOKOIO CIIeKTpa AU QepeHnanbHoro novcka. HeonaraibHbli
TpOoMOO3 OOBIYHO MaHU(ECTUPYET C OTCYTCTBUS IyJbCallMM Ha O€ApEeHHBIX
apTepusx, OJEAHOCTH U MOXOJIONAHUS HUKHUX KOHeuHocTel. [lomumo 3toro,
MOTYT HaOJIOAAaThCsl 3aCTOMHAs CepieuHas HEJOCTaTOUYHOCTb, apTepUalbHas
TUNEPTEH3Us, OJUTYPHUsL, TeMaTypusl WU MeTabonndeckuil anngo3. [logoOHbie
KJIMHUYECKHE  CHUMITOMBI  HecneuupuuHel W MOTYT  3aTpYyJHATh
aupepeHInaabHyl0 JUarHOCTHKY, HAalOMUHAs TaKUe COCTOSIHMS, Kak
koapkTtauus aopTsl Wi HOK npu BoBnedeHnn OpbKEEUHBIX apTePU.
ObCY)K/IEHUE

['unepuatpuemust > 150 MMOJB/JT SBISETCS MOTEHIMATIBLHO JIETAIILHBIM
COCTOSIHUEM BCJIEJICTBUE BO3MOKHOTO Pa3BUTHS MepudepruyecKux TpoMO030B,
JIBC-cunnpoma, 0CI0KHEHUN CO CTOPOHBI TOJIOBHOTO MO3Ta (KPOBOU3JHUSHHUE,
oTeK, Tpom003, uHCynbT) U noyek (OIIII). dakrtopamu pucka pa3BUTHA
JTAHHOTO COCTOSIHHMSI BBICTYMArOT MOTepsi Macchl Tena Oonee 10% y nereit
miamme 21 gHs KU3HH, a TaKKe poXkIeHue pedeHka ot 1-if 6epeMeHHOCTH.

B onucaHHOM KJIMHHUYECKOM Cllyyae MOMHUMO JAETUApaTaluu y peOeHka
ObUIM BBISIBJICHBI 3 T€TEPO3UTOTHBIE MYTAIIMH B T€HAX, KOAUPYIOIIUX CUCTEMY
remoctaza (ITGA2, ITGB3, PAI-1). 1lo OTOENbHOCTH BBIIICONMUCAHHBIE
reTEPO3UTrOTHBIE MYTAIIMM MOTYT HE MPUBOAMTH K MTATOJIOTUSIM B HEOHATaIbHOM
nepuoie TNpU  OTCYTCTBUU  IPOBOLUPYIOUIETO  COObITHS  (Hampumep,
MH(QEKIIMOHHBIA MpoIecC, TUNOKCUs U Ap.). Hamumume cpasy 3-x myrtanmii
npeapacnosiaraeT K TPOMOOTHYECKUM COOBITHSIM, OCOOCHHO MPHU BO3JACHUCTBUU
TaKUX OCTPbIX (PAaKTOPOB, KaK JAeruaparanus. B ciydae KIMHUYECKU 3HAUUMOMN
TpoMOOQUINU TUI0/A, SBISIOMICHCS CileACTBUEM TpoMOoduiuu 00ouX
ponutened (rOMO3MIOTHbIE MYTAallMH), BO3MOXKHO (POPMHUPOBAHHUE TSKEIBIX
IOCJIEACTBAN YK€ B AHTCHATAIBHOM IIEPHOJE, YTO CBA3AHO C PAa3BUTHEM
IJTALEHTAPHOM HENOCTAaTOYHOCTH M AKYIIEPCKUX OCJIOKHEHUH. BbIsABieHUHE
TEeHETUYECKUX  MapKepoB TpoMOOGMIMM U  OMNpEAeNieHHe OSTHUOJOTUU
CBEPILUBIIETOCS TPOoMOO3a TMO3BOJSET MEPCOHATU3UPOBATh HAa3HAUCHHYIO
TEPAIHUIO JUISI IPEAOTBPAILIEHUS TIOBTOPHBIX TPOMOO30B.

Y onmcaHHOro peOeHKa emie OJHUM TPUITEPOM MATOJIOTHUYECKOTro
TpOMOOOOpa30BaHusl, BEPOSTHO, BBICTYNHJIA TEpEHECEHHas BHYTPHUYTPOOHO
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HOBasi KopoHaBupycHas uHdexnus. B 2021 rogy Amonkar P.S. u ap. 6wt
OMKCaH HOBOPOXKJICHHBIH C TaHTPEHOM HUXHUX KOHEYHOCTEW BCIIE/ICTBUE
CIIOHTAaHHOTO TpoM0OO03a aopThl Ha (OHE CUHAPOMA BOCHAIUTEIBHONU pEaKINU
wioga (FIRS — Fetal Inflammatory Response Syndrome) nociie BHyTpuyTpoOHO
nepereceHHoi nudexnun COVID-19.

Ha paHHbIE MOMEHT HET YEeTKUX KIMHUYECKHX PEKOMEHJalui 1o
ONTUMAJIbHOMY METOJy JEe4eHHs TpomOO3a aopThl Y HOBOPOXKIEHHBIX, a
TEKYIINE MUPOBBIE AITOPUTMBI TEPATIEBTUIECKOTO TOCOOMSI OCHOBAHBI JIMIIB HA
JaHHBIX O JICYEHWU TPOMOO30B cpeau B3pocioro HaceneHus. Omnucanue
YCHEIIHOTO JICYEHHUsS CIMOHTAHHBIX TPOMOO30B AOpPThI BCTPEUAIOTCS JIHIIL B
rpymrne aeTei, He TpeOyomuX MPOBEACHUS MPOLEAYP AUATU3HON TeparHH.

Takum o6pa3zom, TpoMOO3 a0PThl Y HOBOPOKJAEHHBIX 3a4aCTYIO SBIISIETCS
pe3yNbTaTOM pealn3alid HECKOJbKUX MaTOTEHETHUYECKHX MEXaHHU3MOB,
CIOCOOCTBYIOLIMX Pa3BUTHIO HapyLIeHUH B cucreMe remocrasa. OnHoll u3
pacnpoCTpaHEHHBIX M MOAJAIOUIMXCA KOPPEKLUUU TPUYMH HEOHATAJIbHBIX
TPOMOO30B  SIBJISIETCA TUIIEPHATPUEMHYECKAsl JeTHapaTalusl BCIEICTBUE
TUNOTaJIakTUK 'y Marepu. PaHHee BbIsBICHHE (AKTOPOB pUCKA HapYLICHUS
PEOJIOTUYECKMX CBOMCTB KpPOBHM y HOBOPOXACHHBIX, HaXOJSIIMXCA Ha
UCKJIIOYUTENIbHO TPYJIHOM BCKapMJIMBaHWHU, KOHTPOJIbHBIE B3BEILIMBAHUSA
ABIISIIOTCS KJIFOUEBBIMU /ISl yIIydlleHus mporHo3a. HecMoTpst Ha aiekBaTHYIO
AHTUKOATYJISTHTHYI0O M TPOMOOJIMTHYECKYIO TEpamuio, TAaHHOE COCTOSHUE
aCCOLIMMPOBAHO C HEOIATOMPHUSITHHIMU HHBATUAN3UPYIOLTUMH TTOCIEICTBUSIMHU.

Domoecpagpuu onybaUKo8aHbL C pa3peuletusi 3aKOHHbIX npeocmasumencel.

Pucynok 31— KT-nouek ¢ koHTpacTupoBanueM namuesta M.

PA3JIEJT 5. HEOHATAJIBHAA SGH/IOKPHHOJIOT'HA

HEOHATAJIBHBINA TNTIEPTUPEO3
Heonaranbnsiii tuneprupeo3 (MKb-10: P72.1) — peakoe sHIOKpUHHOE
3aboneBanue (1 Ha 25000 HOBOPOXIEHHBIX JeTel), XapaKTepU3yroIIeecs
U30BITOYHON AKTUBHOCTBHIO IIUTOBUIAHOWM KeJe3bl B MEpPBbIE HENECNH KU3HU
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HOBOpOXkAEHHOT0. Hanbosiee yacToil MpUYMHON TaHHOTO COCTOSIHUSI SIBJISIETCS
nepefava IUI0Ay aHTHUTEN, cTUMyJMpyromux peunentopel TTIT ot martepen ¢
6one3nbto ['peliBca, 0coOeHHO eciu 3a00JIeBaHKE II0X0 KOHTPOIUPOBAIOCH BO
BpeMsi OEpeMEHHOCTU. DTH aHTUTENA, IPOHUKAS Yepe3 IUIALECHTY, OKa3bIBAIOT
CTUMYJIMPYIOIIEE BO3ACHCTBUE HA IUTOBUAHYIO JKEJE3y IUI0JIA, YTO MPUBOINAT
K TOBBIIIECHUIO YpOBHEW THUpeouIHbIX ropmMoHoB (T3 u T4) u momaBieHuro
BbIpaboTku TTT.

HeoHnaTtanpHBIE THUIEPTHPEO3 MOXKET MPOSBIATHCS Pa3HOOOPa3HBIMU
KJIMHAYECKUMU MTPU3HAKAMH, TAKUMH KaK HU3Kas Macca Tella K CPOKy reCTaluu
Py POXKJICHUM, IuloXas OpubaBKa Macchl Tena, Noaudarusi, TaxukKapiaus,
HapylIeHUE putMa cepaua, apTepualbHas TUIIEPTEH3HUS,
renaToCIyIEHOMEralus, SK30(pTajlbM, TUIIEPBO30YIUMOCTbD, a B PEIKHUX CIydasx
300, JIeroyHasl TMNEPTEH3Usl, KPAaHUOCUHOCTO3. M3-3a TOro, 4TO CUMIITOMBI
3a0071€BaHusl MOTYT OBITh HECHEUU(PUUHBIMU WU CXOKHUMHU C MPOSBICHUSIMU
apyrux 3aboneBaHui (Hampumep, HUHQPEKIMOHHOTO WM HEBPOJIOTHYECKOTO
XapakTepa), AUarHoCTHKa HEOHATAIIbHOTO THIEPTHPEO3a HAa PAHHUX HTamax
MO>KET OBITh 3aTPyJHEHA. DTO CO3/1a€T ONpEACNIEHHbIE TPYIHOCTH B MPUHSITHH
PaBUWIBHBIX KJIMHUYECKUX PEHICHUH, 4TO, B CBOIO OYepe.lb, TpeOyeT 0coboro
BHUMAHHUS K JIAOOPATOPHBIM METOJaM MCCIIEIOBAHUS, TAaKUM KaK HM3MEPECHHE
YPOBHEH THUPEOUIAHBIX M THUPEOTPOIHOTO TOPMOHOB, a Takxke I[ILP mis
OOHapyXEHUsI CTUMYJIUPYIOIINX aHTUTeN K perentopam TTT .

CBoeBpeMEHHasl TMarHOCTUKA U HAYAJIO JICYEHUS SABJISIOTCA KIIFOYEBBIMU
JUISL IPEIOTBPALICHUS TXKENBIX MOCIEICTBUN, BIUIOTH /10 JIETAJTBHOTO UCXO0/A.
JleyeHre HEOHATAIBHOTO THUIEPTHUPEO3a HAMPABICHO HA CHHMXKEHUE YPOBHS
TUPEOUJHBIX TOPMOHOB M YCTPAaHEHHE CHUMIITOMOB 3a00JieBaHUs, 4YTO
JIOCTUTAETCS C TOMOIIBIO AaHTUTUPEOWIHBIX mnpenapartoB (Tuamazon), B-
0JIOKaTOPOB U, B CITydyae HEOOXOAMMOCTU, XMPYPTUUECKOTO BMEIIATEILCTBA.

KJIMHUYECKHUHU CIIVYAH

Manpunk ., 18 cyrok ku3HH, 3a00jen OCTpO 3a JC€Hb JIO
rocriimranu3anun. OTMedanuch cyodedpuabHas TemMrneparypa, Kaeib, BAIOCTh
1 0TKa3 OoT kKopmieHuid. Ha 19-e cyTku XHW3HH, B CBSA3U C MOJO3PEHUEM Ha
TEUEeHHE THEBMOHUU, peOEHOK OBLIT TIOCTABIIEH B MPUEMHOE OT/ICJICHUE IETCKON
MHOTONpOo@iIbHON 00NbHULIBI. COCTOSIHUE MPU MOCTYIJIEHUU PACIIEHUBAIOCH
KaK TSOKENOE 3a CYET IBIXaTEJIbHOM HEAOCTATOYHOCTH M TOKCUKO3a C D9KCUKO30M
Ha ¢(oue OPBU, ocnoxHEHHOW NHEBMOHHUEH, CHUHIPOMA YTHETEHUS H
BBIPAKEHHOM OEITKOBO-3HEPreTUYECKON HEOCTATOYHOCTHU. TSKEeCTh COCTOSIHUS
o0ycnoBuiia He00X0UMOCTh rocniutanuzanuu B OPUTH.

[Ipu ocmoTpe Ha ceOs oOpalliany BHUMaHUE BbIpaKeHHAas TaXUKapaus (10
220 ya/muH) 1 HeoObIuHBIH (henoTum (puc. 33).

W3 anamHe3a MaTepu CTajJ0 M3BECTHO, YTO paHee el Obljia BHIIOJHEHA
TOTadbHAs THPEOHIPKTOMHUS TO ToBoay Oone3nu ['peliBca. YuwutbiBas
OTCYTCTBHE JIaHHBIX O THPEOUJTHOM CTaTyce MaTepu U pebEHKa B
NepUHATaIBLHOM MEPUOE, OB 3aM0J03PEH HEOHATATIbHBINA THPEOTOKCUKO3.
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Ha pentrenorpaguu opraHoB TpyJHOW KJIETKH Oblga MOJTBEpXKIEHA
JIEBOCTOPOHHSIS1 THEBMOHHS, a TaK)Ke ObUT OOHAPYKEH aTeIeKTa3 BEpXHEH 1011
IIPABOTrO JIEFKOTO, B CBSI3U C YeEM PEOEHOK MOTyYall pECIUPATOPHYIO HOIIEPKKY
U aHTUOAKTEpUAJIbHYIO Tepanuio. B panmpHeHIIeM COCTOSHUE OCIOKHUIOCHh
pa3BUTHEM CEICUCa C BBIPAKCHHBIMU IPOSBICHUSMHU IOJMOPTaHHON
HEJOCTAaTOYHOCTU:  JBIXaTEJIbHOM, CEpPAECYHO-COCYJUCTOM, IOYEYHOH U
nepedpanpHoi. Ilpyu 1aGopaTOpHON OLIEHKE BBISBIEHBI PE3KO IOBBIIICHHBIE
ypoBan CPb (154 wr/m) u IIKT (85 wur/mm). Ilocne koHcymbTaruu
KJIIMHAYECKOTO ¢dapmakosora U UMMYHOJIOTa Oblla  ycuJeHa
aHTHOaKTepualbHas Tepanus U Ha3HaYeHa UMMYHOKOPPHUTHPYIOIIAsl Teparusi.
Hesporor pacuiennn peb€Hka Kak yrpoKaeMoro Mo pa3BUTHIO KPAHUOCTEHO3A.

['opmonanbublii npodune, nonydeHHbli B OPUTH Ha 2-e cyTtku
rociutaau3anuu, BeisBuI: TTI — 0,012 MkME/min (3HaUUTEIbHO HUXKE HOPMBI),
cBooomuei T4 — 61,63 nMonbs/n, cBodomueii T3 — 27,12 nmMonaw/n, 4to
HNOJATBEPANUJIO JIMAarHo3 HeoHaTanbHOro runeprupeosa. [lo nannsiM Y3U
IIUTOBUIHON JKENEe3bl: pa3Mepbl YBEIUYEHbI, OTMevaroTcs auddysHbie
M3MEHEHUSl MapeHXUMbl C YCUJIEHHUEM HHTPANapeHXUMAaTO3HOIO KpPOBOTOKA.
OHJIOKPUHOJIOTOM ~ COBMECTHO  C  KapAuoJoroM  Oblla  Ha3HauyeHa
KOMOMHMpOBaHHAsI Tepanus [-aJpeHoOJOKaTOpOM U THaMa3oyioM, Ha (oHe
KOTOPOW OTMEUanach MOJIOKUTEIbHAS TUHAMUKA.

3a mepuoj HaOMOACHUS ObUIM 3aQUKCHPOBAHBl HAPYIICHHUS BOJHO-
ANEKTPOJIUTHOrO OajlaHCca B BHUJIE€ TPAH3UTOPHOW TMIEPKATUEMHUU M CTOMKOM
THIMOHATPUEMHUH, KJIMHUYECKH HAIOMUHABIIMX BPOXKIEHHYIO TUCHYHKITHIO
KOpbl ~ HagmoueyHnkoB. OJHAKO OTCYTCTBHE THUIHWYHBIX  TMPU3HAKOB
HAAMOYEUYHUKOBON HEIOCTATOYHOCTH, CTAOWJIBHBI YPOBEHb KOPTH30JIa U
OTCYTCTBHE KOPPEISIIHA MEXIYy AUYPE30M W HM3MEHEHHSIMH JJIEKTPOJIUTOB
MO3BOJIMJIM MCKJIIOUUTh 3TO cocTosiHue. Koppekuus Bkioyana Ha3Hau€HUE
ITIIOKOKOPTUKOUIOB M MH(Y3HMOHHYIO TEpamui0 ¢  HUCHOJIb30BaHUEM
[JTFOKO30MHCYJIMHOBOM CMECH.

B Bospacre momytopa MecsieB Ha (oHE CTaOWUIU3ANMHA COCTOSHUS U
aZIcKBaTHOM TIpHOaBKHM MacChl Tella peOSHOK OBLI BBIMMCAH JOMOM TIOJ
HaONIo/IeHue TeAuarpa, SHIOKPUHOJIOra, HEBpoJiora M oQTambpMoiiora, ¢
peKOMEHJaluell MO0 JWUHAMHUYECKOMY KOHTPOJIIO YPOBHS THPEOHIHBIX
TOPMOHOB.

HUATHO3

Ilepexoasumii HeoHaTalbHbIA runeptTupeo3. Cencuc ¢ NEepBUYHBIM

JIETOYHBIM O0Yarom.

JTUDDEPEHI[UAJIBHBIN JTUATHO3

HuddepenunanbHas IUArHOCTUKA HEOHATAJIBHOTO THPEOTOKCHUKO3a
TpeOyeT HUCKIIOYEHUS psAda PEAKHUX, HO KIMHHYECKH 3HAYUMbBIX COCTOSHUH,
KOTOpPBIE MOTYT MNPOSBIATHCS CXOIHOW CHUMIITOMAaTHKOM — TaXHKapAUEH,
noTepeil Macchl Tena, BO30YIUMOCTBIO, IK30()TaTbMOM U JPYTUMHU ITPU3HAKAMU
TUPEOTOKCHUKO3a.
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B nmepByro ouepenp  HEOOXOAMMO  UCKIIOYHTH  BPOXKIEHHBIE
akTUBUpYylole MyTtauuu reHa penentopa TTI. DTu myranuum npuBOIAT K
ABTOHOMHOM aKTHUBAIIMWA IIUTOBUIHOMW XKeEJI€3bl, HE3aBUCUMO OT ypoBHs TTT,
YTO BBI3bIBAECT KIMHUYECKYIO KAPTUHY TUIIEPTUPEO3A.

Hpyrum 3a0oeBaHueM, TOAJIEKAIINM UCKITIOUEHUIO, SIBISETCS CUHIPOM
MakKrrona-Onbpaiita-bpaitiiesa (OMIM #174800) — penkoe reHeTnyeckoe
3a00j€BaHue, CBSA3aHHOE C MOCT3UTOTHBIMU MyTalnusiMu B reHe GNAS. On
XapakTepu3yercs Tpuaaoi: GuOpo3HoH AucIia3uel KocTel, mITHaMu «Kode ¢
MOJIOKOM» Ha KOXE€ U TOPMOHAJIBHOW THUNEPPYHKIMEH, BKIIOYAs
THPEOTOKCHUKO3.

B nmuddepeHnmanbHyi0 JUArHOCTUKY TaKXe€ BXOAUT STPOTCHHBIN
THUPEOTOKCHUKO3, PAa3BUBAIOLIMKCS TPU YPE3MEPHOM IMOCTYIUICHUHA WOJa B
OpraHu3M, OCOOCHHO Yy HEJOHOIICHHBIX WJIM MaJIOBECHBIX HOBOPOXKICHHBIX.
Takas cuTyalds MOKET BO3HHMKHYTh IPU HCIOJIb30BAHUU HOJCOAEPIKAIINX
AHTUCENTUKOB  (HampuMmep, TMOBHJIOH-HOMA) Ha  OOIMIMPHBIX  KOXKHBIX
MOBEPXHOCTAX. M30BITOK 10J]a BBI3BIBAET BPEMEHHYIO THUNEPPYHKIIUIO
IIUTOBUIHOM KEJIE3bI.

OTtpuuarenbHblll YypoBEeHb aHTHUTEN K perienTopam TTI aBisieTcs BakHbIM
mubdepeHanTbHBIM - MapKEPOM,  TMO3BOJISIONIMM — HCKJIIOYUTH  JAaHHBIC
MaTOJIOTUH.

ObBCYK/[EHUE

HeonatanbHblii THUPEOTOKCHKO3 — PEAKOE, HO IMOTEHIIMAJIBHO
KU3ZHEYTPOXKAIOIIEE COCTOSTHUE, TPeOyIoIee 0co00ro BHUMAaHUSI CO CTOPOHBI
HEOHATOJIOTOB M JHJIOKPUHOJOTOB. PaHHAS JuMarHoCTMKa OCHOBAaHA Ha
BBISIBJICHUM  KJIMHUYECKUX TMPU3HAKOB 3a00jieBaHUsI B COYETAHUU C
OTSTOIIEHHBIM COMATHUUYECKUM aHAMHE30M MaTepH, OCOOEHHO NpPU HAIUMYUU
Oosne3nu ['peiiBca i nepeHecEHHON TUPEOUIIKTOMUH. Ba)kHO OTMETUTD, YTO
antutena K peuenropaMm TTI MOTyT COXpaHSTbCS B TEUEHUE HECKOJIBKUX JIET
NOCJI€ TOTAJIBHOM TUPEOUAIKTOMUU WM TEPAluU PaguOAKTUBHBIM MOJIOM Yy
MaTepHu.

JIy1st moATBEepXKACHUS JUArHO3a HE0OX0IMMO MPOBEACHHE JTa00PATOPHOM
OIICHKU TUPEOUTHOTO MPODUIIS C TMHAMUYECKUM KOHTPOJIEM YPOBHEH aHTUTEN
k penenropam TTI, cBobomnoro T3 u cBoOGomnoro T4. Ha3znauenwme
TupeoctaTnuecko Tepanuu (Tuamazon) u  P-aapeHOOIOKATOPOB  MPHU
BBIPOKCHHON TaxuKapAuu JOJDKHO MPOBOJUTHCS HE3AMEIJIUTEIBHO MOCIIE
YCTAHOBJICHUS JUArHo3a.

BaxkHO TOMHUTB, 4YTO Tepamusi MOXET MPUBOJIUTH K BTOPUYHOMY
TUIIOTUPEO3Y BCIIEACTBUE MOIaBICHUS TUNOGU3APHON PETyIIsSIlIud, YTO TpeOyeT
IPOJOJDKEHHOTO HAOMIOJEHUST W TOPMOHAJIBHOTO MOHUTOPUHIA IOCIE
BBIMTHUCKHU.

TeueHne TUPEOTOKCUKO3a Y HOBOPOKIAEHHBIX MOKET MACKUPOBATHCS MO/
WH()EKITMOHHBIC WM TPAH3UTOPHBIE COCTOSHUS, YTO OCTIOKHSET JUATHOCTUKY U
Je4eHne, 0COOCHHO MPY HAIMYUU COITYTCTBYIONIEH MATOIOTHH.
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Takum oOpa3zom, BeneHHE AETeW C HEOHATAIBHBIM THUPEOTOKCHUKO30M
TpeOyeT MEeXAUCUUIUIMHAPHOTO MOAX0Ja W HWHAMBHUIYaAJIBHOTO Moadopa
Tepanuu ¢ 00sA3aTeIbHbIM JUHAMUYECKUM KOHTPOJIEM COCTOSHUSI.

Domo npedcmasneHo ¢ paspeuienus 3aKOHHbIX npedcmasumeneti
BS , : N

Pucynox 33 — ®enotun pebGeHKa C HEOHATaJIbHBIM THUIIEPTHUPEO3OM:
9K30()TaTbM, OTCYTCTBHE OpPOBEH M PECHUII, MPAKTHYECKH TOJTHOE OTCYTCTBHE
BOJIOC, «IITUYUI» MOAO00POAOK

BPOXIEHHAA JUCO®YHKIHUA KOPbI HAAITIOYEYHUKOB

Bpoxnennas nuchynkuus kopsl HaanmouedyHukoB (MKB-10: E25) — sto
rpynmna  ayTOCOMHO-PELECCHUBHBIX  3a00JIeBaHUN,  XapaKTEPU3YIOIIMXCS
HapyILIEHUEM CHHTE3a KOPTU30Jia HAAMOYEYHUKOB B pe3yJbTaTe HapyIICHUS
dbepmenToB. Hanbonee wyactro Becrpewaercs aebunutr depmenta 21-
TUJPOKCHUIIA3bl, CBSI3aHHbIA ¢ MyTtanuer B reHe CYP2/A2. Ha ceroaHsiHui
neHb 3apeructpupoBaHo Oosiee 200 myrtaumii B rene CYP2/A2. Myranuu
BAPBUPYIOTCS OT TMOJHOM moTepu (YHKIMH 10 JErKUX MHUCCEHC-MYTalUu.
OLeHKM aKTUBHOCTU 21-THApOKCHIIa3bl In Vitro cocTaBisaioT oT <1% s
MYyTallii, CBI3aHHBIX COJbTEPSIONIEH POpPMON BPOKACHHON TUCPYHKIIMH KOPbI
HAAMOYEUHUKOB, 10 2—10% st mpoctoil Bupuinsupytoieit popmsel u 30-50%
JUTSI HEKJTACCUYIECKUX (POPM.

[Io pesynbraTaM HEOHATAaJBHOTO CKPUHUHTA Kiaccudeckas ¢opma
BcTpeuaercss y 1 u3 14 000-18 000. Dta popma xapakTepusyeTcsi 3HAUHMMO
CHIDKEHHOM WM BOBCE OTCYTCTBYIOIIEH aKTUBHOCTBhIO (epmenta 21-
THIPOKCHUIIA3bl C HAPYIIEHUEM MPOAYKLIMU KOPTHU30Ja U MaHU(ECTUPYET B
HEOHaTaJbHOM nepuoje. KnuHuueckas kapTuHa OTCyTCTBUS 2 | -TUAPOKCHIIa3bI
CKJIQJ[IBACTCS U3 TAKUX MPOSIBICHUI HAIMOYEYHUKOBOM HEJOCTATOYHOCTH, KaK
neUUUT KOPTU30J1a, albJ0CTEPOHA U, KaK CIEJICTBUE, TUIIEPAHAPOTCHHUH.
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Conbrepsronias dopma XapaKTepU3yeTcs AepUIITOM KaK
MUHEPAJIOKOPTUKOUIOB, TaK U TIIOKOKOPTUKOUAOB. IIpu oTCcyTCcTBHUM JIeueHUs
pa3BUBAETCA COJBTEPSIOUINI KpU3, KOTOPBIA MPOSBIAETCA THIEpKaTIueMuUei,
TUIOHAaTpUEMHUEH, OO0E3BOXKMBAHUEM, Pa3BUTHEM allWJ03a M HapyLIEHUEM
reMoJMHaMHKu. BceMm persM, cTpajaroluM KIacCUYECKOH BpOXKICHHOM
OUCPYHKIMEH KOpbl HAJIOYEYHHMKOB, IIOKa3aHO 3aMECTUTEIIBHOE JIEUECHUE
[JIIOKOKOPTUKOMIAaMU M MUHEpajiokopTukonnamu. IloctostHHas —Tepanus
TpeOyeTcs, Kak MHHHMYM, B TEUEHHE IMEpPBOrO0 ToAa >KU3HH, B CBSI3U C
OTHOCHUTEIbHOM PE3UCTEHTHOCTHIO MOYCYHBIX KaHaJIbIEB K
coJibcoxpansronemMy 3(pQekTy anpaocTepoHa B pPaHHEM MIIQJICHUYECTBE H
HUA3KHM COJEp>KaHWEM HaTpus B palMOHE NuTaHus aered. lIpu BupribHON
dopMme oTMeuaeTcs TOIBKO AePUIUT KOPTHU30J1a, YTO MPU OTCYTCTBHUH JICUCHHUS
MIPOSIBIISIETCS] MBIIIIEYHOMN CIIa00CThIO, YTOMIISIEMOCTHIO, TOTEMHEHHEM KOKHBIX
IOKPOBOB Ha (JOHE CUMITOMOB TUIIEPAHIPOTEHUH.

[ToMHrMO pa3BUTHS CONBTEPSIOLIUX KPU30B, BPOKICHHAS JTUCPYHKIIUS KOPbI
Ha/AMOYEYHUKOB MPOSBISIETCS] BUPWIM3ALMEN KEHCKUX Hapy)KHBIX IOJIOBBIX
OpPraHoOB, BKJIIOYasl PA3JIMYHYIO CTENEHb TMIEPTPO(UU KIUTOpa U CIUSHUS
HOJIOBBIX Ty0, B CBA3M C YBEJIMYEHHOM NPOAYKIHMEHW aHAPOTre€HOB
HaAMOYeUYHUKaMU B TpeHatajibHoOM nepuoae. Ilpu sTtom mpoucxoaut
HOpMaJIbHOE PAa3BUTHE MIOJUIEPOBBIX IPOTOKOB M 00pa30BaHUE KEHCKHUX
BHYTPEHHUX  TOJOBBIX  OpraHoB, 3a  HCKJIIOYEHHEM  00pa3oBaHUs
YPOT€HHUTATBHOTO CHHYyca. TakuMm 00pa3oMm, y MaIlMEHTOB KEHCKOTO IoJia
COXpPAaHSETCA PENpPOAYKTUBHBINA MOTECHIMAN. Y MYXYHUH HapYy>KHBIE TOJIOBBIC
OpraHbl pa3BUBAIOTCS THUITHYHO.

KJIMHUYECKHHI CIIVYAU

Jleouka P. ot 3-i1 6epeMeHHOCTH, MpoTeKaBliel Ha (OHE TOKCUKO3a C
BBIpaKEHHOM noTepei Beca, B I pumectpe Math nepenecia SARS-CoV-2, Bo 11
TPUMECTpPE — YIpo3y MpepblBaHus, KyNMHpPOBaHHYIO recrareHamu. Poasl 2-e
omepaTuBHBIC HA Cpoke Tectamuu 37 Henmenb ¢ GeOpUIIbHON JTUXOPAJAKON y
Matepu B pojiax. IIpu poxxnenuu macca — 2950 r, niuna tena — 49 cMm, o Anrap
8/8 6amnos. Ilocne poxxaeHuss peOeHKY yCTaHOBIEH MYy kCKoil 1101 CocTosTHUE
peOeHKa OLIEHEHO Kak TSKENIOe 3a CUET HAJIMYMUs JbIXaTeNbHBIX PacCTPOUCTB,
HaJIU4YMsl TPOMEKHOCTHOM THMOCHAIWU, LepeOpaibHOM  JIETIPEecCuu U
BBIpaKEHHOM Opanukapauu (95 ya/mMun).

Ha 2-e cyrtku xu3nu pedbeHok mnepeBeneH B OIIH muorompoduiabHOM
JETCKOM OOJBHUIBI MO TOBOJY BPOXKICHHOW HEYTOUHEHHOW WH(MEKIUU U
KOPPEKIUU MPOMEKHOCTHOM runocnaauu. [Ipu noctymiennu no pe3ysibraram
OCMOTpPa BpayOM-HEOHATOJIOIOM: HapyXHbIE MOJIOBbIE OPraHbl C(HOPMUPOBAHBI
HEMPAaBWJILHO, TUMEPTPOPHUPOBAHBI OOJBLINE MOJIOBBIE TyObl, TUIEPTPOPHS
KIIUTOpA, TOJIOBKA TMOJIOBOTO wieHa chOpMUPOBAHA, Y3KHM YPOTC€HUTAIbHBIN
cuHyc, crenenb Bupuwinzauuu no Ipagepy IV. Ha Y3U opranos manoro tasa
BU3YAJIM3UPOBAJIOCh ~ TUIMYHOE  PACHOJIOKEHHE  MAaTKHh,  CTPYKTYpBI
audepeHInpOBaHbl; MaxOBble KaHAIbl HE PACHIMPEHBI, B UX MPOEKIHH, B
OpIOITHOM TMOJIOCTM B TMPOEKIHMH TJIyOOKOrO TaxoBOTO KOJbIA SUYKH
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JOCTOBEPHO HE BU3YAIHU3UPYIOTCA. bbul B3AT aHanu3 Ha kKapuotun. Beuay
TSKECTU cocTosiHUA pedeHok 0wl nepeBeneH B OPUTH, rne 6bina HazHaueHa
pectiuparopHas nopaep:xkka Merogom CPAP, a Takxke smnupuyeckas
AHTUOMOTUKOTEpAIusi B CpPEIHETEPANEBTUYECKUX JI03aX JIO0 TOJyYeHHUS
OTpPHUILIATENBHBIX MapKepoB BocnaneHus. Ha 4-e CyTKu KW3HU JbIXaTeJbHBIC
paccTpOMCTBA U KUCIOPOIHAS 3aBUCUMOCTh KYIIUPOBaHbI, peOCHOK NEpeBEACH
obOpatHo B OITH, rie O6b11a oTMeHeHa aHTUOnOoTHKOTepanusl. [1o 1abopaTopHbIM
JaHHBIM OBUTH BBISIBJICHBI 3JICKTPOJIUTHBIC HapyIIeHUs: TurnoHaTpuemus (122
MMOJIB/1), TuTiepKamuemMus (12.2 MMoJIb/1T), a TaK)Ke TTOBBIIICHHBIN TECTOCTEPOH
(95 ur/mm). Ilo mamaeiM Y3M manoro tasa ommchiBajach MaTKa, TOHAIbl B
MaxOBBIX KaHAJaXx W OOJIbIIMX TOJIOBBIX ry0ax He oOHapykeHbl. [lomydeHsl
JAHHBIE HEOHATAJIBHOIO CKPUHUHIA, B KOTOPBIX OTMEYAJIOCH ITOBBIIICHUE
ypoBHs 17-runpokcunporecrepona (1110 mmons/n), kapuotun — 46,XX. Ha
OCHOBAHHUM KIIMHUKO-JIa00paTOPHO-UHCTPYMEHTAIBHBIX JAHHBIX YCTaHOBJICH
auario3 «BpokaeHHas OTuUCOYHKIUS KOpBl HAAMOYEUHUKOB, COJIbTEPSIOLIAs
dopMay, apryMEHTHPYIOIIMA MPOBEIECHUE MOJEKYJISIPHO-TEHETUUECKOIO
uccienoBanus. Ha3HaueHa  3amMecTUTENbHAs TOPMOHAJbHAs — TEpaIus,
npuBenmas K cra0wim3alud  cocTosHusA. PeOeHok  BbIMHMCaH B
yJIOBJIETBOPUTEIBLHOM COCTOSIHMM TOJ HaOJIIOJIEHUE y4acTKOBOTO Neauarpa u
SHJOKPHHOJIOTA.

B Bo3pacte 56 pgHel JKM3HM JEBOYKA TOCTyNwia B WH(EKIMOHHOE
OT/ICJICHHE MHOTONMPO(PUILHON OOJBHUIIBI C KaJlo0aMU Ha OECIOKOWCTBO U
pasKWKeHHbIA cTyl. [To 7a00paToOpHBIM JaHHBIM: JEHKOUMTHI — 6,92%10%/1,
CPb — 0,2 mr/n, kanuit — 4,7 MMonw/n, Hatpuii — 138 MMonb/n, AKTI — menee
5 nr/mn, koptuzon — 6onee 50 mkr/nn. beuta nposenena I[P quarnoctuka Ha
pacnpocTpaHEHHbIE KHILIEYHbIE uH(pEKIH, Napa3uToIOrHYeCKOe
UCCIIEJIOBAaHUE, aHaJIM3 Ha DOSHTEpPOOMO3 — TOJY4YEHbl OTPULIATEIbHbIE
pe3ynbTaTsl. BBHy OTCYTCTBHS MOBBIIEHUS] MAPKEPOB BOCIAJICHUSI, CHUKEHUS
AKTT, noBblieHUs1 KOPTHU30J1a, PpEOCHOK KOHCYIBTUPOBAH IHAOKPUHOJIOTOM,
COCTOSTHME OBLJIO PACIIEHEHO KaK JEKOMIIEHCAIMsi OCHOBHOTO JHarHo3a.
IIpoBeneHa KoOppekius 3amMecTUTeIbHOW Tepanuu: cHuxkeHue 103 I'KC u
YBEIIMUEHHE MUHEPAJOKOPTUKOUJOB, a TaKXe aJieKBaTHas oOpaJibHas
peruaparausi.

[To pe3ynbraramM MOJIEKYISIPHO-TEHETUYECKOTO aHaln3a Obljia oOHapyKeHa
mytauusa 339del B rene CYP21A B romo3zurotHom coctosauu. JUAI'HO3:
Bpoxnennas nucyHKIMS HaAMOYEUHUKOB, conbTepsomas ¢Gopma. uarsos
MNOJATBEPKIAEH MOJIEKYJISIPHO-T€HETUYECKUMU METOAaMHU.
JTU®DEPEHI[HAJIBHBIH JTHATHO3

Y nereit ¢ HapymeHuem (GOPMHpPOBaHUS T10Ja CIEAYEeT IPOBOIUTH
auddepeHInanbHy0 TMarHOCTUKY C IPYTUMH 3a00J€BaHUSIMU, PUBOASIINMU
K JaHHOHM maTojioruu. Beiaenstor 4 OCHOBHBIEC TPYIIbI: U30BITOYHBIN CHHTE3
aHApPOTEHOB, HapylleHue AUPPEPEHUUPOBKH TOHAA M  XPOMOCOMHBIE
HapymieHus, nedeKkT (EepMEeHTOB CHHTE3a TECTOCTEPOHA U CHUHAPOMBI,
aCCOLIMMPOBAHHBIE ¢ HApYIIeHUsIMH (popmupoBaHus noia (Tadi. 16).

125



Tabmuma 16. JluddepenmanpHas TuarHoCTUKa BPOKICHHON TUCHYHKITNH
KOPBI HAIIOYCYHUKOB

Kpure N30b1TOYHBIH Hapymenne Hedexr Cunapomsl
pun CHHTE3 nuddepenu ¢depmenToB ,
aH/IPOreHOB HPOBKH CHHTe3a accoluMpo
rOHA1 U TeCTOCTEPOHA BaHHbIE
XPOMOCOMH c
ble HApPYILICHH
HApyUHIeHUs SIMHU
¢dopmupos
aHuA MoJa
3aboine Hepumur 4. Cunapo 8. Jlunmompuas 11. Cungpo
BaHUS 21- M BpPOKJICHHA M
THAPOKCH [Mepeme a1 O®peiize
J1a3bl BCKOI'0- runepIuias pa
2. Jedbunur TepHepa us 12. Cungpo
11-B- 5. Cunnpo HaJII04YeyH M
TUAPOKCHIT M UKOB Cwmura-
a3el Sxo0Oca 9. edunur Jlemmm-
3-B- 6. Ilomnas/ 3-B- Onuua
TUIPOKCH- HEIoJHa THJIPOKCHC
cTEpouIe s TEpOUIJIET
rUporeHa JIUCTEHE3 UIpOreHas
3Bl Us FOHaj Bl
7. OBotecT 10. Hdedunut
UKYJISIPH 17a-
BIN THJIPOKCHIT
CHUHJPOM asbl
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[Tponomkenne TadauIs! 16.

I'enura Buyrpennue Paznuuneie Buyrpennue ['mnonnazus
JIbHBIE TEHUTAIUU — II0 aHOMAaJINU TEeHUTAIUU TEeHUTAINH,
Hapy1e KEHCKOMY THILY; CTPOEHHUS Pa3BUTHI o arnasus
HUSA Hapy>KHbIE — BHYTPEHHUX MYKCKOMY MaTKu u
BAPBUPYIOTCSA OT TeHUTAJINMH, TUILY, BJIArJINIIA,
HOPMAaJIBHOTO HapyKHbIE PyAMMEHTApPHBIL; runeprpodu
YKEHCKOI0 hi (o) BAPBUPYIOTCS (benotun s KIIUTOpa
HOPMAJIBHOT'O oT JKEHCKUI c
MY>KCKOI'O runeptpopu pa3InyHOMN
U KJIUTOpa 10 CTEIIEHBIO
OJIHOCTOPOHH BUPUJIN3ALINU
ero
KPUIITOPXU3M
a
Hpyrue Bo3moxHa Huzkwuii/Beic Cunapom XpoHHUUYECK
KJIMH XPOHUYECKAs OKHH  POCT, HIOTEPH as Io4eyHas
MPOSIBI HaJIIOY€YHUKOBA 3a/iepKKa COJIU C TMEPBBIX HEJ0CTaTOY
CHUS ' bu3IECcKOro 4acoB, HOCTb,
HEJIOCTAaTOYHOCT u apTepuagbHas Mukporueda
b, IICUXUYECKOT TUIIEPTEH3HS, s,
TUIEepKaIueMusl, 0 pa3BUTHA, TUIIOKATIUEMUS 3a/IepKKa
apTepuagbpHas CTUT'MBI pocra,
TUIIEPTEH3US caMopuore YMCTBEHHas
He3a OTCTAJIOCTh
I'enetn I'ennas myranus XpOMOCOMH I'ennas myranus I'ennas
4EeCKoe bIE MyTalus
Hapyluie HapyLIEHUs
HHE

Conbrepsroniyto GopMy BpPOKIECHHON TUCHYHKIIUU KOPHI HAATOUYECIYHUKOB

Y HOBOPOXKICHHOI'O C OTATIOIICHHBIM PaHHUM

HCOHAaTaJIbHbIM

AdHaAaMHC30M

HeoOXonuMo auddepeHIupoBaTh € OCTPOM KHUIICYHOH WHOEKIHEH W
¢yHkroHanbHbIMU HapymeHusMu JKKT.
OBCYK/[EHUE

Bpoxxnennass nuc@yHKIUS HAIMOYCYHUKOB —

9TO HaCJICIACTBCHHAsA

HECIOCOOHOCTh CUHTE3UPOBATh KOPTHU30J BCJIEICTBUE HAPYIICHNS aKTUBHOCTH
(bepMEeHTOB KOPbI HAATIOYEYHUKOB.
V nereii ¢ U30BITOUHBIM CUHTE30M aHJPOT€HOB C HOPMAaJIbHBIM KAPUOTUIIOM

BCTPEUAIOTCS Pa3IMYHbIC TEHHBIE MYTallMH, KOTOPBIE MPUBOJIAT K HAPYIICHUIO
CHHTE3a MHUHEPAIO- U TJIFOKOKOPTHUKOUIOB. Tak, Hampumep, BO3MOXKHBI
nedexThl B reHax, koaupyromux 2 1-ruapokcunasy, 11-B-rugpokcuinazy u 3--
TUAPOKCU-CTEPOUIIETUIPOTEHA3y. Y Halllero mnalueHTa M0 pe3yJibTaram
MOJICKYJIIPHO-TEHETUIECKOTO UCCIEAOBaHMS Oblja BBISIBJICHA MYTallusl B TCHE
CYP21A2, xoTopasi BI3bIBAET COJBTEPSIONINE U BUPUIIHHBIC (DOPMBI.
[TaTorene3 BpOXKIEHHOW MUCPYHKIIUU KOPHI HAIIOYCYHUKOB BCIICJICTBHE
nedunura 21-THaApOKCUIa3bl 3aKII0YAETCS B HAPYIICHWH CHHTE3a KOPTHU30J1a
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BCJIEICTBHE HEOCTATOUYHOCTH (pepMeHTa 21-ruapokcuiiasbl. ITO IPUBOIUT K
TOMY, 4TO IO MEXaHHU3My OTpHUIIATebHOM oOpaTHOM cBsi3M M30BITOK AKTI
CTUMYJIUPYET KOPKOBBIA CIIOM HAAIIOYEYHHKOB, YTO BBI3BIBAET  €rO
runepruiasuto. [lpu 3ToM u3-3a cymecTByromero GepMeHTaTUBHOro 0J10Ka Ha
OyTH CTEPOMAOIEHE3a HAKAIUIMBAIOTCA IIPEAIICCTBEHHUKUA KOPTH30JIa H
aH/JPOTEHOB, IyTH 00pa30BaHUsl KOTOPBIX HE 3a0JJOKMPOBAHBI.

[TocnenctBus neduuuTa KOPTU30J1a MPOSBISIOTCS HAPYIIEHUEM CEPICYHON
COKPAaTUMOCTH, HEJOCTATOYHOM COCYAUCTOW PEAKIHMEN Ha KaTE€XOJaMHUHBI U
ITOBBIIEHHOM CEKpELUEN aHTUINYPETUYECKOTO TOPMOHA. MyTaluy ¢ MOJIHOU
notepeil GyHKIMU 21-rUApOKCHIIa3hl HApPYIIAIOT CHHTE3 albJOCTEPOHA, YTO
MPUBOJAUT K TUIOHATPUEMUM M THUIEPKATUEMUU U MOMKET HPUBOJUTH K
JIEeTaNbHBIM MOCIEACTBUSAM B CBSI3U C PAa3BUTHUEM TMIIOTOHMYECKOTO IIOKa U
OCTaHOBKOW CEpPACYHOM JEATEIbHOCTU. Y BBIIICONUCAHHOTO TMAalMeHTa C
POXKIEHMs OTMeYaiach OpaauKapusi, CBsI3aHHas C 3HAUUTEIBHO MMOBBIILIEHHBIM
YPOBHEM KaJIHsl.

B nwureparype onmucaHel Cily4ad ~ BO3HUKAKOUIMX  TPAH3UTOPHBIX
JbIXaTEeNbHBIX PACCTPOMCTB y JOHOIIEHHBIX HOBOPOXKJEHHBIX Ha (QoHe
BPOXKACHHON AUCPYHKIMHU KOPBI HAJMOUYEYHUKOB, YTO CBSI3aHO C ACPHUIMTOM
I'KC. VY BplICONMCAaHHOIO NAMEHTa IIOCJIE POXKIEHUS OTMEYallach
JpIXaTeabHask HEA0CTaTOYHOCTh, KYIIMPYIOIIAsICS Ha 4-€ CYTKHU KU3HU.

B otnuume oT AETCKOTO BO3pacTa, Y B3pPOCIbIX HECKOJBKO 00Jiee BBICOKA
YYBCTBUTEIBHOCTh ~MHUHEPAJOKOPTUKOUJHBIX  PELENTOPOB, IMOATOMY Te
MyTallMH, YTO B JIETCTBE Yallle JAaBaJU KIMHUYECKYIO KapTHUHY, XapaKTEPHYIO
UL cobTepstonIeil popMbl, y B3pOCIIbIX KIMHUYECKH MOTYT MPOSIBISTHCS B
BUJIE IPOCTON BUPUIIBLHON QopMbl. B ciiydae Hamero nanueHTta ObUT BBISBICH
natorenHbld BapuaHT E3del, xapaxrepusyrommiics 100% denorunuyeckum
IpOSIBICHUEM B BHJIE€ CONbTEPSIONIEH (hOPMbI BPOKIACHHON TUCHYHKIIUN KOPbI
HAJTI0YECYHUKOB.

OOwenpu3HaHHBIM BO BCEM MHpPE METOJOM BBISIBICHUS BPOXKIACHHON
OUCPYHKIIMK KOPBl HAJINOYEYHUKOB SIBISAETCA IMPOBEIECHUE HEOHATAIbHOIO
ckpununra. C cepeaunsl 2006 T. oH ObUT BHEpeH U B Poccun, 4TO MO3BOJISIET
IIOCTaBUTh JUArHo3 B HEOHATAJILHOM BO3pacTe€ W BOBPEMS NPENLYNPENUTH
OCIIO’KHEHUS 3a00JICBaHUsI.

Huarnoctuka nedurura 21-THAPOKCHIA3bl OCHOBAHA Ha OIpeeIeHUU
ypoBHS  17-THIpOKCUIIpOTECTEpOHAa —  MPEJIIECTBEHHUKAa  KOPTU307a,
HaxXOJSIIErOCs HEMOCPEJCTBEHHO Haj ¢depMeHTaTUBHBIM OyiokoMm. [lpu
KJIACCUYECKUX (POpMax ero ypoBeHb OOBIYHO 3HAYUTEIBHO MPEBBILIEH — Oosee
300 amounb/n unu 6osee 100 Hr/ma. Kpome Toro, ormMeyaercss BhIpaXKEHHOE
NOBBIIICHHE  YPOBHEH  TECTOCTEPOHA,  AHAPOCTECHAMOHA W JPYIUX
MPEALIECTBEHHUKOB MOJIOBBIX CTEPOHJIOB.

Jleuenne kmaccuyeckux (HOpM  BPOXKACHHONM  TUCHYHKIUH  KOPBI
HaJIIOYEYHUKOB CBOJIUTCA K MNOXu3HEHHOMY npumeHeHutro ['KC wu
MUHEPATIOKOPTUKONAOB (TIpU CONIbTEpsItoNIei (popme) U KOppeKUuu 103 Mpu
MPUCOEANHEHUN MHTEPKYPPEHTHBIX 3a00J1eBaHmil, TpaBM, onepauuii. OcHOBHAas
CIIO)KHOCTh JICYCHHUSI BPOXKIECHHOW AUCPYHKIMH KOPHI HAIMOYECYHHKOB
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3aKJIFOYAETCSl B TOM, YTO B HACTOSIIEE BpeMs HE pa3paboTaHbl Mpemaparsl,
TIOJIHOCTBI0O UMUTHPYIOIIHE COOCTBEHHYIO CEKPEITUIO KOPTH30JIa U CIIOCOOHBIC
B (U3HOJIOTHYCCKUX J03aX IIOJHOCTHIO TIOJIaBUTh W30BITOYHBIM CHHTE3
HAJTMOYCYHUKOBBIX aHAPOTCHOB, IO3TOMY BEJCHHE IAIlMCHTOB CBOJUTCS K
OaJTaHCHPOBAHUIO MEKTY IMPU3HAKAMH THIICPKOPTUIIM3MA U TUIICPaHIPOTCHUH.

Ocoboe BHUMaHHE yaeiseTcs (PEeMUHH3UPYIOUMESH IIACTUKE HapY>KHBIX
TCHUTAIMHA Y KEHIUH C BPOXKJICHHON TUCHYHKIIMECH KOPHI HAIIOYCYHUKOB M
CBOEBPEMEHHOCTH €€ MpoBeAcHUs. DeMUHU3UPYIONINE OTIEPAIIUU MPOBOISITCS B
nBa dtama. Ha mepBoM 3Tame, KOTOPBIN MPOBOAMWTCS B TEPBBIE TOMABI JKU3HHU,
OCYIIECTBIISIOT KIIMTOPOIUIACTUKY U PACCEUCHHUE YPOTeHUTAIBHOTO cuHyca. Ha
BTOPOM JTaflleé — MWHTPOUTOIUIACTHKA (CO3JaHME BXOJa BO BIArajuiie)
PEKOMEHIYeTCsl TIPOBOAMTH TOCTE HACTYIUICHHUS MEHapXe W JOCTHDKCHHS
JOCTaTOYHOU ACTPOTECHUBAIMHA TCHUTAIIHH.

B pasnuuHbIX cTpaHaX MOAXOALI K TEepalmuu HapylieHUus (pOpMHUPOBAHUS
moJia y JICBOYEK HECKOJIbKO oTinyaroTcs. Hanmpumep, B Poccun npeanounTaror
IPUACPKUBATHCS  pPAHHEW XUPYPruyecKOM TaKTHUKH BCIEJICTBHE PHCKa
MaJIMTHU3AIMA M TICUXOJIOTHYECKOM ajanTanuu pebeHka, Torga Kak B
Coenunenneix  Illtatax ~ AMepuku  TPUIASPKUBAIOTCA  OTCPOUYCHHOM
XUPYPTrUYECKOM TaKTHUKH, OOBSACHSS OTO NPUHIUIIOM MHHHUMAJIbLHOTO
BMEIIIATEILCTBA, & TAK)KE BO3MOYKHOCTBIO OCO3HAHHOT'O BRIOOpA TT0JIA.

Pazoen 6. HUHOEKITUOHHAA ITATOJIOT'HA

JEMKEMOWIHASI PEAKIIUSI Y HOBOPOXKJIEHHBIX

Jletikemounass peakiusa HoBopoxaeHHbIX (MKB-10: D72.8) — »st0
peaKoe TeMaToJOrMYeCKOe COCTOSHHE, C YPOBHEM 3abosieBaeMocTH OT 1,3 1o
15%. lanHOE COCTOAHME ACCOIMUPOBAHO C YBEIUUYCHUEM YHCIIA JEUKOILUTOB B
kpoBu Oonee 30-50 Thicsiu B MkJI. bonee uWemM B TMOJOBHHE CllydaeB
JeWKeMOUHAS PEaKlMsl MOXKET OBbITh CBsi3aHa C TEYEHHUEM HWH(EKIIMOHHOTO
mpoiiecca, Ipy TOM B HEOHATAJIBLHOM IEepUOo/ie Hauboiee 4acTo JeHKeMOUTHAs
peakius CBs3aHa C TEYEHHUEM BPOXKJACHHON IMHEBMOHUU M CENTHUYECKUX
cocTosiHUM. JIelikeMouIHasl peakilusl TaKKe MOXKET OBbITh CBSI3aHA C PEAKUMHU
HEMH(EKITMOHHBIMA TPUYMHAMH: TEeMO0JIACTO3aMH, WMMYHOACPUITUTHBIMH
COCTOSIHUSIMM, TPUEMOM HEKOTOPBIX JIEKAPCTBEHHBIX mpenapaTtoB. Jletu ¢
JIEHKEMOUTHOM PeaKIMer 3a4acTylo pOXKAAIOTCS TITyOOKO HETOHOIICHHBIMHU, C
AKCTPEMAIbHO HHU3KOM Maccod Tejaa M C TSKEIBIMU CONYTCTBYIOIIMMU
cocrossHUsAMH: peanu3anerr PJIC, Oponxonerounoit mmcrurazueit, HOK u
BHYTPHWIKENYI0UYKOBBIMU KPOBOUBIIUSIHUSMH.

KpaiiHe peako jelkeMouaHas peaklus MOXKET pa3BUBAThCA y YCIOBHO
3I0POBBIX JieTel 6e3 mpemopouiHoro ona. HecMoTps Ha 10OpoKadeCTBEHHBIM
XapakTep, JEHKEMOMAHAs peakuus CX0Xka C OCTPhIMH JIEMKO3aMH, 4YTO
apryMeHTUpYyeT HE0OXOMMOCTh TPOBEICHUS TIATENbHON Aud dhepeHInanbHOMU
JUArHOCTUKHU U YCTAHOBJICHUSI KOHKPETHON IPUYUHBI Pa3BUTHS COCTOSIHUSL.

B HacTosieM BpEMEHH OCHOBHOM NATOTEHETUYECKHM MEXAHU3M
pPa3BUTHS JIEUKEMOUIHOM PEAKIIMU Y HOBOPOKIEHHBIX CBSA3aH C MPOTEKAHHEM
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OCTPOr0  BOCHAJMTENIBHOTO  Mpoliecca, IMPU  KOTOPOM  IOBBIIIEHUE
IPOBOCHATUTENbHBIX UTOKUHOB (MHTEPJICHUKUH-6) CTUMYIUPYET BHIPAOOTKY
IPaHyJIOLUTAPHOTO KOJOHUECTUMUIUPYIONIETO (akTopa pocTa. AKTHUBALIUS
CO3peBaHUsl HEUTPOOUIOB MPUBOJUT K UYPE3MEPHOMY POCTY YPOBHS
JEUKOIMTOB B KpOBU. [lMarHocTHKa OCHOBBIBAE€TCS HA aHAlU3€ KPOBH, B
KOTOPOM OTMEUAETCS JICUKOIIMTO3 C YBEIMUYCHUEM KOJIMYECTBA KaK 3PEJIbIX, TaK
U HE3pEeJbIX TPaHyJIOIUTOB MPU OTCYTCTBUM OJACTHBIX KIIETOK.

KIIMHUYECKOE HABJIFO/[EHUE 1.

JleBouka M., oT 2-ii 6epeMeHHOCTH, 2-X poAoB. POkl Ha cpoke recTanuu
35 Hemenbp B CBSI3U C MPEKIECBPEMEHHBIM H3JIUTHEM OKOJIOTUIOAHBIX BOJ,
O0€3BOJIHBIA MPOMEXYTOK cocTaBwil 4 daca. TedueHue OepeMEHHOCTH
OCJIO)KHUJIOCHh B | TpuMmecTpe TeueHueM TOKCHKO3a JIETKOW cTerneHu, Bo Il
TPUMECTPE Pa3BUTHEM I'€CTAllMOHHOIO caxapHoro auabera, B III Tpumectpe B
CBSA3M C IUIALICHTAPHON HEJTOCTATOYHOCTBHIO ITPOBOJMIIACH TEpAIUs aCIUPUHOM
U SHOKcarapuHoM. Macca tena npu poxaeHuu 2760 r, niuHa 47 cM, OLIEHKa 10
mkane Anrap 7/8 6amioB. AHTPOIIOMETPUYECKHE MOKa3aTelIu MO TabiuLam
INTERGROWTH-21 cooTBercTBOBamu Bo3pacTHOW HopMe. [Ipu poxaeHun
COCTOSIHME J€BOYKH OBLIO PAaCHEHEHO KaK TSKEJIO€ 3a CUET HECTAOMIbHOCTH
Ir€MOJIMHAMHMKN M HApacTAIOUIMX IPHU3HAKOB JBIXaTEJbHONW HEIOCTATOYHOCTH.
CocrosstHue  peOeHka  MOTPeOOBAJIO  NPOBEIECHHMS  PEaHUMAIIMOHHBIX
MEPOTPUATHA B POAWIIBHOM 3aiie ¢ opranuzauuer MBJI ¢ sngoTpaxeanbHbIM
BBegeHueM Kypocypda. Ilpu nanbueitiem naomogenuu B OPUTH pebenky
MPOBOJINJIACH AHTUOAKTEepUaIbHAs TEpanus U KapJIUOTOHUYECKAs] MOAEPIKKA.
Pe3ynbTaThl paclIMpEHHOTO HEOHATAJIbHOTO CKPUHHMHIA, KapJIUOCKPUHUHIA
Obn  orpunarenbHbiMU. [lpu moctymnennn B OPUTH mno pesynbraram
KJIMHUKO-TA00PATOPHBIX U MHCTPYMEHTAJIBHBIX METOJIOB AMATHOCTUKH OBLIO
HOJATBEPKICHO TeYeHHe HWH(PEKIHOHHOrO Ipolecca — BHYTPUYTPOOHOM
nHeBMoHUU. C 1enpio BepuuKanuu BO3OyAUTENsT OBUIM  MPOBEICHBI
MHOKECTBEHHBbIE OaKTEpHOJOTHUYECKHE, CEPOJIOTUYECKUE HCclieoBaHus. B
MHUKPOOHOJIOTUYECKOM TTOCEBE TPaxECOOPOHXUATBLHOTO acmupara ObL BBISIBICH
poct Acinetobacter baumannii, 00yCIOBUBIINI CMEHY aHTHOAKTEpHAJIbHBIX
IpernapaToB C y4eTOM YyBCTBUTEIbHOCTH BO30Oyautens. Mertogom IILIP
HYKJIEMHOBBIX KUCIIOT BUPYCOB, OaKTEpHii, TpOOB HE BBISBICHO.

Ha ¢one npoBoAMMBIX JIeYEOHBIX MEPONPUATHIA HA §-€ CYTKHU KU3HU Y
pebeHKa oTMeJalach MOJOXKUTENbHAs JIMHAMHKA, HAOIIOAAIMCh AKTUBHBIE
MOMBITKK CAMOCTOSITENILHOTO JIBIXaHMSI, YCTOMUMBAs OKCUTE€HALIMs, B CBSI3H C
yeM JIeBOYKa Oblla 3KCTyOMpoBaHa W IME€pEBE/IEHa HAa CaMOCTOSATEIbHOE
IObIXaHUE C  JOMNOJIHUTEIBHOM  KUCIOPOAHOM  MOIANEPKKOW  METOJI0M
HU3KOTIOTOYHOU oKcureHanuu. Ha ¢one o01iero ymydieHus COCTOSHUS Ha 9-
€ CYTKH >XM3HM B KIMHHYECKOM AaHAJIN3€ KPOBU OTMEYAJIOCh IIOBTOPHOE
MOBBILICHUE YPOBHS JeHKOIMTOB 10 84,79x109/1 ¢ nelitpoduneszom (56,57%)
6e3 noBeimieHuss CPb u IIKT. Ilpu nanpheiimem oOcienoBaHUHM OIaCTHBIX
KJIETOK HE BBISIBICHO, yYpOBEHb TPOMOOLIMTOB B Mpeaenax pedepeHCHBIX
3HaueHu#, JauMmdaneHonatus W renaTocIyieHOMeranus y  peOeHka
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orcyrctBoBanu. Ha ¢one »sckamanuu mpoBOAMMON aHTHOAKTEpUAIbHON
Tepanuu Ha 12-e¢ CyTKH KU3HU OTMeualics crnaj jeiikonurosa 10 31,57x1079/n
C MOCJEAYIOIIUM CHH>)KEHUEM YPOBHS JIEUKOIIMTOB B KPOBU U TIOCTUKEHHEM Ha
l4-e cytkum Ku3HM BO3pacTHBIX HOpM. Ilocrme UCKIIOYEHUsS TEYEHUs
remMo0JacTo3a, CENTUYECKOro Tmpolecca, HedpouHdekuuu (mpoBeaeHa
moMOanbHasl MyHKIUS U MOCEB JIMKBOPA), UMMYHOAC(PUIIUTHBIX COCTOSHUM,
YBEJIMUEHHE YKCIIa JCHKOIUTOB OBLJIO PACIIEHEHO KaK JICHKeMOUIHASL PEaKIIUs,
pa3BuBIIasics Ha (POHE TEUEHUS BHYTPUYTPOOHOW IMHEBMOHHHM Yy TITyOOKO
HEJIOHOIIEHHOU JeBOYKHU. B muHaMuke nHOWILTpATUBHBIC U3MEHEHUS B JIETKUX
pa3pelniiuch, JiabopaTOpHbIE TMOKa3aTelid HopMan3oBaMch. l[lokazaTenu
TREC u KREC B mpexnenax peQepeHCHBbIX 3HAUYE€HHM, YTO HCKIIIOYAJIO
nepBUYHbIA MMMyHOAepuuuT. Ha 16-e cyTku KuM3HM cOcTOsSiHME peOeHKa
CTaOMIM3UPOBAHO, WH(UIBTPATUBHBICE HW3MEHEHHS B JIETKUX pa3pelieHbI,
nabopaTopHbIEe MOKa3aTed HOPMAJU30BaJMCh, B CBSI3U C YeM JEBOYKa B
yIIOBJIETBOPUTEIIBHOM COCTOSIHUU T10J] HaOJIOJIEHUE YYaCTKOBOTO Ieauarpa
Oblna BbIMMcaHa JoMoi. [lpu karamHecTUueckoM oOcienoBaHUM (HU3HUECKOE
pPa3BUTHE B MPEIENIax BO3PACTHBIX HOPM.

IHATHO3

JlelikemMougHass  peakuus  HOBOPOXKIAEHHOTO. BuyTtpuytpobnas
ITHEBMOHMUSI.

KIIMHUYECKOE HABJIFOIEHUE 2.

HeBouka C. ot 1-i1 6epemeHHOCTH, 1-X caMOCTOSITEIbHBIX POJOB Ha 38
Henene 6epemeHHocTH. Macca Tena npu poxaeHuu — 3370 r, ayuHa tena 52
cM, oIeHka mo 1mkane Amnrap 8/9 Oamwios. Ilokazarenu mno Tabnuiam
INTERGROWTH-21 cooTrBercTBOBanmu Bo3pacTHOM HopMe. Ilpm poxaeHun
COCTOSIHUE peOCHKa OLIEHUBAJIOCh KaK yJIOBJIETBOPUTEIILHOE, Ha MEPBbIE CYTKU
Oblya mpoBeieHa MPOo(IIIaKTHKAa TeMOpparnieckoil 00JIe3HU HOBOPOXKICHHBIX
U BakKIMHALKS 0 HAIMOHAIBHOMY KalleHAapro. Pe3ynbTaThl paclIMpeHHOIO
HEOHATaJIbHOT'O CKPUHUHTA, KapIMOCKPUHUHTA oTpuliatesbHbie. Ha 15-e cyTku
KU3HU TIOSIBUITUCH JKao0bl Ha Tuxopaaky 110 39 C, B CBS3H ¢ ueM JIeBOUYKa Obla
J0CTaBieHa B  MHorompoduiabHyro  OonpHuIly. [lpm  maGopatopHOM
00CIeJ0BaHNU B KPOBHM OTMEYANIUCh JeHkouuTo3 — 47,7 x 10°/1, TpomGonuTo3
— 427 x 10°/MK1, OCTaNIBHbIE MOKA3ATENN HAXOAMINCE B IIPeaeIax peepeHCcHbIX
3HaueHuid. C 1eIbl0 HUCKIIOYEHUS HeHpoMH(EeKuuid peOeHKY MpoBeaeHa
moMOanbHas MYyHKIUSA, MO pe3yjbTaTaM KOTOPOM MaTOJIOTHMH BBISBJICHO HE
ObLIO, TEUCHUE MEHUHTUTA UCKITIIOUeHO. Ha peHTreHorpaMme opraHoB rpy/IHOM
KJIETKH OTCYTCTBOBAJIM IMPHU3HAKK BOCHAIUTEIBHON aKTHUBHOCTU. C IIe/bIO
MOMCKAa BO3MOXHOTO MH(PEKIIMOHHOTO areHTa B JUKBOPE, KPOBU M MOUE€ ObLIN
IPOBENICHbI CEPOJOTUYECKUE HCCIEAOBAHMS, MHUKPOOMOJIOTMYECKHE TOCEBBI
OMOJIOTUYECKUX MATEepUaJIOB, TOMCK HYKJIEHMHOBBIX KHCIOT Metoaom [IL[P. Ilo
pe3ynbpTaTaM HCCIeI0BaHUN BO30yAUTENN HE OOHAapy:KeHbI, WH(PEKIINOHHBIC
3a0oneBanust UCKIOYeHbI. [lokazaTenu O6emKoB OCTpoi (a3bl BOCHaleHUs Ha
MPOTSDKEHUH BCETO TIEpHoja HAOMIOMCHUS OCTABAUCh B TIPEAeNiax HOPMBI.
TmatenbHoe o0cinegoBaHWE TMO3BOJWIO HCKIIOUUTH JI€0IOT  JIeiiKo3a.
KonuyecTBO NEHKOIMTOB HA TPOTSHKECHUW  HAOIIONEHHS]  MMOCTEMEHHO
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CHIDKAJIOCh, TOCTUTHYB HOPMBI K 20-M cyTkaMm rocrnurtanu3anuu. PeObeHok Ha
BCEM MPOTSKEHUM HAXOJIWJICA HAa TPYIHOM BCKapMJIMBaHUU, K MOMEHTY
BBHITIMCKH TIpuOaBka B Bece 150 r (oOmas npubdaBka ¢ MOMeHTa poxkaeHus +380
r). [lepen BbimucKoON peOEHOK OBLIT OCMOTPEH HEBPOJIOTOM, O(PTAIBMOJIOTOM H
KapJuOoJIOTOM, Tpoied O(TaIbMOJOTUYECKUM CKpUHUHT. Breimucka u3
CTallMOHAapa cocTosu1ach Ha 20-€ CyTKHU KU3HU, CITYCTA S5 THEW TOCIUTAIN3AlUH.
[lo naHHBIM TOJMKIMHUYECKHX OCMOTPOB (PU3HUECKOE pa3BUTHE peOCHKA B
Ipefenax BO3PACTHBIX HOPM, IIOBTOPHBIX ONHM3040B JIEMKOLMTO3a HE
ITIOBTOPSJIOCH.
JHAI'HO3: JlelikeMou1Has peaKLMsi HOBOPOKIEHHOTO.
JTUDDEPEHI[UAJIBHBIH JTUATHO3

BaXHBIM acIEKTOM BEJICHMS JICNKEMONTHOM PEAKIINH Y HOBOPOKIEHHBIX
ABJISIETCA KOHCYJbTAlMs pPA3JIMYHBIX MEIWLIMHCKUX CIIELUATUCTOB  JUIS
YCTAHOBJICHHsI IIPUYMHBI, €€ BbI3BaBUICH. JIeiikeMOuHas peakuus — JAUarHos
UCKIIFOYEHUS, KOTOPBIM CTAaBUTCS IPU OTCYTCTBUHM APYIUMX ITHOJIOIMYECKHUX
(akTOpOB, MpeXkae BCEro remMo0acTo30B. YCIEUIHas Tepamnuss OCHOBHOTO
3a00JIeBaHUs IPUBOJUT K MOCTENIEHHOMY CHUKEHHIO JIEUKOLUTO3a.
Tabmuua 17. CpaBHUTENbHAs XapaKTEPUCTUKA JICUKEMOWIHOW pEaKIHH Y
HOBOPOXJIeHHBIX M. u C. ¢ auTepaTypHbIMU JAHHBIMU U JIEHKO3aMHU

XapakTepu3yemblil IPU3HAK JleiitkemouaH | Jleiiko3 | /leBouk | JleBouk
asi peaKkums bl a M. aC.
CrnneHomeranus - + - -
Jlumpanenonatus - + - -
I'emopparnueckuit CHUHAPOM, - + - -
TPOMOOLIUTOTNICHUS
TpomboruTo3 - + - -
AHemus - + - -
Atunuyaas MOp(oI0rus JEHKOIUTOB B - + - -
nepudepuyeckoM Ma3Kke KpoBH,
He3pelible PopMbl
TokcoreHHast 3epHUCTOCTb B + - + +
nepupepuyeckoM Ma3Ke KpoBU
Cnenuduyeckas Tepanus - + - -
OBCY KIEHUE

Assaf Hoofien et. al. mpoBenu peTpocieKTUBHOE UCCIEAOBAHUE UCTOPUI
Oone3Heil nereil ¢ neiikemougHoM peakiueit. 3 656 maumenToB y 25 Oblia
BBISBJIEHA JIEWKEMUs: YPOBEHb JeHKonUTOB Oojee 50x10°/1 B GONMbLIMHCTBE
ciy4aeB OBLT acCOIMUPOBAH C JICWKEMUEH. Y OCTaBIIMXCS TMAIeHTOB
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JeHKeMOUIHAsL peakiusi ObUTa CBs3aHA ¢ MHGEKIIMOHHBIMU 3a00JIEBAHUSIMHU:
THEBMOHUEH/TIJIEBPOITHEBMOHUEH, TMHUETOHEPPUTOM, JIMXOPAIKONH HESICHOTO
reHe3a, OCTPhIM TaCTPOIHTEPUTOM U JIUM(DPATCHUTOM.

Viner E. et. al. moka3zanu, 4TO STHOJNIOTHS OCHOBHOTO 3a00JE€BaHUS,
OPUBEIIIETO K Pa3BUTHIO JIEMKEMOWJHOW pEAaKUHUH, HE KOPPEIUPYET C
BBIPAKEHHOCTBIO YPOBHS JICMKOIIMTO3a U YPOBHEM CMEPTHOCTH. Y peOeHKa U3
1-ro KIIMHUYECKOTO CiTyYasi yriyOJIeHHbIN MOMCK BO30OYAUTEIN HH(DEKIITMOHHOTO
mpolecca  BbIABUI  pocT  Acinetobacter ~ baumannii B TOCEBE
TpaxeoOpOHXUATBHOTO acmupaTta. B nmurepaType HET MaHHBIX O POJIM JAHHOTO
[aTOreéHa B KAa4e€CTBE TPUITEPA BO3HUKHOBCHHS JIEMKEMOWIHOW PEAKIINH,
OJHAKO €CTh HCCJIEAOBAaHMS, MOCBSIIECHHbBIC KOHKPETHBIM MHKPOOPTraHW3Mam
(Clostridium difficile) ¢ moBbIIIEHHBIM YPOBHEM JIEUKOLIUTOB KPOBH.

JlelikeMouHas peakilus, KaK MPaBUIIo, HE HYKIAeTCs B CielIM(UUECKOM
JICYCHUH, IOCTATOYHO YCTPaHUTh OCHOBHOE 3a00JieBaHHUE, MPUBEIIIEE K €€
pa3BuTHIO. B paccmaTpuBaeMbIX ciaydasx CIajl JICMKOLIUTO3a apryMEHTHPOBAI
OTMEHY aHTHOAKTEepUaTHHOU TepaIuu.

Takum  o0Opa3oM, BHYTpUYTpOOHBIE HWHGEKIMH, OCOOCHHO Yy
HEJIOHOIICHHBIX HOBOPOXIACHHBIX, MOTYT Ha (pOoHE coxpanstouieics Mopdo-
(GYHKIIMOHATBHOM HE3PEJIOCTH MPOBOLMPOBATH PA3BUTHE JICMKEMOUIHOU
peakuuu. ONUCAHHBIM HAaMU TEPBBIA KIMHUYECKUN Cly4daid JEMOHCTPUPYET
BO3HUKHOBEHHUE JICHKEMOUIHON peaKiuu y TJIyOOKO HEJOHOIIEHHOTO peOeHKa
Ha ¢oHE BPOXKICHHONW MHEBMOHMHM. BTopoe KiIMHUYECKoe HaOII0eHNe
MOKa3bIBAET BO3MOXKHOCTh TEUYEHHUS JICMKEMOUIHOW PEAKIUU y 3J0POBBIX
JIOHOIIICHHBIX JIETel 0€3 OTArOIIEHHOTO aHaMHe3a W TMPU3HAKOB CHCTEMHOU
BOCHAJUTENIBHON peakiuu. KitoueBbIM acrnekToM BEIECHUS TaKUX JETel
SBJISIETCS HAOMIOCHUE MYJIbTUAUCIUIUIMHAPHOW KOMaHbl C YCTAaHOBJICHUEM
NPUYUHBI JIEHKEMOUHON peakinun. HeoOXoauMOCTh HCKIIOUCHHS JPYTHX
ATHOJIOTMUECKUX  (PAKTOpOB, TMpPEXKAEC BCEro TreMo0JIacTO30B, JI€TacT
JIEUKEMOUIHYIO PEAKIINIO TUArHO30M UCKIIFOUEHHS.

HEOHATAJIBHBINA CEIICUC

[lepunaranbHas acukcusi, HeoHaTadbHbIN cericuc, MBIIP sBisttoTcs
HanOoJiee YaCThIMU MTPUYMHAMHI HEOHATAILHON CMEPTHOCTH.

Tsxenast achUKCHs IPU POKICHUU XapaKTEPU3yeTCsl HU3KOU OIEHKOM 110
mkane Anrap (0-3) u KOMIUIEKCOM  KIWHUKO-JTa00paTOPHBIX MPU3HAKOB
HapyleHus coctostHus pebenka. Yactora achukcuu Bapbupyercs oT 1 qo 10
cinyyaeB Ha 1000 xuBOpoxaeHuil. B ucxoe y HOBOPOXKJIEHHBIX, MEPEHECITUX
ac(UKCHUIO, MOKET BOSHUKHYTh HE TOJIbKO HEOHATaIbHas dHIE(haIonaThsl, HO U
MOJIMOPTraHHAas HEJIOCTAaTOYHOCTh. B CBOIO o4epeab TUITOKCUYECKHU-
uIeMuueckas sHiedanonaTus sSBisIeTCs HauboJsee pacrnpocTpaHEHHON
IPUYUHON JOJITOCPOYHOM HMHBAJIUJIHOCTU. Y JOHOIIEHHBIX HOBOPOMKIEHHBIX
ac(UKCUsi MOXKET BO3HHMKATh KaK BHYTPUYTPOOHO, Tak U BO BpEMsS POJOB
U poJlopa3pelieHusi, MNpU OSTOM BaXXHbIMU (haKTOpaMu puCKa acHUKCHH
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ABIIIIOTCS BO3pacT MaTepu > 35 5ieT, ceMelHbIi aHaMHe3 JIe4eHUst OeCTUIous,
[IPEALIECTBYIONAs HEOHATAIbHAS CMEPTb.

HeonaranpHblii  cemncuc —  TEHEPATUM30BaHHOE  MH(PEKLIHUOHHOE
3a00JieBaHNE, BBI3BAHHOE YCIIOBHO-IIATOTEHHOW OakTepuaabHOW (Iopol, B
OCHOBE KOTOpPOTO JIEKHUT AUCPYHKIHUS HMMYHHOM CHCTEMBI OpraHu3Ma C
pa3BUTHEM OYaroB THOWHOTO BOCHAJEHUs, OaKTepUEMHH, CUCTEMHOMN
BOCHAJIMTENILHON PEAKLIUU U TIOJIMOPTaHHOM HETOCTaTOYHOCTH.

HecmoTpst Ha mporpecc B pa3paboTke METOMOB MPODUIAKTAKH U
JICYECHUS], HEOHATAJIBHBIN CETICHC MPOJOJKAET OCTABATHCA OJTHOM U3 OCHOBHBIX
npuuuH 3a00JIEBAEMOCTH U CMEPTHOCTH CPEIU HOBOPOXKIEHHBIX. YPOBEHBb
3a0071€Ba€MOCTH COCTaBJIsIET 0KoyIo 22 ciy4yaeB Ha 1000 KMBOpPOXIECHHBIX, a
CMEpPTHOCTb, IO Pa3HbIM JaHHBIM, Bappupyercs oT 11% no 40%. [Ipu sTom, yem
HWKE TECTAlMOHHBIA BO3pAacT M Macca Tejaa NPU POXKIACHUH, TEM BbINIE
3a00JIeBa€MOCTh M CMEPTHOCTh OT HEOHATAJIBHOrO cercuca. Tak, B Tpymnie
riiyOOKO HEJOHOIIEHHBIX JETeW C OYeHb HHU3KOM M SKCTPEMAJIbHO HHU3KOH
Maccod Tejna MpH POXKACHUU 3a00J1€eBa€MOCTh HEOHATAJIBHBIM CEICHCOM
cocTaBisAeT OT 8 110 26 cimyyaeB Ha 1000 )KUBOPOKIAEHUNA, 2 YDOBEHb CMEPTHOCTHU
nocturaer 60—70%.

K nmarHocTHyeckum KpUTEPHUsSM HEOHATaJbHOIO CEICUCAa OTHOCATCS
KOMIUJIEKC MPU3HAKOB CHCTEMHOW BOCHAJIMUTEIBHOM PEaKLUWH, MMOIUOPraHHOU
HEJIOCTATOYHOCTH, a TaKXe BbIsABIeHHE ouara wuHpekuuu. I[lpu sToMm
OakTepuemusi IpH cercuce BbIsiBIAETCA TONBKO Y 30—40% HOBOPOXAEHHBIX,
YTO CBSA3aHO C TPYJHOCTSIMHU 3a00pa KPOBH y HOBOPOXKJACHHBIX JETEH, a TaKxKe
YacThIM HAYyaJOM AaHTHOAKTEpUAIbHOM Tepamuu JI0 B3ATHUS IOCEBOB.
OCOOEHHOCTBIO TEYEHHS] PAHHEr0 HEOHATAJIbHOIO Cerncuca y TIyOOKo
HEJIOHOLIEHHBIX JEeTel SBIAETCA cTepTas, Hecneuuduueckas KIMHUYECKas
KapTUHA.

Oco0y10 TpyAHOCTb BEJIEHUS JIeTel ¢ paHHUM HEOHATaJbHBIM CETICHCOM
BBI3bIBAET OTCYTCTBUE ONTUMAIBHON CXEMbI AHTUOAKTEPUATILHON TEPAIUU.

Hwxe onucansl 3 KIMHMYECKUX Ciy4yas HEOHATAJIBHOIO CEIICHCa,
OTpaXXarIlllie OCOOCHHOCTH TEUYEHHUS] TE€HEPATU30BAaHHOTO HH(EKIIMOHHOTO
mpolecca y JAOHOUIEHHBIX W HEJOHOLIEHHBIX HOBOPOXKICHHBIX, a TaKXKE
BapuabeTbHOCTH KIMHUYECKON KapTHHBI B 3aBUCUMOCTH OT BO30YAUTENS.

KJIMHUYECKHUHI CITVYAU Ne 1.

HeBouka K. or 7 OGepemMeHHOCTH, 3-X TPEXIECBPEMEHHBIX POJOB, OT
MaTepu 37 JIET C OTATOLIEHHBIM aKylIEPCKO-THHEKOJIOTUYECKUM aHAMHE30M:
OepeMEeHHOCTh MpoTekana Ha (OHE aHEeMUU, XPOHHUYECKOW apTepuaibHOU
runepreHsuy, recrannoHHoro CJI. Ilpm npoBeneHMH yIbTPAa3BYKOBBIX
CKPUHHUHIOB IUJI0Ja OBLJIO BBISABICHO YBEIWYCHHE II€UEHW U PACIIMPEHUE
KEJIYHBIX MPOTOKOB. POnbl MpexXIeBpeMeHHbIE, Ha 29-i1 Helene TrecTaluu C
JUTATEIbHBIM 0€3BOJHBIM MPOMEXKYTKOM, KOTOPBIi coctaBui 104 vaca. Macca
TeNna npu poxkaeHuu 982 r, quuHa Tena 36 cM, oreHka mno mkane Amnrap 4/5/6
0aoB.
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Hanuuue BBIpaKEHHBIX JbIXATEJIbHBIX PACCTPONCTB MPHU POKICHUU
00yCJIOBHIIO SHI0TpaxeanbHoe BBeleHre cypdakTtanTa u nposenenue MBJI. C
NEPBBIX YACOB U3HU OINPEACISUINCh MPU3HAKA MUHPEKIMOHHOTO TOKCHUKO3a,
NPUCYTCTBOBAJIM  KJIMHUYECKUE, JIA0OpATOpHbIE U  HMHCTPYMEHTAJbHBIC
IPU3HAKA IbIXaTEIbHOM, CEPACUYHO-COCYAUCTOM, KHIIIEYHOU 17|
HEeBpoJiIoTuueckoil HepocrtarouHocTd. C 1-X CyTOK >KM3HHM HaOJ01aJI0Ch
noBsiieHre MapkepoB Bocnanienusi: CPb 10.2 mr/n, I[IKT 27,2 ur/mi, a taxxke
a30TeMUs C HapacTaHWEM B JuHaMuke (MoudeBwHA 27,8 MMob/iI, KpeaTHHUH
108 mxmonw/m). Ha 3-u cyTKH KH3HH OTMEYAJOCh HapacTaHHE MPHU3HAKOB
KUIIEYHOW HEIOCTATOYHOCTH: B3JyTHUE MXHUBOTA, YIUIOTHEHHE W THUIEPEMHUS
nepeHen OpIOIIHOM CTEHKH, MATOJIOTUYECKUE BBIJICTICHUS C IPUMECHIO JKEeJTUn
IO JKEIIYJIOYHOMY 30H/y, OTCYTCTBHE CTyJIa. JIJIsl OpraHu3aluu Xupyprudaeckoro
JICYCHUSI W BBIXQXXWBAHUS B YCIOBHUSX CHEHUAIM3UPOBAHHOIO CTalMOHApa
pebenok Obu1 niepeBesieH B OPUTH mHOrOmpodmiibHOro JETCKOTro CTalmoHapa.

['my60KO HEIOHOIIEHHBIN PEOCHOK C KCTPEMAJIbHO HU3KOM Maccou mpu
poxknennn noctynuia B OPUTH nerckoit GoipHUIBI B BO3pacTe 3-X CYTOK
KU3HU B KpaliHE TSHKEJIOM COCTOSIHUU, CBSI3aHHOM C T€YEHUEM IOJUOPTaHHOU
HEJ0CTaTOYHOCTH, Nepdopaireit mojsoro oprana Ha ¢pone Teuenust HOK. Ilpu
npoBenenun Y3WM opraHoB OpIOMIHOM TMOJOCTH BBISBISUIUCH TPU3HAKU
«CpEeHEro» TUAPONEPUTOHEYMA, BHYTPUKATICYJILHOTO pa3pbiBa MEYEHH, YIIIHO
xemyHoro my3eips.  [IpucyrcrBoBamim HCIT npusHaku rUNOKCHYECKH-
UIIEMUYECKOTO TOPAXKECHUSI LEHTPAIbHOW HEPBHOM CHCTEMBI Ha (poHE
MOpGhODYHKIIMOHATLHON HE3pPENIOCTH, C IUiaTaiueil OOKOBBIX KETYJTOYKOB.
[IpucyTcTBOBaNM TakKe PEHTIE€HOJOTHMYECKHE MPU3HAKUA IMOJMCETMEHTAPHOU
nHeBMOHUU. [lo pesynbraram MpoBENEHHBIX JTaOOPATOPHBIX HCCIEAOBAHUN Yy
pebenka /IBC-cunapom — moBbllieHHast KpoBotouuBoctb, MHO 2.3, D-aumep
1981 mr/mn; anemus — remorsioOun 67 /i, spurpouuts! 2,3x10'%/m; OIIII —
nmporpeccupyromas azoremus (ModeBuHa 10 29 MMoib/11, kpeaTuHuH 10 121
MKMOJIB/T); OTMEYaJIOCh HapacTaHWEe MapKEpOB CHHAPOMA CHUCTEMHOIO
BOCIIAJIMTEIBHOTO OTBETA — JIeHKouuTsI 10 46,5 x10°/1, CPB no 54,1 mr/n, IIKT
10 40,62 Hr/MII; IO JAHHBIM UCCJICAOBAHUS KUCIIOTHO-IIEJIOYHOT'O PABHOBECHS
— CMENIaHHBIN alu03 C TUIepiIaKTareMueit 10 12 Mmons/a. B moceBax kpoBu,
3eBa, OTIEISIEMOTO 13 OPIOMIHOM MMOIOCTH BhIsiBIIeH pocT Kl. pneumoniae. [Ipu
aHaJn3e UMMYHHOTO cTraryca oOHapyxeHo cHmkenne TREK, He uckitouanoch
UMMYHOI€(PUIIUTHOE COCTOSIHUE.

HenocrarouHocTh BHENIHETO AbIXxaHus moTpedoBaa nposeaeHus UBJI ¢
MOCJIEAYIOIINM yKeCToueHHeM napaMeTpoB (BbicokoyacToTHas MBJI). B cBs3u
C HaJIU4YMEM CEePACYHO-COCYAUCTOM HEAOCTAaTOYHOCTH MOTpeOOBaIOCH
IPOBEICHUE KAPAMOTOHUYECKON MOIJEPKKH aIpeHAIMHOM, J00yTaMUHOM,
JIOIIAMUHOM, HOpaJApEHAIIMHOM. [laTonorus KKT norpedoBana
XUPYPTHUYECKOTO JICUCHUS, BBIBEACHUS CHOHO-WJIEOCTOMBI, IO TOBOIY
reMOMEepUTOHEYMa OBIJI0O TIPOM3BEACHO BBIBEACHHE IpeHaxkei. B cBsizm C
HApACTAIONIIEN a30TEMUEN NPOBOAMIACH 3aMECTUTEINIbHAS IMOYEYHAsl Tepanus
METOIOM TeMO/IhajIn3a 1 MepuTOHeTbHOTO Auann3a. PeOeHky Oblyia Ha3HAYeHa
KOMOWHUpOBaHHAsT aHTHUOAKTEpHAIbHASI Tepamus, KOTopas MeEHsach Ha
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OPOTSOKEHUM  HAOMIONEHUS  KIMHUYECKHMM  (apMakojJoroM ¢ y4eToM
YyBCTBUTEIBHOCTH MHKPOOPIaHU3MOB IO JAaHHBIM IIOCEBOB. B cBs3u ¢
BBISIBJICHHON aHEMHUEN U TMIIOKOAryJIsUeil MPOBOJMINCH MHOTOKPATHBIE FEMO-
U IUIa3MOTpaHC(y3uM, TreMOCTaTUYecKas Tepanusi MEHAJAUOHOM HaTpus
OucynbQUTOM, H3TaM3WJIATOM HaTpusa. TspKenple  MeTaboIMuYecKue |
AJIEKTPOJINTHBIE HApYILIEHUsI TPEOOBaIN MH(PY3UOHHON TE€panuu ¢ KOppeKIuen
[0 pe3yJbTaTaM HCCIET0BAaHUI KHCIOTHO-IIEIOYHOro paBHOBecHs. Hecmotps
Ha MHTCHCHBHYIO TE€panuio, y pedeHKa HaOJt01aJ0Cch HapacTaHUE MPU3HAKOB
MOJIMOPTAaHHOM ~ HEINOCTAaTOYHOCTH,  JIa0OpaTOpHbIE  TMOKa3aTeld  C
OTpPULATENILHOM JUHAMUKOM. B Bo3pacte 39-m CyTOK mpowusonuia OCTaHOBKA
CEPJIEYHOI NEATEeIbHOCTH, MPOBEICHHBIE PEaHWMALIMOHHBIE MEPOIPUSITUS B
nosHoM oObeme B TeueHue 30 MHUHYT oOKa3anuch He’3()(eKTHBHBI, ObLIa
JUArHOCTUPOBaHa OMOJIOTUYECKas CMEPTh.
Tabnuna 18. JlabopaTropHble noka3areau pedeHKa B JMHAMUKE

Kpurepuii 3c/x* | Sc/xk | 10c¢/x | 15¢/x | 23 ¢/x | 38 ¢/x
I'emormo6uH(T/i1) 90,3 120,8 86 111,9 73,4 105,8
TpomOGouuTsr (1079/1) 95 84 65,2 90,3 72,7 71,2
Jletikotutei(1079/m) 14,69 15,73 15,5 224 12,56 12,63
Hetitpodumsi(10°9/1) 1,35 1,89 1,99 1,66 5,28
Kpearuaua(MKMob/1) 74,1 75 127,7 121
MoueBuHa (MMo:b/) 21,7 39 28
CPB (mr/m) 14 54,1 21 27,9 34,5
IIKT (ar/mi) 25,26 40,62 29,1

*c/o1c- cymiu dcusnu

HHUATHO3

Pannuii HeoHatanbHbIN cernicuc, BbI3BaHHbIM Klebsiella pneumoniae.
ITHeBMOHMS,  HEKPOTHU3UPYIOIUUN  DHTEPOKOJIUT,  OCTPOE  IIOYEUHOE
nospexaenue. [Ipouenypa 3aMeCTUTEIIBHON TOYEYHON TEPAIIUH.

KIIMHUYECKUH CIIVYAH Ne 2.

Manpunk C. ot nepBoposiiei Matepu 40 JeT ¢ TuarHo3oM Oecruioaus B
tedyeHue 10 jeT, or mepBoil OEPEMEHHOCTH, HACTYNHBIICH B pe3yibTaTe
MPUMEHEHUS BCIOMOTATEIbHBIX PEMPOIYKTUBHBIX TEXHOJIOTUH C 4-1 MOMBITKU
(3KCTpaKopIopaIbHOE OIJIOIOTBOPEHUE U Tepecaaka aMOpruoHa). Ponbr Ha 40-
1 Hejiene recTaluy B TOJIOBHOM IPEJICKAaHUM, Macca Telia ipu poxxkaeHuu 3530
T, JJIMHA Tena 55 ¢M, OKPYKHOCTb TOJOBBI 35 €M, OKPYXHOCTb rpyau 33 cM.
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[Ipu poxaeHUU NMPU3HAKU KUBOPOXKIEHUS HE ONPEIEISIINCH, OKOJIOIIOIHBIE
BOJBl MPOKpAIIEeHbl MEKOHHUEM. TSKECTh COCTOSIHUSL pedeHKa moTpedoBaa
IPOBEJICHUS] PEAHUMAIMOHHBIX MEPOIPUSTUNA B POIWIHLHOM 3alie B 00beMe
UHTYOAllUM Tpaxeu, A0TallMU KapJIMOTOHUYECKOW U MHOTPOMHOU MOIACPKKH.
Ha 20-i1 MuHyTE >XKHU3HU MOCJIE BOCCTAHOBJICHUSI CEPIACYHOIO0 PUTMa PEOCHOK
nepeBeneH B OPUTH na MBJI, 6e3 npu3HakoB COOCTBEHHOT'O JBIXaHUS, C
BBIPAKEHHBIMU MPU3HAKAMU META00IMYECKOT0 U peclupaTOpHOTro anuao3a. [1o
mkane CapHaT, cOCTOsiHME peOEHKa, MEPEHECHIero TSHKENTyI acPHUKCHUIO,
COOTBETCTBOBAJIO TSXKEJIOMY T'MITIOKCHYECKH-HIIeMUYecKoMy nopakenuto [{HC,
4TO0 O0OYCIOBMJIO Hayallo MPOIEAypbl KpaHHOLEpeOpalbHON TUIIOTEPMUH.
VYpoBeHb CO3HAaHUA COOTBETCTBOBAJ IIyOOKOW KoMme. K KOHIy MEepBBIX CyTOK
KU3HU 0TMeuasnoch pazsutue JIBC-cunapoma (tpomOoruronenus —47x10*9/m,
HapylleHWe  KoaryJsiiui  — 1[0  JaHHbIM  KoaryJorpamMbl  H
TPOMOO31acTOrpaMMBbl), YTO M OOYCJIOBHUJIO BBEACHHUE CBEKE3aMOPOKEHHOMN
I1a3Mbl M1 TPOMOOKOHILIEHTpaTa. PeHTreHosornyeckue U3MEHEHUsI B JIETKHX
CBUJIETEIBCTBOBAIM O BOCHIAIUTEIBHBIX U3MEHEHHUSX.

Ha 2-e CyTkM KW3HM, YUYWTBIBasE HApacTaHHE [OJUOPTaHHOU
HEJ0CTaTOYHOCTH, MAPKEPOB BOCIIAJICHUS U IOJyYECHHBIE PE3YNIbTAThI [I0OCEBOB
(moceB KpoBM U IOCEB acmupara Tpaxen — Str agalactiae, moceB 3eBa-Str
agalactiae / E. Coli), pebeHKy MOCTaBji€H IUArHO3 PaHHETO HEOHATAJIBHOTO
cencuca. CoxpaHsiolmuecs pecnupaTOpHbE HapyLIEHUs NOTpedoBau
YKECTOUCHUS MapaMeTPOB U NEpeBoia Ha BeicokodacToTHYI0 MBJI ¢ 3-x cyTok
xu3HU. YuutbiBas pazsutue OIIIl Ha ¢oHe cenTuyeckoro mpoiiecca, aHypuio,
HapacTaHUe a30TeMHHM (KpPEaTMHMH Ha BTOpbIE CYTKM 10 155,2 MKMOIb/1
(KDIGO 3)), meTabonnyeckuii aluao3, HEBO3MOKHOCTb MPOBECHUS TEPANUH
B TIOJHOM 00beMe HU3-3a BBICOKOTO pHUCKa pa3BUTUA  (haTambHOM
TUNEpryuapaTaiu, peOeHKY HavaTra 3aMEeCTHTENIbHAsl TMoYedyHas Teparus
NepUTOHEANbHbIM  nuasm3oM. [lo  pe3ynbraTaM  HEHpOBU3YJIU3ALUU
ONPENEISUINCh TMOCIEACTBUS NEPEHECEHHOTO THIIOKCHUYECKU-UILIEMUYECKOTO
MOpPaXeHHsI TOJIOBHOI'O MO3Tra ¢ (OPMHUPOBAHUEM CYOTOTAIBHON KHCTO3HOM
MTOCTTUIIOKCHYECKU-UIIEMHYEeCKON  JIeKosHIIepanomaisiuu. 2017  naHHBIS
CBUJICTEIHCTBOBATIM O TSDKEIBIX HApYIICHUSX (PYHKIIMOHAIBHOTO COCTOSHUS
roJioBHOTO Mo3ra. PebeHok ¢ mepunaransHbiM nopaxkennem [THC naxomwmmcs
O/l CTPOTUM KOHTPOJIEM HEBpOJIOTa, OQTaIbMOJIOTa, KIMHUYECKOIO
¢dapmakonora. HemocrtaTok TryMopanbHOro 3BeHa HMMMYHHUTETa Ha (oHe
reHEPAJIM30BaHHOTO0 HMH(EKIMOHHOrO TMpollecca MnoTpedoBan TpaHc)y3uii
npenapaToB MMMYHOTJI00yiauMHOB. JlanpHelias cMeHa aHTHOaKTepualibHOU
TE€panuy KOPPUTHPOBANACh KIMHUYECKUM  (apMakojJoroM ¢  Yy4eTOM
MOJIYYEHHBIX PE3YJIbTATOB MOCEBOB. BhIpaykeHHass aHeMUs, TPOMOOIUTOTICHHS,
runokoaryssius (remorioous 51,5 /i, TpomOoruter 16,7*1079/1m) TpeboBanu
HEOJITHOKPATHBIX TpaHC(y3uil Miaa3Mbl U OTAEIBHBIX KOMIIOHEHTOB KpoBHU. B
CBS3M C HECIIOCOOHOCTBIO K CaMOCTOSITEIbHOMY JIbIXaHHIO, a TakKke
HEBO3MOXKHOCTBIO KOPMHUTh pEOCHKAa TEpPOpaibHO OBUIO  TPOBEICHO
OTEepaTUBHOE BMEIIATEIILCTBO — YCTAHOBKA TPAXEO- U TacTPOCTOMBI, PeOCHKY
MPUCBOEH MAJUIMATHBHBIM cTaTtyc. B Bo3pacte 2-x MecsueB 19 nuei
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HaOMIOAAIOCh HapacTaHWE TMPU3HAKOB TMOJHOPTAHHOW HEIOCTATOYHOCTH,
anemuueckoro cunypoma. [lo OKI' ¢hukcupoBansack H30JUHKS, TOHBI CEP/IIA HE
BBICIIYIIIMBAJIUCh, apTEPUATIbHOE NAaBJICHHE HE olpeneisuiock. HecmoTpss Ha
IIPOBEJICHNE PEaHUMALIMOHHBIX MEPOIIPUITHI B IMOJHOM 00BbeMe B TeueHue 30
MUH y pebenka C. KoHCTaTUpOBaHa OMOJIOTHYECKast CMEPTh.
JTUHATHO3

Pannuit HeoHaTanbHBIN cercUC, BRI3BaHHBIN Str agalactiae. [THeBMOHUS,
HEKPOTU3UPYIOLIHNN 3HTEPOKOIUT, OCTPOE OYEYHOE NoBpexkacHue. [Ipoueaypa
3aMECTUTENIBHON IIOYEYHOMN TEPAIUU.

KJIMHUYECKHUHI CITVYAU Ne 3.

JleBouka ot 1-if 0epeMeHHOCTH, MPOTEKABIIEH, BO 2-M, 3-M TPUMECTpPAX C
OPBU, ot marepu ¢ HapKkOMaHWEW B aHaAMHE3€, HE CTOSIBIIEH Ha yYE€TE B
KEHCKOM KOHCYJbTAllMU. be3BOIHBIN TPOMEKYTOK COCTaBMI 84 yaca, poJpl Ha
38-i1 Hezene, pU POKICHNUHN OIIPEACIIUIMCH IPU3HAKY JucTpecca mroaa. Macca
Tena npu poxaeHuu — 2550 r, nuHa - 50 cMm. Ouenka no mkane Anrap — 0/2/4/6
O0amnoB. TsKecTb COCTOAHMA peOeHKa MNoTpedoBaia IMPOBENEHUS IOJIHOTO
o0beMa peaHMMAllMOHHOW MOMOUIM B POJWIBHOM 3ajl€ U CTaOWIM3aIUU
cocrossHus. Ilpum oOcnenoBanumM peOEHKa € POXKACHUA ONPEACIIIIUCH
JpIXaTeabHasl, CEPIACYHO-COCYIUCTAs], I0YEYHAsI HEIOCTATOYHOCTh, HAPYIICHHUSI
reMocTas3a, CyAOpPOXKHBIM cHHApPOM. Tspkenas acuUKCHs NMPU POXKICHUH U
MIPU3HAKH MOJMOPTAHHOW HEAOCTATOUYHOCTH noTpedoBaIu JaJbHEUIIEeH
rociiutanu3anuu pedenka B OPUTH. Ilo pe3ynpraTaM MOCEBOB U3 pa3HBIX
JIOKYCOB BO30yaHMTENb HE OOHApYy>KEH, IUarHo3 pPaHHEro HEOHATaJIbHOTO
Cerncuca NOCTABJIEH KIMHUYECKH HA OCHOBAaHUU BBISIBIIEHHOTO oyara HHQEKINH
(THEBMOHUS), MPU3HAKOB MOJHUOPTaHHOM HEIOCTATOYHOCTH U CHUCTEMHOIO
BOCHAJIMTEIBHOIO  OoTBeTa. PakropaMu  pHCKAa  Pa3BUTHS  PAHHETO
HEOHATAJIBHOI'O cerncuca HOCITYKWIN acukcusi, XOpPHOaMHUOHMT,
MHQUIIUPOBAHUE U PAHHEE U3UTHE OKOJIOIUIOIHBIX BOJ, HEOOCIEeIOBaHHAS BO
BpeMsi OEpPEeMEHHOCTH MaTh. ¥ HOBOPOXACHHOI'O OMNMpPENESUIUCh TUIIOTEPMHUs,
TaxUKapAus, BSJIOCTh, TUIOJWHAMHs, KOHTAKTHas  KpPOBOTOYMBOCT,
pecnupaTopHble  HapyllIeHUs, TpeOyIoUIMe MPOBEICHUS PECITUPATOPHOU
MOJACPIKKHU, MOYEYHBbIE HAPYIICHUS: OJUTYpHUs, a30TeMusi (KpeaTuHuH 296,2
MKMOJIb/J, ~ MoueBMHa 29,3 MMons/n). [Io  manHbIM  71a00pATOPHBIX
uccinenoBanuii  — "Hentpoduies (20,96*1009/n), CPb-24,1  wmr/a, ITIKT-
14,2 ur/mn.  PebeHky ¢ TsKEJIOW TMOJUOPraHHOM  HEIOCTaTOYHOCTHIO
IPOBOJIMIINCH JIEUeOHbIE MEPOIPUATHUS, HAIIPABJICHHbIE B MEPBYIO OYEpelb HA
NOJJIEp)KAaHUE KU3HEHHO BAXXHBIX (PYHKIUH OPraHoB, a TaKKe€ MacCHUBHAs
IPOTUBOMUKPOOHAS Teparus. ITo MOKA3aHUSIM Ha3HA4yaJlIach
MIPOTUBOCYAOPOKHAS, TEMOCTATUUECKAsl TEPANMs, C  LEJIbI0  KOPPEKLIUHU
reMOpparuuyecKux  HAapyLIeHWd W TSHKEIOW  aHEMUM  [POM3BOAMCH
MHOTOKpaTHbIE  IJIa3MO- W reMoTpaHc(y3uuu. TsHKeCTb  MOYEeYHOU
HEJOCTATOYHOCTH C HApacTalomledl  a30TeMUEN  SBUJAch IMOKa3aHHEM K
IIPOBEICHUIO IEPUTOHEATILHOTO AUAIIA3A.

Tabmuma 19. JlabopaTopHbie moKa3aTenn peOeHKa B TUHAMIKE
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3 8 14 27 45 60 90
c/x* c/x* c/x* | c/x* | chx* | c/x* | c/x*
['emornoOuH(1/1) 115 94 74 109 | 134 | 100,7 | 88,3
TpoMOOIIUTHI 132 145 183 323 | 199,8 | 230,7 | 420
(1079/m)
Jletikouutei(1079/m) 31,2 28,0 26,2 | 154 | 12,6 | 23,9 | 23,83
Hetitpodunsi(10°9/ 27,37 24,5 22,7 [ 8,05 | 7,22 | 9,06 | 14,98
)
Kpeatnaua(MKMOIB/ 3235 348,7 214 | 184, | 2314 | 2499 | 270
1) 3
MoueBuHa 28,2 36,5 225 | 148 | 149 | 27,2 | 13,1
(MMonb/ir)
CPB (mr/m) 14 1,0 4,7 2,9
ITKT (ar/™Mm) 13,9 143 | 3,57 | 7,89

*c/ofc- cymru dcusnu

Pebenok 3a nepuoa npedsianusi B OPUTH nepenec HeCKoJIbKO AMHU30/10B
nHeBMOHUU. B Bo3pacte 7-u mecsaneB u 4-x AHed, Ha (QoHE MPOBOAUMOI
BbicokouacToTHOM NBJI, y pebenka oTMeuanach HapacTaroias OpaguapuTMusl,
pedpakTepHas kK mnpoBoaumoi Tepanuu. Hapactaromas Opaaukapaus c
MOCJIEAYIONICH acUCTOIMEe OOYCIOBWIM TPOBEJACHHUE TOJHOTO KOMILIEKCa
pPEaHUMAIIMOHHBIX MEPOTPUITHI, KOTOPHIC OKa3alHCh O€3pe3yJbTaTHBIMU,
OblJ1a KOHCTATUPOBAaHA OMOJIOTHYECKAsi CMEPTh.

HHUATHO3

Pannuii HeoHartanmbHbIM cericuc. [IHEBMOHHS, OCTpO€ MOYEYHOE
noBpexaeHue. [Ipoueaypa 3aMecTUTENBHON TOYEYHON TEPATUU.
ObCYK/[EHUE

Cucremupie OakTepHralibHble MHOEKINH Y HOBOPOXKIEHHBIX SIBIISIOTCS
OJIHOW M3 OCHOBHBIX IIPUYMH CMEPTHOCTH Ha -1 Hezele Ku3HU.

OCHOBHBIMM (paKTOpaMH pHUCKA Pa3BUTHS PAHHETO HEOHATAJIBHOTO
cencuca  SBJISIOTCS:  TNEepeHeceHHas  acuKcusi, JUCTpecc  IIIoAa,
XOPHOAMHUOHUT, TMPEKIECBPEMEHHBIN pPa3pblB IUIOJHBIX O00OJOUYEK, TaKKe
BpEIHbIE MPUBBIYKM MAaTEpH, MPUBOIAIINE K YBEJIMYCHUID KaK YacTOTbI
ac(ukcuu U MH(EKIMOHHBIX MPOIIECCOB, TAK U BO3MOXHOCTH pa3Butus BIIP
LIEHTPAJIIbHOM HEPBHOW CUCTEMBI U CEPALIA Y IIJIOAA.
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Y  JOHOIIEHHBIX HOBOPOXACHHBIX aC(UKCHS 4YacTO  SIBISETCS
CaMOCTOSITENIbHOM TPUYMHOM pPa3BUTHUS TOJIUOPTaHHOM HEIOCTATOYHOCTH.
Acukcus u paHHMII HEOHATAIbHBIA CENCHUC SIBISIOTCS KOHKYPUPYIOIIMMHU
JMarHO3aMi U OCHOBHBIMH 3BEHBSIMU IMOPOYHOTO Kpyra, B KOTOPOM KaXk10€ U3
COCTOSIHUI OTSTOILIAET APYT JIpyra U yBEIMYMBAET BEPOSTHOCTH JETAIBHOIO
ucxoja. Hacinoenne paHHero HEOHATANBLHOTO CEICUCAa y JETeH, MepeHecunx
ac(UKCHIO, HEPEIKO JIeTTaeT HEBO3MOXKHBIM MPOBEJICHUE KpaHUolepeOpaibHOU
runorepMun. PaHHuil HeoHaTanpHBIM cericuc, achukcus, BIIP Tpebyror
MEXIUCHUTUTMHAPHOTO TMOX0/a CIEHUATNCTOB, TIIATEIHHOTO 00CIeIOBAHMUS,
moa0opa Tepanuu ¢ y4eTOM MOJUOPraHHOW HETOCTATOYHOCTH.

Pa3BuTue paHHEro HEOHATaJIBHOIO CENCHCAa, MaHU(ECTHPYIOUIErO B
IepBble 72 yaca, NIPEUMMYLIECTBEHHO CBA3aHO CO CTPENTOKOKKAMH IpymIibsl B,
JUCTEPUEN, SHTEPOKOKKAMH M KUIIIEYHOM NAJIOYKOH, TorAa Kak (popMupoBaHue
NO3HETO HEOHATAJIBHOTO CEIICUCA, PA3BUBAIOILETOCS MOCIe 72-X YaCOB KU3HU,
aCCOIIMMPOBAHO C  JPYTUMH  TPAMIOJOXKUTEIbHBIMU  (TaKUMH  Kak
KoaryJjia3oHeraTuBHble  cTadmIOKOKKHM, Staphylococcus epidermidis wu
Staphylococcus aureus) u rpamorpunateiabHbiMu (TakumMu kak E. coli,
Klebsiella pneumoniae u Pseudomonas) Bo30ymuTensiMu. OTHONATOTEHE3
PaHHEro HEOHATAJIBHOT'O CEIICHCa B IEPBYIO OUYEPE/b CBSI3aH C IEPUHATAIIBHBIMU
dakropamu pucka HMHPUIUPOBAHUS IUIOJA: JJIUTEIbHBIM  O€3BOJIHBIM
MIPOMEKYTKOM, MHBA3UBHBIMU BMEILATEIBCTBAMU B IEPUHATAILHOM NEPHUO/IE,
MH(EKIIMOHHBIMU 3200JICBAHUSIMU MATEPHU.

B Ttabaune 20 mpuBeneHa CpaBHUTENbHAs XapaKTEPUCTHKA TEYEHUS
CENTUYECKOTO MpoLecca y MPeCTaBICHHBIX AETEH.

Tabmuua 20. CpaBHUTENbHAS XapaKTEPUCTHKA TEUEHUS CENTUYECKOTO
ITPOLECCA Y ONMMMCAHHBIX JIETEM.

XapakTepucTUKH PebGenok K. Manpuuk C. PeGenok b.
Cpok recraiuu 29 Heneab 40 Heneab 38 Henenb
Jlokychl BJII1, anyc, Tpaxes, | BAII, anyc, tpaxes, | BAII, anyc, tpaxes,
KpPOBb KpOBb KpOBb
Boz0ynurens Klebsiella [Tocee  kpoBu u |He BoisiBIIeH
pneumoniae U3 Bcex | MOCEeB acupara
JIOKYCOB Tpaxeu - Str
agalactiae, IIOCEB
3eBa-Str agalactiae /
E. Coli
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[Tponomxenue Tabmauier 20

JIMUTeNnbHOCTh 104 gaca 4 gaca 84 vaca

0€3BOIHOTO

MIPOMEXKYTKA

Hlkana Armrap | 4/5/6 0/1/3/5 0/2/4/6

(6amb)

DaKTOphI pUCKa JnurenbHbIii Acdukcus, Achuxkcns,
0€3BOIHBIM UHEKIIH MaJIOBECHBIN K CPOKY
MIPOMEXKYTOK, MOUYEBBIBOIAIIUX rectraiuu 107,
HEJIOHOIIEHHOCTh, | MyTel MaTepH, | HApPKOMaHHUs y
OuYeHb HU3Kas Macca | O3AHOPOISIIAs MaTepu B aHaMHeE3e,
Tena IIpH | MaTh XOPUOAHUOHUT
POXKICHHH,
achuxcus

Pecriuparopnas UBJI ¢ poxnenus, | UBJI ¢ poxnenus, | UBJI,

MOAICPKKA OTPEOHOCTh B | HIOTPEOHOCTH B | KPaTKOBPEMEHHBIE
BUHNBJI BUHNBJI IIOIBITKU

JKCTYyOAIuu

MakcumaiibHbIe Jletikouutsr 1o 46.5 | JleitkonuTo3 Hefitpodunes —

IIOKAa3aTelIn x10°/1, CPB 5o 54.1 | (32,7%10%/7), 20,96*10"9/n, CPb —

MapKepOB mr/mn, IIKT no 40.62 | noeimenue [1IKT 44 | 24,1  wr/a, IIKT -

BOCIAJICHUS HI/MIT ur/mr, CPb 51 mr/n | 14,2 ur/mn

Mapxepst OIIII MoueBuna no 29| Kpearunun  155,2 | Kpearunun 296,2Mk
MMoib/11, MKMOJIb/]I, MOYEBUHA | MOJIb/JI, = MOYEBHHA
kpeatunuH a0 121 |28,2 MMons/a 29,3 MMoib/1
MKMOJIB/JT

ITorpeGHoCcTh B 3I1T + + +

Klebsiella pneumoniae — B030yauTeNnb, Hanbosiee XapaKTEPHBIN IS
MO3/THET0 HEOHATAJIBHOTO CETCUCA, OJIHAKO HE HMCKIIOYEHBI CIydad PaHHETO
HEOHATAJIBHOTO cerncuca, accormupoBanHoro ¢ Kl. pneumoniae. Bxomubivu
BOPOTaMH TPU CEINCUCE HEPENKO BBICTYMAIOT JIETKUE, B TaKUX CIIydasx
3a0oeBaHue MaHU(GECTUPYET C TEUEHUS THEBMOHUU. HecMoTpst Ha mpUHATOE B
HAyYHOW JIUTEpaType TNpPEACTaBICHHE O TOM, 4YTO CeNCHC Yy TIyOOKO
HEIOHOIIIEHHBIX UMEET CTEPTOe, BSJIOC TEUEHHUE, KICOCHEIIC3HBIN Cerchuc y
rTyOOKO HEJIOHOIICHHBIX JIETEH MOXKET MPOTEKATh TaK JKe, KaK y JOHOIICHHBIX
U HWMETh SIPKO BBIPOKCHHBIC KIWHUYCCKHUE TPOSBIICHHUS C BOBJICYCHHEM B

IMpoUEeCC MMOYTH BCEX OPraHOB U CUCTCM.

KommnekcHbIN noaxon, paHHsasl JUArHOCTHKA W pallMOHAJIbHOC JICYHCHHUC
,Z[GTeﬁ C HCOHaTaJIbHBIM CCIICHCOM CHOCO6CTBYIOT YIYUYIICHUIO OTAAJICHHBIX

HCXOO0B.
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HEOHATAJIbHBIN JINCTEPHO3

Heonaranbnpiii muctepuo3 (MKb-10: P37.2) — Tsxénoe nHpEKIIMOHHOE
3a00J1€BaHUE C BHICOKUM YPOBHEM MEPUHATAIBLHON cMepTHOCTH. Bo30yauTensb
— Listeria monocytogenes, TrpaMmoJOKUTENbHAA Mallouka, YCTOMYMBas K
BHEIIHEH cpefie, CMOoCcOOHass K BHYTPUKIECTOYHOMY MApa3UTHUPOBAHUIO H
oOpazoBanuio L-popM, 4TO 3aTpyAHSET BO3MOKHOCTU JiedeHUsl. K OCHOBHBIM
(dakTopam NaTOreHHOCTH OTHOCSITCS JIUCTEpUONIU3UuH-O, HHTEpHAUHBI, ACtA U
1p. 3a0071€BaeMOCTh PETUCTPUPYETCS 110 BCEMY MUPY, OJIHAKO TOUHbIC TAHHbBIC
0 pacnpocTpaH€éHHOCTH, oco0eHHO B Poccuu, orcyrctBytor. B CIIIA gactoTa
coctasisiet 3—6 Ha 100 000 >xuBopoxaenuii, B EBponie — 2—8 na 100 000.

3aboJsieBaHUE Pa3BUBACTCS MPEUMYIIECTBEHHO Yy JIMIl C OCJIa0JICHHBIM
MMMYHUTETOM: HOBOPOXJEHHBIX, OCPEMEHHBIX, MOXUJIBIX M MalMEHTOB C
UMMyHOAepUIUTaMU. Y OepeMEHHBIX PUCK pa3BUTHA JucTepruo3a B 10—18 pa3
BbIlIe, YeM B oOmed mnomyssiuu. OCHOBHOM MyTh 3apa)K€HUs — MUIIEBOM
(HenmacTepu30BaHHBIE MOJIOYHBIE TIPOYKTHI, MATKUE CBIPHI). Listeria mposBiiser
TPOMU3M K IUIALIEHTE, YTO MOXKET IPUBECTU K BBIKUBIIIAM, TPEAKIECBPEMEHHBIM
poJiamMm U MepTBOpOXkIeHNI0. CpOK U MeXaHU3M UHGPUIIMPOBAHUS MIoAa OyIyT
ONpENENATh  XapakTep TEYEHUsT HEOHATAIbHOro  juctepuo3a. llpum
uHUIUPOBAaHUU B |- mMOJOBMHE OEPEMEHHOCTH BO3MOKHO pPa3BHUTHE
XOpUOaMHUOHUTA, Jwmxopaaku, BIIP y mmoma. Bo 2-ii monoBuHe —
MPEXIEBPEMEHHbBIE POJIbI, CETICUC, MEHUHTUT U THEBMOHUS Y HOBOPOKIEHHOTO.
HeonaTtanbHblii THCTEPUO3 — OJIHA U3 YACTBIX TPUYUH PAHHETO OaKTepUaIbHOTO
MeHUHruTa. TpaHcralieHTapHoe MH(GUUMPOBAHUE MPOSBISETCS Pa3BUTHEM
CEIICHCa B IEPBBIE CYTKH )KU3HH, C BO3MOKHOM JIETANBHOCTHIO 10 50%. [1o3nHee
3apakeHue (MHTpaHaTajIbHO, MOCTHATAIBHO) Yallle MPUBOJUT K MEHUHTUTY WU
MEHUHTO3HIIepanuTy Ha 7—12-e CyTKH KU3HU.

JlmarHocTvka OCHOBBIBae€TCA Ha OaKTEPUOJIOTHYECKOM HCCIIECIOBAHUH,
[TIP 1 uMMyHOXMMHYECKHX MeToaxX. Listeria monocytogenes 4yBCTBUTEIbHA
K MEHUIMIITHHAM, KapOaneHeMaM 1 ycToiiunBa K 1edanocnopunam. [Ipu stom
aHTHOAKTEepHabHAS Tepanus JODKHA HAYMHATHCSA KaK MOXKHO PaHbIIIe, Kypc
COCTaBJISICT B CpeaHEM 2—3 HEJICIIH.

KJIMHUYECKHUH CIIYYANU

Manpumk T. oT MaTepu 22-X JIET C HEOTATOIICHHBIMA COMAaTHYCCKUM U
TUHEKOJIOTMYECKUM aHaMHE3aMH, OT 2-ii OepeMEHHOCTH, MpoTeKaBiel 0e3
ocobenHocteil (1-s — cpouHble pojibl, PEOCHOK 3/10pPOB), 2-X €CTECTBEHHbIX
ponoB Ha 31-i1 Hemene recrauuu. [Ipu poxaeHun macca Tena pebOeHkKa
coctaBimsia 1710 r, nqouna tema 42 cM. Ilo mkane Amnrap 6/7 6Gamnos. Ilo
tabauniam INTERGROWTH-21  macco-pocToBble  mokaszaTend — peOeHKa
COOTBETCTBOBAJIA BO3pacTy. B poamibHOM 3aje B CBs3u ¢ HEIPHEKTHBHBIMU
MOMBITKAMU JBIXaHUA H TIOTPEOHOCTHIO B JOTOJHUTEIHLHOM KHUCIOPOIC
MaibuuK Obul MHTYyOWpoOBaH, HayaTo mposeneHue MBJI ¢ mocnemyromum
BBEJICHHEM 3K30T€HHOTO cypdakTtanta. B cBsi3u ¢ momo3peHreM Ha TEUYCHHE
BHYTpHUYTpPOOHOU MH(EKIIMK OBLIO OCYIIECTBICHO B3ITHE MaTepHasia MIIAIEHTHI
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s mpoBeneHus Oaktepuonorndeckoro u I[IP-uccnenoBanms. Ilocne
CTaOMIM3AIMK B TSHKEIIOM COCTOSTHUU pedeHok ObuT nmepereaeH B OPUTH.

B OPUTH npoBouaock KOMIUIEKCHOE JIA0OPaTOPHO-UHCTPYMEHTAIBHOE
ob0cnenoBanue. Ha pentrenorpaduu opraHoB rpyJHOM KJIETKU ObLIN BBISIBIICHBI
npuzHaku PJIC u TeyeHus NBYCTOPOHHEW MHEBMOHHMH. B HEBPOJIOrMYECKOM
cTaTyce y peOeHKa 0OTMeUascs CHHAPOM YTHETEHHUS C 3JIeMEHTaMU BO30Y K ICHUS
Ha (hoHE nepeHeCEeHHOW YMEepEeHHON ac(hUKCUU, B CBSI3U C YeM Obllla Ha3HAYeHA
ananentuueckas tepanus. B xome mposeaenuss HCI' Obuin BbIsiBIeHBl Y3U
IIPU3HAKA HE3PEJIOCTH CTPYKTYpP TOJIOBHOTO MO3Ta W IEPUBEHTPUKYJISPHAS
THIIEPAIXOT€HHOCTh. Y YUTHIBasi PUCK pean3allii BHYTPpUYTPOOHOI MHGEKINH,
OblJa Hayata CTapTOBasg >SMIHMPUYECKAsl AaHTUOAKTEpHAJIbHAS —Teparus
(AmMnumwuiud/cyns0aktam).  [lo  pesynbratam  GaKTEpPHOJIOTHYECKOTO
HCCIIeIOBaHMS TIIALCHTHl ObLT BBIABJIEH pocT Listeria monocytogenes, 4To
oOyCJIOBWJIO TEpeBOJ] peOeHKa Ha 2-€ CYTKM JKU3HM B CTalUOHap
UH(EKIMOHHOTO TPOduIIS.

B OPUTH netckoit MHOTONMpO(HIILHON OOJIBHUIIBI COCTOSIHUE peOeHKa
OCTaBAJIOCh TSKEJIBIM 3a CUET TEUEHUS CEPACYHO-JIETOYHON HEIOCTaTOUYHOCTH,
CHUH/IpOMA YTHETEHUsS C 3JEMEHTaMM BO30YKIEHUS, MOPPOPYHKIIMOHATBHON
He3penocTu. M3 Tpaxenm caHupoBaslach CKyAHas jkeinToBaTas MoOkpora. Ilpu
UCCJIEIOBAHUM acIIUpaTa Ha 3-M CYTKH KU3HU OBbLI TaKXKe BbIABIICH pocT Listeria
monocytogenes. KnuHudueckuM  (apMakosorom  Oblja  OCYIIECTBJICHA
KOppeKIusi aHThOakTepuanbHoil Tepanuu (MeponeHeM+BaHkoMulIUH), a B
CBA3UM C pA3BUTUEM CEICHCA, HWMMYHOJIOTOM ObUIa Ha3Haue€Ha Tepanus
[Tentarmobunom.  JIjisi  UCKIIOYEHUST  HEUPOMH(EKIMH  TPOBOAMIIACH
moMOanbHas MyHKIMS, 110 Pe3yJIbTaTaM UCCIEA0BAHMS JUKBOPA MOATBEPKICHO
Te4eHUe OaKTepUaJIbHOTO MEHUHIHTA. BBIpakeHHAas: UKTEPUUYHOCTh KOKHBIX
IOKPOBOB B COBOKYNHOCTH C JI@HHBIMM OHMOXMMHYECKOTO aHaju3a KpOBU
(oOrmuit 6unupyOuH 10 245 MKMOJB/T) 00ycinoBuiIa Hayasio GOTOTepanuu.

Ha 7-e cyTku »u3HH, B CBS3M C OTCYTCTBUEM HEOOXOJUMOCTH B
MPOJOJKEHUH  WHTEHCHUBHOM  Tepanmuu  (IbIXaHUE  CAMOCTOSITENBHOE,
reMOJIMHAMHKA CTa0uiIbHAs, TUype3 aJeKBAaTHBIN) peOCHOK ObLI MEepeBe/iCH B
MH(QEKIMOHHOE  OTHeNeHue. BceencTBue  COXpaHSIOMIETOCs — CHHApOMaA
YTHETCHHSI MaJIbYUK TPOJIOJDKAI HAOMI0aThCs B TUHAMHUKE HeBposioroM. Ha
koHTposibHOM  HCI'  oTMeuanuch  3XO-NPHU3HAKKM  TNEPUBEHTPUKYISIPHOU
runepaxoreHHoctu. Kypc antubakrepuanbHOU Tepanuu ObUT 3aBEpILCH Ha 22-¢
CYTKH KU3HU B CBSI3U C KJIMHUYECKUM U PEHTTEHOJIOTMYECKUM pa3pelieHreM
IIHEBMOHHUM, OTCYTCTBHEM BOCHAJIUTEIBHON AKTUBHOCTH II0 pe3yJibTaTaM
7a00paTOPHBIX MCCIIEIOBAaHUM, CHUKEHUEM IIMTO3a B KIMHUYECKOM aHaJIHu3e
CIIMHHOMO3TOBOM KHUJKOCTH, @ TaKKe OTCYTCTBUEM O4YaroB OaKTepuaIbHOM
uHpekunu. [lo 3akmoyeHuro odrampMosiora MajabuuK ObUT OTHECEH K TpYIIe
pUCKa MO pa3BUTUIO PETHUHONATHH HEJOHOLIEHHBIX, W TaKkXke TpebdoBal
AMHAMHYECKOT0 HaOmoieHus. OTMeqanuch HOpMaau3alys MBIILIEYHOTO TOHYCa
u ¢usnonoruueckux peduaexcoB. K Boszpacty 24-Xx CyTOK >KM3HH CHHIPOM
yraereHusi Obu1 pazpemieH. C 1enpio MpoQUIaKTUKU aHEMHUH MPOBOIUIACH
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Tepanus mpenapaTaMyd Kelie3a, a TaKke OJHOKpaTHas WMMYHHU3ALUS
npenaparom [lanuBuzymao.

B Bo3pacte 1 Mecsna )XKU3HH B YAOBJIETBOPUTEIBHOM COCTOSIHUM U CO
CcTaOMIbHON MpUOaBKONM MacChl Tena PeOEHOK OB BBIIUCAH JOMOM IO
HaO0JI0/ICHKE TTeIaTpa, HeBposora U o(TaabpMoIIora 1Mo MecTy KuTeiabcTBa. [1o
3aKJIIOYEHUIO0 HEBpOJiora TpeboBaiach MOBTOPHASI TOCHUTAIU3ALMS C IIEJbIO
nposegeHus HCI', MPT ronoBHOro mosra v OnpeaciieHUs HEBPOJIOTHYECKHUX
HCXOJIOB.

[InaHoBas rocMTanu3anus COCTOSIACh B BO3PACTE 2-X MECALIEB 25 THEN.
[Tpu ocMoTpe du3HUecKoe pa3BUTHE COOTBETCTBOBAIIO MOCTKOHIIENTYATLHOMY
Bo3pacty. B xozne nposenenus HCI' sxorpaguyeckux npu3HakoB CTPYKTYPHOM
naToyioruu BbIsABIEHO He Obuio. [lo 3akmouennto MPT rosnoBHoro mosra
JTAHHBIX 32 HAJIMYKME 0YarOBBIX U CTPYKTYPHBIX U3MEHEHHM r0JIOBHOTO MO3ra HE
BbIsiBNIeHO. [locnme mpoBeneHHs BTOPOM HMMMYHH3AIUU TAIMBU3YMaOOM,
peOeHOK ObLT BBIMTUCAH JTOMOIA.

IHUATHO3

HeonaTtanbHblii 1MCCEMUHUPOBAHHBIN JTUCTEPUO3.
JTUDDEPEHI[HAJIBHBIN JUATHO3

OtcytcTBHe crnenuduueckod KIMHUYECKOW KapTUHBI HEOHATaJbHOTO
JUCTEPHO3a U €ro CXOXKECTh C TMPOSBICHUSIMHU JIPYTUX BHYTPUYTPOOHBIX
uHpexuui, B yactHocTH Bxoasumx B rpynny TORCH-undexuui,
00yCaBIMBaIOT HE0OXOAMMOCTb HIUPOKOTO b depeHunanbHO-
JIMAarHOCTUYECKOTO MOUCKA, B KOTOPOM BEIYIIYIO POJIb UTPAIOT JA0OPATOPHBIE
METO/IbI UCCJICIOBAHUS.

Tabnuua 21. InddepenunanbHblil 1MarHo3 HEOHATAIBHOTO JTUCTEPHO3a

3abonesanue /| beccumnro | [Ipexnesp | PasButue ITneBm | Cenc | MenuH | KoxxHbl
IIPU3HAK MHO€E €MEHHbIE | KIIMHUYECKOW | OHUA | HC TUT e
TE€YeHUe ponsl KapTUHBl B IIPOSIBIIE
nH(peKuun paHHEM HUSA
y MaTepu HEOHATaJIbHO
M IIEPUOAE
HeoHnaranbHbl + + + + + + +

1 TucTepros

Bpoxnennas + + + + - + +
LATOMETAJIOBH
pycHas

D NINGE

BpoxneHHblii + + +- + - + +
TOKCOILJIa3MO03
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[Tponomkenne Tadauis 2 1

Bpoxnennsii +- + +- + - + +
cudunmc
CTpenToKOKKO + + + + + + +
Basi MH(EKIUS

OFCY)X/[EHUE

bepeMeHHbIE )KEHIIMHBI U1 HOBOPOXKJICHHBIE JIETH OTHOCSTCS K TpyIIe
HOBBIIIEHHOT'O PUCKA M0 Pa3BUTHIO TSKENBIX (POPM JTUCTEPUO3HON MHPEKLIUU.
Jluctepno3 y OepeMEHHBIX MOKET BO3HMKAThb Ha JIOOOM 3Talie recTalui,
OJIHAaKO Haubosee yacTo 3a00JIeBaHME pa3BUBAE€TCSd BO BTOPOW IOJIOBUHE
OepeMEeHHOCTH, TPEUMYIIECTBEHHO B TpeTheM TpuMectpe. llpu s3TOM
KJIMHUYECKAsi KapTUHA HEPEIKO OTCYTCTBYET JIMOO MPOSIBISAETCS CTEPTHIMU U
HecnelMPUUHbBIME cUMIITOMaMH, HanoMuHatomumu OPBU, ractposnTeput
WM UH(QEKIUA MOYEBBIBOIAIIMX MyTeil. KiimHnueckue mposiBIEHUS U CPOKHU
ne00Ta HEOHATAJIBHOTO JIUCTEPUO3a OINPEAEISIOTCS BpPEMEHEM U IYTEM
nHpunrpoBanud wioga. BHyrpuyrpodHoe 3apaxkenue Listeria monocytogenes
UIPAaeT KIIOYEBYID pOJb B BO3HUKHOBEHHM CeElCHCAa M MEHHMHIUTA Y
HOBOPOXIEHHBIX.

Haubonee  uvacto  BHyTpuyTpoOHOe  uH@uIUpoBanue  Listeria
monocytogenes NPUBOAUT K NPEKIAEBPEMEHHBIM poaaM 10 34-ii Henenu
O6epemenHocTu. HenoHolieHHbIE HOBOPOXAEHHBIE O00JaJal0OT MOBBIIIEHHON
ysi3BUMOCTBIO K TopaxkeHussiM [IHC u3-3a €€ dyHKIIMOHATBHOM HE3PENOCTH,
MO3TOMY NPU JUATHOCTHKE U JICYEHUHU JINCTEPHO3a 0CO00€ BHUMAHUE CIIEAYET
YIEIATh BBISIBJICHUIO HEBPOJIOTMYECKUX CUMIITOMOB U
HEHPOBU3yAIN3aMOHHBIX IPU3HAKOB.

B cBA3M ¢ OTCyTCTBHEM  NATOTHOMOHUYHONW  CHUMOTOMATHKHU
HEOHATAJIBHOIO JINCTEPUO3a U €r0 CXOXKECTH C JIPYrUMHU HH(DEKIMOHHBIMU
areHTaMu, Ha MEpBbIM IUIaH BBIXOAAT Ja0OPATOPHBIE METO/AbI TUAarHOCTHUKHU.
Kpome Toro, Ha cerogHsiiHuU{A JEHb OCTAaeTCs BaXHOW pa3paboTka
cnenuUUeckux  METOAOB  MNpO(UIAKTHKH, a  TakkKe  IPOBEACHUE
OpOPUIAKTUYECKUX MEPONPUSATUH B OTHOIICHUH MEPBUYHOIO 3apaskeHUS
OEepEeMEHHBIX JKEHILUH JUCTEPUSIMH Yepe3 MPOAYKThl TUTAHUS.

WHOEKIIMOHHBIA MEPUKAPJIUAT

[lepukapautr —  pacmpocTpaHeHHoe  3a0oiieBaHME  IEpHKapna,
XapakTepu3yrolleecs BOCHAJCHUEM IMepUKapAuaibHbIX cioeB. [lepukapaur,
KaK OCJIO’)KHEHHUE TeueHUs! OakTepuaibHON MH(EKINH, BCTPEUaeTCs C YaCTOTON
meHee 1%. B wuccnenoBaHum CTPYKTyphl 3a00jieBaHUN Cpedau JeTeil ¢
MEPUKApAUTOM BCTpEYAIMCh: oOmNepaluu Ha cepaue B aHamHese (54%),
onkosoruueckuit nporecc (13%), 3adoneBanus nouek (13%), uanonaruyeckuii
Wik BUpYCHbI nepuxkapaut (5%) um peBmaronorudeckue (5%) NpPUYUHBI.
Tonbko 14% cnyyaeB UMEIOT HH(PEKIMOHHOE MPOUCXOKACHHUE, MPUUYEM
Hamboyiee  pacnpoCTpaHEHHBIMH areHTaMu sBIstoTcs ~ Mycobacterium
tuberculosis, Borrelia burgdorferi , Parvovirus B19 u Bupyc Dnmmreiina-bapp.
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[TpuuunHoii pa3BuTHs nepukapauTa B 6% ciaydaeB sBisieTcss Neisseria
meningitis B oOme monyssiiuu. [lepukapautr y aeTeld paHHEro Bo3pacTa
JTUArHOCTUPYETCS 3HAYUTENIbHO PEXe, YeM Yy B3POCIbIX, YTO OOBSCHAETCS
OTPaHUYCHHOCTBIO SIMHUJIEMUOJIOTHYECKUX JIaHHBIX. 3a007€Ba€MOCTh OCTPBIM
NepUKApIUTOM B 001Ier momyssmuu kojeoaercs ot 30 go 150 cimyyaeB Ha 100
000 4genoBeEK €XErOaHO.

Kamob6sr Ha ©OoOnb B TpyAu y JeTed 0e3 paHee BBHISBICHHOU
KapJMOJOTUYECKON TMAaTOJIOTUU  SIBJIAIOTCA NPUYMHOM  oOpaieHus 3a
SKCTpeHHOW momotmipio jumb B 0,2-5% caydaeB. JlmarHoctrka 60J€BOTO
CUHIpPOMA y JETEH TPyAHOTO BO3pacTa 3aTpyIHCHA BBUIAY HECTCIU(PUIHOCTH
KJIMHUYECKUX TPOSIBJICHUI: MOBBIIICHHOE OECIOKOMCTRO, MJiay, OTKa3 OT €/Ibl,
YTO TpeOyeT NPOBENECHUS IUPOKOH MU PepeHInaTbHON THATHOCTHKY.
KJIIMHUYECKUH CIIVYAA

Manpuuk S., 7 MecsieB, MOCTynuiI B HHPEKIMOHHOE OTIEICHHUE C
*ano0aMu Ha OJIBIIIKY, CHUKEHUE anmeTuta. PebeHok ot 1-it 6epemenHoctu, 1-
X CaMOIIPpOM3BOJIBHBIX poAoB Ha 40-ii Hexene rectauuu. [nuHa Tema mpu
poxknenuu 55 cMm, macca 3530 rpammoB. Onenka no mkane Anrap 8/9 6aios.
[To mkxane INTERGROWTH-21 mnoka3atenn (U3HMYECKOTO pa3BUTHS
cooTBeTCTBOBaIM  50-My mnepueHTW 0. PaHHMI HEOHATalbHBIA MEPUOJ
nporekasn 0e3 ocobeHHoctel. [IpodunakTuyeckue MPUBUBKU MPOBEIAEHBI 1O
HallMOHAJIbBHOMY KajeHJapro. HeoHaTanbHBIN, aynano- W KapJAUOCKPUHUHT
oTpullaTeibHble. PeOEHOK BBINMKMCAH U3 POAWIHHOTO JOMa Ha 3-U CYTKHU KU3HHU.

M3 anamHe3a 3a0oneBaHMsS HM3BECTHO, YTO 3a 3 JHS J0 HACTOSIIEH
TOCHUTAIU3AINN POIUTENIN O0palalnch K IeauaTpy ¢ kajio0aMu Ha HACMOPK,
CyXOH KallleJib, 0€CIOKOMCTBO, OJIBIIIKY U OJJHOKPATHBIN MOABEM TEMIIEPATYPhI
no 38,4C. Ha peHTreHorpaMme OpPraHoB TPYJHOM KIETKA NaTOJIOTMU HE
BBISIBJICHO, PEKOMEHJIOBaH TNpHUeM Tpemnapara IeeKCUM B JO3HPOBKE &
MT/KT/CyT, pEKOMEH AN COOITI01alH.

[Ipu nocTymiieHnH B cTaluoHap mMacca Tena 8,5 Kr, JuyinHa tena 74 cm. Ha
MOMEHT OCMOTpa OTMEYAeTCs] MEPUOPAIBHBIA 1IMAHO3 M TUIEPEMHUs HEOHBIX
y’KEK, YacToTa JbIXaTelIbHBIX JBWKEHWH O60/MUH, dYacToTa CepACUHBIX
cokparienuii 160 ya. B MUH., ociiabJeHue TOHOB CEP/Illa, COCTOSHUE PACIICHEHO
KaK TSDKEJIOM CTemeHu TspKecTu, pebeHok mnepesenen B OPUTH. Tlo
pe3yJibTaTaM J1JabopaTOPHBIX UCCIICIOBAHUHN BBISIBIICH JIeWKouTO3 (23*1079/1),
Hertpodunes (9,95*1079/n), noseimenue octpodasubix 6enkoB (CPb 119,1
mr/a, TIKT 0,83 ur/mi), runepkamuemust (5,8 mMons/n). [lo gaHHBIM
ANEKTPOKApAUOrpaduu: TOBBIIICHUE SJCKTPUUECKON AaKTUBHOCTH IPaBOIO
npeAcepans, BEPTUKAIBHOE HaNpaBieHUE JJIEKTPUUECKOM OCH cepila,
Taxukapaus 10 192 ynapos B MunyTy. [1o pesynbratam 9xoKI' — 3HaunTenbHOE
CKOILUICHHE TUIIEPIXOT€HHOTO BHINOTA B MOJOCTH MEPUKAp/Ia 32 BCEMU CTEHKaMU
cepala (3a mepeaHel CTEHKOM MpaBOro kKeiaynodyka 12 mM, 3alHell CTEeHKOU
16,74 mm u OokoBoW cTeHkOW 12,44 MM, 3a TIepeHEH CTEHKOUW JIEBOTO
XKemyzouka B obmactu Bepxymkul4,74 mm, 3a 3amHer creHkou 12,12 MM u
O6okoBoil 14,74 mm. Jlns ycTaHOBICHHMS NPUYMH YBEITUYECHHUS MAapKEPOB
BocnasieHus: U Bepudukanmu Bo30yautens mnposeneHsl [I[P-uccnenoBanus
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oOpasia KpoBH, UCKIIOYEHBI BO3MOXKHbBIE BUPYCHBIE, OaKTepUaIbHbIE areHTHI,
KOTOpBIE Yallle BBI3BIBAIOT MOPaKEHUE Nepukapaa. MeToaoM MOJeKyJIspHO-
reHernueckot nuarHoctuku  BbeisiBiieHa JIHK  Neisseria meningitidis
ceporpynnsl B. Hasnauena anTuOaktepuanbHas Tepanus (BankoMunus,
e TpuakcoHn), JeceHCUOMIU3YPYIOIIasl Tepanusi, YaCTUYHOE NMapeHTEPaTbHOE
NUTaHHE, a TAK)KE TOPMOHOTEepanus (MPeJHNU30JI0H) U MOUYETOHHBIE TIperaparhbl
(cupononakTon). [lonoxurensHas TuHaAMUKa Ha (JOHE MPOBOAMMOMN TEpanuu
00ycClOBHJIa OTKAa3 OT MPOBEACHUS NEpUKapAHaTIbHON myHKuuu. Ha 13-e cyTku
rOCMUTANN3AINH, HECMOTPSI HA CHIDKEHUE ypoBHS ocTpodasubix O6enkoB CPb
10 3,3 Mr/11, COXpaHsuIcs He3HAYUTENbHbIN JeiikonuTo3 (13,8%1079/m). C 14-x
CYTOK MNpeObIBaHUS B CTAIlMOHAPE MEPUKAPAUAIBHBINA BBINOT OTCYTCTBOBAJ,
PEKOMEHJIOBAaHO  NEPOpPAIbHOE  BBEJACHUE  AHTUOMOTHKOB.  YUUTHIBas
HOpMaJIM3alMl0  MapkepoB  BocnaneHuss  (neiikomutsl  9,72*1079/7,
najgoukosigepasie  Hertpodpuner 1%, CPb 1,7 wmr/m, IIKT 0,03 ur/mn),
OTCYTCTBHE BBbINIOTa B mepukapzae 1no naHHeiM OXoKI', peOeHok BhIucaH U3
CTallMOHapa B  YJOBJIETBOPUTEIBHOM COCTOSSHUM C PEKOMEHJAIUSIMU
HaOJII0IeHUS MTeJMaTpa U KapAUO0JIora 10 MECTY KUTEJIbCTBA C ITOJIHOM OTMEHOMN
aHTUOMOTUKOTEpAlMM M TOCTENEHHONM OTMEHOM MNpEeAHM30JI0HA IO CXEME.
[lepuon rocnuranu3anuu coctaBui 18 qHeil.
HUATHO3

DKCCyAaTUBHBIN IEPUKAPAUT.
JUDDEPEHI[UAJIBHBIN JUATHO3

BrisiBniennsiii o gaHHbiM OXOKI' 3KCCyaTUBHBIA MEPUKAPAUT MOKET
OBITh BBI3BAH MHOECTBOM (PAKTOPOB, KOTOpPbIE HEOOXOIMMO HCKIIOUHUTD:
MHOEKUMOHHBIA TepUKapAUT (B T.4. TYOEpKYJE3HbIM), OHKOJOTUYECKHM
MpoIIeCC, AyTOMMMYHHbIE 3a00JI€BaHUS, YPEMHUYECKUN TMEPUKAPAUT, TpaBMa
I'PYIHOM KJIETKH, JIEKapCTBEHHAs TUIIEPYYBCTBUTEIBLHOCTD, TUIIOTUPEO3.
ObCY)K/IEHUE

Hanuuue unm oTCyTCTBUE CUMIITOMOB IIPU OCTPOM MEPUKAPIAUTE 3aBUCUT
OT 3TUOJIOTUYECKOro areHTa. [Ipu n3omupoBanHOM nepukapauTe 60Jb B Ipyau
OOBIYHO SBJIAETCS OCHOBHBIM CHMIITOMOM. B KOHTEKCTE CHCTEMHOTO
3a00JieBaHUs MOTYT IMpeo0afaTh HeKapIualdbHbIE MPOSBICHHUS OCHOBHOI'O
MATOJIOTUYECKOTO Tpolecca (HampuMep, JIMXOpajakKa, HOYHAs MOTIUBOCTD,
apTpUT, IOTEPS BECA U ChIMb).

dusukagbHBIC TPU3HAKN MPU OTCYTCTBUW TaMIIOHAIB! WA KIMHUYECKH
3HAYUMOTO TIEpUKAPANTa MHHUMAJIbHBl U MOTYT OTPAHMUYUBATHCS IIYMOM
TPpEHHUsI TepuKapaa, KoOTopblki ciublieH y 80% mnaunueHToB. Moryr
OPUCYTCTBOBATh MPU3HAKM BEHO3HOTO 3acTOs, BKIIIOYAs TelNaTOMErajuio H
pacliipeHue SpEMHBIX BEH, KOTOPbIE TPYIHO BU3YAIU3UPYIOTCS y MJIA/ICHIIEB.

OTtcyTcTBUE crienn(PUIECKUX KITMHUIECKHX CUMIITOMOB U JIA0OPATOPHBIX
MapKepoOB, HEBO3MOXKHOCTh PeOEHKA paHHEr0 BO3pPAcTa BBIPAXKaTh BO3ZMOKHbBIE
00JIeBbIE CHUMIITOMBI, J€JIaeT TEPUKAPIUT Yy TaKUX JeTell CII0XHON
JAMArHOCTUYECKON mpoOsieMoil, TpeOyroleil BBHICOKOW HACTOPOKEHHOCTH CO
CTOPOHBI Bpayeu.

147



3a0osieBaHHEe MOXKET HMMETh Hadajo C OOBIYHOW KapTHMHON OCTpOi
pecnupatopHo  MH(EKUUH, C JHUXOPAAKOW, TNpPHU3HAKAMH  CHHIpOMA
BO30OYXICHUS.

[lepukapauT OUArHOCTUPYETCS MPHU BBISIBICHUM 2 U3 4 CIEIyIOUIUX
KpUTEpHEB: 00JIb B TPYyId, H3MEHEHHUS OAJIEKTPOKApIUOTPAaMMBbI B BUJC
nerpeccun  cerMeHTa PR w/mmm mombema cermenta ST, BBISBICHHBIN
NepUKapAUAIIbHBIN BBIMIOT U TPEHHE MEepUKap/ia IPU ayCKyIbTallUu.

['J1aBHBIM MOMOIIIHUKOM B IMAarHOCTUKE TaKUX ciaydaeB siisieTcst OxoKI'.
[IpyumHON TepuUKapauTa MOTYT BBICTYNAaTh WH(EKINHA, ayTOMMMYHHBIC
paccTpoicTBa, ayTOBOCHAIUTEIbHBIE COCTOSHMS, T€HETHUYECKHE aHOMAaJuH,
JIEKapCTBEHHBIC PEAKIMU, TPABMBI CEpJlla U UAUONaTUYECKue MpU4YuHbL. [Ipu
3TOM HauOoJiee pacHpoOCTPAHEHHON MNPUYMHON MepUKapauTa B Pa3BUTHIX
CTpaHax SBJISIETCS BUPYCHas Harpyska, TOrJa Kak B Pa3BUBAIOIIEMCS MHUPE —
Mycobacterium tuberculosis. [IpuunHo# pa3BUTHs NepUKapIUTa B OMMCAHHOM
ciydyae BwicTynuia Neisseria meningitidis ceporpymmsl B, npu orcyTcTBUU
NopakKeHU Mo3ra u ero obosiouek. PaHHee Hauamo aHTHOAKTEpUATHHOMU
TEpaIuu SIBISETCS 3aJ10TOM IOJIOKUTEIBHOTO UCX0/1A.

CUHJIPOM BPOXJIEHHOH KPACHYXHU
Cunapom BpoxaeHHou kpacHyxu (MKB-10: P35.0) — xponunueckas
UHGEKIUS ¢ TPAHCIUIALIGHTAPHBIM TyTeM IMepeaadu, MPUBOJAIIAS K THOeH
TU10/1a, PAaHHEMY BBIKUJIBIITY WM POXKIICHUIO peOeHKa ¢ Tsokenbimu BITP.

Bo3oynurenem kpacuymHoi umHpeknuu Boictynaet PHK-coaepsxammii
Rubella virus, oTHocamuiics k cemeiictBy Matonoviridae. 3a 2024 rox B
Poccuiickoit @enepaiiu 0OTMEUEH POCT 3a00J1€BaEMOCTH KPacHYyXou B 6 pas.

CuHApPOM BpOKICHHONW KPACHYXH MOXET MPOSBISATHCS OlacTonaTusMU
(npu nHGUUIKEPOBaHUU 110 15 CYTOK MOCIE OIUIOAOTBOPEHUS), SMOPHONIATUIMHU
(mpu  wHGUUMPOBAHWUU [0 8- HEAeNu BHYTPUYTPOOHOTO pa3BUTHS),
MPOSBIISIOIMMUCS HapylLIEHUEM (POPMUPOBAHUS CUCTEM U OPIaHOB, BILUIOTh J10
rubenu tioga. Ilpu uaumupoBanun ¢ 75 gHs HaOMOmaroTCcs ¢eTomnaTuw,
XapakTepu3yoluecs HapylleHueM mpoiecca (opmupoBaHus opraHos. llpu
uHunmpoBanuu ¢ 13-if mo 16-10 HEAENI0 TecTallud 4YacToTa pean3aliuu
BpokaeHHOM nHbekimu coctarisieT 30—-54%, ¢ KOHIIa )K€ BTOPOTO TPUMECTpa
OHa 3HaYMMO CHIDKaeTcs U coctaBigeT 10-25%. ITocne 17-11 Hexenu recramuu
PHUCK T€paTOT€HHOTO BO3/IEHCTBUSI HU30K.

B 3aBucumocTu oT cpoka recranuu HabmonaroTces BIIP pasubix cuctem
u opranoB. [Ipu nndunmpoBanuu Ha 3—7-i1 HeAese oTMeUYaeTcsl THOelb MI0AA;
Ha 3—06-if Henene — Mopa)KeHWe OPraHOB 3PEHUs; 3apaKeHUe Ha 5—7-i Hepene
npuBoauT K pazsututo BIIC; Ha 5—12-i1 Henene — MOpPaKEHUI0 BHYTPEHHETO
yxa.

JlnarHocTka CuUHApPOMAa BPOXKACHHOM KPACHYXH OCYIIECTBIISAETCA
ceposiornueckuMu Metogamu. O6Hapysxenue IgM y GepeMeHHON >KEHIIMHBI K
BUPYCY KpacHyXxu c IIOMOILBIO HIT-Tecra
(hemagglutination Inhibition test/peaxiust TOpMOXKEHUS arTIIOTHHALINN ), TUTPA
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IgG ¢ unpexcom aBugHOocTH MeHee 30—40% MOXKET MOATBEPAUTH OCTPYIO
uHpeknuo. g TMOATBEpXKACHUS  JUArHO3a TaKXKe  HCIOIB3YHOTCS
MOJICKYJIIPHO-TEHETHUECKAE METOABl — OOHapy)XeHHe pUOOHYKICHHOBON
kucnotel (PHK), Bupyca B Ma3kax 3eBa, HOCOTJIOTKH, B KPOBH, JIMKBOPE, MPHU
3TOM BHUPYC KPACHYXH BBIJCISIETCS JI0 2-X JIET.

Jlia nedeHus BPOXKJIEHHOM KPAaCHYXH, KaK M KPacHYIIHOW WHGEKIUH,
ATHOTPOIHON Tepanmuu HeT. B 3aBUCHMMOCTH OT pe3yibTaToB J1a0OpPaTOPHBIX,
MHCTPYMEHTAJIBHBIX HCCJIEIOBAaHUI NPUHUMAETCA pelieHne o0 o0beme
MEAMLIMHCKON noMoiu. MuunupoBanue Marepu 1o 12-ii Henenu recrauuu
ABJIIETCS A0CONIOTHBIM IIOKa3aHUEM JIJISl IPEPBIBAHUS OEPEMEHHOCTH.

KJIMHUYECKHH CJIVIAHA

Manpunik K. oT w™marepu y30€KCKOW HAIMOHAIBHOCTH OT S-i
6epeMeHHOCTH, 3-X poJIoB (1, 2-51 OepeMEHHOCTH — POJIbI B CPOK, JIETH 3/I0POBHI,
3- 1 4-9 OEpEMEHHOCTH — BBIKMBIIIMN). JIaHHBIX O MEPEHECEHHBIX HHPEKIMIX
YU TPOBEICHHBIX BAaKIMHAIMAX Y JKCHIIMHBI HE ObUIO, MperpaBUapHYIO
MOATOTOBKY HE MPOXOAMIIA, B )KEHCKOW KOHCYJIbTAIIMU HE HA0II0/1aJ1ach.

Ha cpoke 28 Henenb rectaluu »EHIIMHA Oblla TOCIUTAIM3UPOBAHA B
CBSI3U C kajo0aMM Ha yXY/IIEHUE CaMOYYBCTBUSI, TOBBIIIICHUE apTEPUATLHOTO
nasnenus. Ilo pesynpratam Y3U mona Obuin oOHapyxensl 3BYP 2 crenenu,
IJIallEHTapHasT HEAOCTATOYHOCTh [A creneHU. YuuThiBasi BBICOKMH PHUCK
IIPEKIEBPEMEHHBIX POJIOB, MTpoBoauiack nmpodunaktuka P/C.

Breipaxkxennass 3BYP, HapacTtaHue mianeHTapHOW HEIOCTATOYHOCTH
oOyCJIOBHJIM TIPOBEICHHE ONEPATHBHBIX POJOB Ha 34-i1 Hemene recTaluu.
Macca tena npu poxaenuu 1365 r, nuna tena 37 cM, OKpY>KHOCTb T'OJIOBHI 26
CM, OKPYXXHOCTh Tpyau 25 cMm, mo Amrap 6/6 O6amioB. Ilo Ttabmuiam
INTERGROWTH-21 noka3aTtenan HaXOJUJIMCh HUXKE 3-T0 IEPIECHTHIIS.

Tskenoe COCTOSIHHE TIPU POXKIACHUU OBLIO CBSI3aHO C JIbIXaTEIbHBIMU
paccTpoiicTBaMu, HECTAOWJIBHOM T'eMOAMHAMUKOMN, CHUHJIAPOMOM YTHETCHHS
LEHTPAJIbHOM HEpBHOM cuctembl. B pomuiabHOM 3ame  Obula  HayaTa
HenHnBasuBHas WBJI, nanee B CBsI3U C COXpaHSIONICHCS TUIIOKCEMUEH OblLiia
MpOBeJICHA UHTYOAIMs JIETKUX U BBEJEH Cyp(aKTaHT.

[Tpu ocmoTpe obpamanu Ha cebsi BHUMaHUE KOXHbIE MOKPOBBI CEPOTO
OTTEHKA, BBIPAKEHHBIN aKpOLMaHO3, €IMHUYHBIE OKPYIJIBIE TEMOPPArnyeCcKHe
BBICBINIAHUS TIO TUIY “4EPHUYHOrO MUpOra” pa3MepoM 1-2 MM Ha Ipyau U
KUBOTE. Y  MajbuMKka OTMEYAIUCh (PEHOTHUNHYECKUE OCOOEHHOCTH:
JUCIPOINOPLIMOHATBHO KpyIHasi TO0JIOBa OTHOCUTENBHO Tejla, JJIMHHOE
TYJIOBUILE, OTHOCHUTEJIbHO KOpPOTKHE KOHEYHOCTH, HEOOBIYHO HHU3KO
MOCAXKEHHbIE YIIH C (PUTYPHBIM 3aBUTKOM, IPEAYPUKYJIIIPHBIE (PUCTYIIBI ¢ 00enX
CTOPOH.

VY pebenka Takke OoTMeuanach MOBBIIICHHAsS KPOBOTOUYMBOCTh Ha (OHE
pasButus JIBC-cungpoMa B 1-e cyTkm xu3Hu (Tpomboumtel — 14x10%/1), B
KJIMHUYECKOM aHanu3e kpoBu — anemus (Hb 78 r/m).

[Tpu Y3U 6b111 06Hapy>kensl BIIP u maronorust cepiedyHo-cocyaucToi
CUCTEMBI, & TAK)KE TMIOIUIA3US TUMYCA.
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OTcyTcTBHE [aHHBIX O TPOBEACHHBIX CKPUHUHTaX BO BpeMs
OEpEeMEHHOCTH, TSKEJIO0€ COCTOSTHUE peOeHKa, J1abopaTopHble HU3MEHEHUs U
deHoTUNMYEeCKue  OCOOCHHOCTHM  TMO3BOJWIM  3alOAO03PUTh  TEUCHHE
BHYTpUYTpOOHOI MH(peKknu. PeOeHOK ¢ poXAeHHS U30JUPOBAH B OTJEIbHBIN
UH(pEKIMOHHbIA OoKc. [IpoBomMICS MUArHOCTUYECKUM MOUCK BO30YAMTES:
ObLIM TIpOBEJICHBI OaKTepHuaabHbIE HCCieaoBaHusA (0€3 pocTa BO30YIUTEINS),
[P na BUpycHl repmeca, ypeamiasmy, XJIaMUIUIO, MUKOIUIa3My U JIpyrue
uH(EKINH, XapaKTepHbIe sl HeOHATAIbHOTO niepuoaa. Ha 8-e cyTku xu3HH y
pebeHka Oblla JMAarHOCTUPOBAaHA BPOXJACHHAs KpacHyxXa Ha OCHOBAaHUHU
MOJIOKUTENBHBIX PE3YJBTATOB CEPOJOTHMYECKHUX HccienoBanuil — IgG uHmekc
no3utuBHOCTU 57,9 M IgM 1,85 unaekc no3uTuBHOCTH (>1,1 MONOKUTENBHO).
Y wmarepu BbisiBIeH Bbicokud TuTp IgG k Kkpacmyxe — 212 ME/mn
(nonmoxkurenpHo >10 ME/Mn) m Hus3kmit ypoenb IgM — 0,4 ME/mn, 4ro
CBUJIETENBCTBYET O IEPEHECEHHON KPAaCHYXE.

Ha ¢one kapanoTOHHUYECKO# Tepanuu reMoAMHaMuKa Oblia CTaOuIbHAS
(cpennee aprepuanbHOe naBiieHue 45 MM pr. cr.). Ilpu ayckynbranuu
BBICITYIIMBAJICA TPYOBIN CUCTOJIOJUACTOIMYECKUM CEpJICUHBIN 1IyM HaJ BCei
MOBEPXHOCTHIO cepAua. KuBoT B3AyT, YBEIMYEH B 00bEME, ayCKYJIbTATUBHO
nepucTanbTuka Bstas. (OTMeyanach TIenaTOCIUIEHOMEralus — Ie4YeHb
BBICTYTAJIa U3-TI0]1 Kpasi peOepHOM IyTH Ha 3 ¢M, MAJIbIIUPOBAIACh YBEIMUECHHAS
CEJIC3CHKA.

Tabmuna 22. Pe3ynbTaThl a0OpaTOPHBIX U CEPOJIOTMUECKHX TECTOB
pebenka K. B tuHamuke

IToka3zaTeny KIHMHHYECKOI0 aHAJINA3A KpOBH

IMoka3aTenn/Bo3pact 9 c/x* 11 c/x 15 ¢/x 18 c/x 20 c/x

138.9] 133.9] 115.6] 114.1] 89.9|

Temornobu, r/x [150-196] | [150-196] | [130-182] | [130-182] | [121-163]

18.6] 31.3] 53.0] 269.2 30.0]

9
Tpombowmrer, *10°%m |y 50 4001 | [150-400] | [150-400] | [150-400] | [150-400]

8.81 8.63 8.90 114 8.11

9] 9
Jletixonutet, x10°/n [5.0-20] | [5.0-20] | [5.0-20] | [5.0-20] | [5.0-19.5]

Jlumdouuts! ade., 5.57 4.75 2.67 1.94| 2.5
x10°/n [2.0-17] [2.0-17] [2.0-10] [2.0-10] [2.5-16.5]
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[Tponomxkenne Tabauip 22

Monekynﬂpno-reHeanecKI/le U CEPOJIOrHY€eCKUEC UCCTICA0OBAHUSA

Rubella virus IgG — 8 c/x u/mr* 57,91 [> 1,1 — MON0KUTETBHBIH |
Rubella virus IgM — 8 c/x u/m 1,857 [> 1,1 — NOJ0XKHUTEIbHBIH |
PHK Rubella virus — 14 c/x I0JIOKMTEJIbHO

Ha HCI' omnpenensiiuch XapakTepHblE NPU3HAKUA I BPOKICHHOU
TORCH-undexuu: He3HAUUTEIbHOE PACHIMPEHHE BHYTPEHHUX JIMKBOPHBIX
IPOCTPAHCTB, TUIOKCUYECKU-UIIEMUYECKUE U3MEHEHUS BEIIECTBA TOJOBHOIO
Mo3ra, MOpPOPYHKITMOHAIIbHAST HE3PEJIOCTh 0€3 BBIPAKEHHBIX CTPYKTYPHBIX
U3MEHEHUM, JIEHTUKYJIocTpuapHas Backynomnatus. Ha OxoKI' runomnazus qyru
U Tiepenieiika aopTol 0e3 HapyIIeHUsI TeMOAMHAMUKY, CYOCUCTEMHAsl JIETOUHAs
runieprensus, JIMIIII 3,8 mm, cOpoc neBo-npaBsiii, OAII 4,0 MM Cc TepeMEeHHBIM
cOpocoM, pacIIMpeHHE MpaBbIX OTIENIOB cepana. B xome mposenenus Y3U
opraHoB OpromHoW nojoctu — npuszHaku HOK la/lb crenenun. Y manbpumka
Oblla TakkKe OOHapy)KeHa TMaTOJIOTHSl CliyXxa U 3pEHUs: JIBYCTOPOHHSS
TYTOYXOCTh II0 pE€3yJbTaTaM OTOAKYCTHUYECKOH 3SMHUCCHM, MEXK3pauyKoBas
MeMOpaHa 1Mo JaHHBIM OCMOTpa Bpadya-o(pTaabMoJIora.

Ha 15-e cyTku Xu3HHM coxpaHsiach MNOTPEOHOCTh B MPOBEACHUU
BbIcOKOUacToTHOM WBJI, oTmMeuanoch pa3sBuTue JerouHoro kpoporeuenus. [1o
naneiM  OXO-KI'  onpegensiicas remMoauHamuueckd 3HauuMbld - OAIL
BrisBiieHHbIe U3MEHEHUsT 00YCIOBWIIM MPOBEJICHUE TEpaluu MapareTamMmosioMm,
Ha (OoHE KOTOpPOWM HAOIIOAAIOCh CHWKEHHE IMOTPEOHOCTH B KHUCIOPOAEC U
KapAUOTOHUYECKON NOIAEPKKE.

Ha 20-e cyTk# KU3HU HACTYNUJIO KPUTHYECKOE YXYIIEHUE COCTOSHUS,
necradunuzanus reMoauHamMuku. [1o 1aHHBIM aHamM3a KUCIOTHO-IIEIOYHOTO
COCTOSIHUSI ~ KPOBHM  JICKOMEHCHPOBAHHBIA  CMEIIIAHHBIA  alKa03  MpHU
MakcuManbHbIX —mapamerpax MBJI, runepmakratemuss 14,4 MMomw/m,
runiepriiukemust 38,0 MMoiw/n, aHemus (remoriooun wmeHee 100 r/m).
Hecmotpst Ha mnpoBoauMble peaHUMAlIMOHHBIC  MEpONpUsITHs, OblLla
KOHCTAaTHUpOBaHa OMOJIOTMYECKasi CMEPTh.

JIHUATHO3

CuHAPOM BPOXKIECHHON KPACHYXHU.
HUDODEPEHIUAJIBHAA JJUAT'HOCTHKA

CuHIIpOM BPOXKICHHON KPACHYXH BAXKHO TU(PHEpPEHITUPOBATH C APYTUMHU
BPOXKJICHHBIMH ~ WH(DEKIIMOHHBIMU  3a00JICBAaHUSIMA W HACJIEICTBEHHOMN
IIaTOJIOTUEH.
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Tabnmuna 23. JuddepeHunansHas TUarHOCTHKA KPAaCHYXU C JIPYTUMU
BPOKJICHHBIMU MH(EKITMOHHBIMU 3200JICBAaHUSIMHU

Kpacnyxa | Cudguim | Toxcomn oOMB I'epnec | [lapBoBupY
c a3Mo3 c
3BVYP + + + + + -
Heummynas + + + + - +
BOJISTHKA
I'enatocmieno + + + + - -
Meraynus
XKenryxa + + + + + -
JInmdoaneHomn + + + + - -
aTus
ITaeBMOHMS/TI + + + + - -
HEBMOHHUT
Punnt - + - - - -
JInxopajnka - + - - - _
OHJOKPHUHHBIE + - + - - -
paccTpoicTBa
Hapywenns HHHC
Muxkpouedanu + - + + - R
s
I'uaponedanu + - + - + -
S
Cynoporu - + + + - -
Bryrpuuepen - - Koprukan | IlepuBeHt - -
HbIE bHbIE PUKYISIpH
KaJbII(pUKAT bIE
bl
Kucter - - - + - -
MenuHTO03HIIe + - - - + -
danmur
I'mnoTonus + - - + - -
3anepxka + + + + + +
MICUXOMOTOPH
Oro pa3BUTHUSA
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[Tponomxenue Tabmuib 23

KoxHble nposiBieHus
Coip I'emopparu | Makyno- | Makyno- | I'emoppar | Be3ukymns
4yecKass | Iamynes | MamyJe3H | u4eckas pHast
Hasi ast
JlabopaTopHbie H3MEeHEeHUs!
Anemust - + + + -
TpomOGoumTomn + + + + +
CHUS
['unepbunupy - - - + -
OuHeMUs
Hapymenus ciayxa
Heiipocencop + - + + +
Has
TYTOyXOCTh
O¢ranbMoIorHyecKue HapyeHus
XOopHOopeTnHA - + + + -
T
Karapakra + + - - +
I'maykoma + - - - -
PyOrb1 Ha - - - + -
ceTyaTke
ATtpodus - - - + -
3pUTENBHOTO
HepBa
CepaeuHo-cocyancTbie NATOJOTHI
[Topoku + - - - -
pa3BUTHSA
Kapaut/muoka - + + - -
pauT
Hapymenus ckesnera
[Ipo3paunocts + - - - -
KOCTEH Ha
pEHTTEeHOrpaM
Me
OcTeoxoHIpUT - + - - -
, IEPUOCTUT
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ObCY)KIEHUE

CuHJIpOM BpOKJIEHHON KPaCHYXH MOXKET Pa3BUTHCS Y IUIOJA HA JHOO0OM
CpoKe OepeMEeHHOCTH, AaKe NpU OECCUMITOMHOM TEYEHUM HH(EKIUU Y
matepu. g wu3bexaHusi ciydas 3a00JieBaHUSI KPacHYXoM BO Bpems
OCpeMEHHOCTM B  KaueCTBE IMPErpaBUJIapHOM  IMOATOTOBKU  KEHIIMHE
HE00X0IUMO MPOBECTU UMMYHOGEPMEHTHBIN aHAJIU3 U IIPHU €r0 OTPUIIATEIIBHOM
pe3ynbTaTe cieayeT BaKIMHUPOBATh MPOTUB KpacHyxu. Mate manbunka K. He
Ha0o1anach B JKEHCKOMW KOHCYNbTAllMM HAa TPOTSHKEHHH OEpEeMEHHOCTH, U
JaHHbBIE O IEPEHEeCEHHOM NH(EKINH BO BpeMsi 0EpEeMEHHOCTH OTCYTCTBOBAJIH.

[Tpu nanuuuu 3BYP wnu poxaeHnn ManoBecHOro peOeHka He00X0IMMO
MCKIIIOYATh HE TOJILKO OAKTEpHAIIbHBIE U BUPYCHBIE BPOKIEHHBIE MH(EKIUH, HO
Y CUHJPOM BpPOKIEHHON KpacHyXH. BceM HOBOPOXKIEHHBIM C MTOJ03PEHUEM HA
CHUH/IPOM BPOXKJACHHON KpacHYXHU MPOBOJUTCS 00CIEI0BAaHUE C 1IEJIbIO OLICHKH
HAJIU4YMS W BBIPAKEHHOCTH IOPAKEHUS OpPraHOB-MUIICHEN W OINpPEACIICHHUS
nporHo3a. Jletsm nokaszano mnposeaeHue OxoKI, HCI', ayauonorudeckoro
UCCIIEIOBaHUSI, KOHCYJIbTAIIMHU 0(TaIbMOIora.

«30JIOTBIM CTAaHJIAPTOM» JUArHOCTUKH SIBIIAFOTCS CEPOJIOTUYECKHE
UCCIIEJIOBAaHUSI Ha HAJIW4YUE CNeUu(UUECKUX HUMMYHOIVIOOYJIMHOB Yy
HOBOPOXKJIEHHOIO, a Takxke nposeneHue 1II[P-nccnenoBanus, HarpaBiaeHHOTO
Ha BbiaBieHue BupycHod PHK. B xone nabopaTopHbIX HcclieOBaHUN Yy
MaJjbyMKa Obl1a MOATBEPKACHA BPOKIACHHAS KpacHyXa.

HecMoTpst Ha HanM4Ke BaKMHALMY TPOTUB KPACHYXH Kak 3((PeKTUBHON
Mepbl NpO(UITAKTUKH, CIIy4au CUHIPOMA BPOXKACHHOW KPACHYXH MPOIOJIKAOT
PErHCTPUPOBATHCS, OCOOEHHO B COLIMATBHO-TeOrpaduuecku HeOIaronpusiTHbIX
rpynmnax HacelleHHus. DTO MOJAYEPKUBAET HEOOXOAUMOCTh PAHHETO BbISBICHUS
uH(peKIu y OepeMEeHHBIX, CBOCBPEMEHHOTO JIaDOpaTOPHOTO OOCIeI0BaHUS
HOBOPOXIEHHBIX MaJOBECHBIX K CPOKy recraumu u umeronmx BIIP, a takxke
Ba)KHOCTh NOBBIILIEHNS 0XBAaTa MJIAHOBOW BaKLIIMHALIMEN MPOTUB KPACHYXH BCEX
KEHIIUH PENpPOLyKTUBHOIO BO3pacTa.

HEOHATAJIBHAS BETPAHASA OCIIA Y
HOBOPOXJIEHHOI'O C XPOMOCOMHO-UHTEI'PUPOBAHHBIM
BUPYCOM I'EPIIECA 6 TUITA

[lo pa3seiM  ganHbIM, g0 90%  HaceneHus  WHEOUIIMPOBAHO
reprnecBupycamu. Haubonee wyacTto BcTpeyaroTcs KO- U CylnepuHOEKIUU
HECKOJbKMUMM THUIIAMU BHUPYCOB Teplieca, YTO MNPUBOAUT K HETUIIUYHOMY
TEeUEHUIO H(EKIIMOHHOTO Mpoliecca.

Betpsnas ocna (MKb-10: BO1) — ocTtpoe nHdekimonHoe 3a001eBaHue,
B0o30yauTeneM kortoporo spisiercss JIHK-conepskamuii Bupyc Varicella Zoster
Virus, oTHOCAIIMICS K 3-My THITY TepIeCBUPYCOB. BOJBIIMHCTBO HaceneHus B
Pa3BUTBIX CTPAHAX UMEIOT CTOMKUII HMMYHHTET K PENPOLYKTUBHOMY BO3PACTY.
WudunmpoBanue e CEpOHETaTUBHON OepeMEeHHOW MOXKET MPHUBECTH K
TSOKEJIOMY TEUEHHUIO 3a00JeBaHHUS y CaMOM JKEHIIMHBI U HH(PHUIIUPOBAHUIO
wioga. Pa3Butume KoHKpeTHOW (opmbl MHGEKIHUH BETPSHOW OCHBl IpU
BHYTPUYTPOOHOM  3apak€HHMU 3aBHCUT OT Cpoka recrauuu. Ecmum
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MH(UIUPOBaHNE MaTepu MPoUcXoauT 1o 20-i Henenn 6EpeMEeHHOCTH, TO MPU
POXKIEHUM HAONIOAAETCS CHUHAPOM BPOXKIECHHON BeTpsAHON ocmbl. Eciam xe
3apaKeHUe MPOUCXOAMT B 3-M TPUMECTPE, UHTPAHATAIBHO WIH B TeUeHHE 48
4acoB IOCJE POAOB, TO y peOeHKa HaONI0JaeTcs TEYeHHWE HEOHaTaIbHOM
BETpsIHOM ocIibl. Peanuzanus 3a0oseBaHus nocie 13-ro AHs KU3HU CBS3aHA C
[OCTHATAJIbHBIM UHPUIIMPOBAHUEM HOBOPOKIEHHOTO.

CHHIPOM BPOKIEHHOM BETPSHOM OCIIBI XapaKTEPU3YETCs MMOPAKECHUSIMU
KOKHM, KOHEYHOCTEH, IJa3, a TAKKE LEHTPAJbHOM M BETE€TaTUBHOM HEPBHOU
cucteMsl. [Ipu 3TOM NpHUCYTCTBYIOT XapaKTepHbIE pyOLIOBbIE TOPAXKEHUS KOXKH,
TUIOIUIA3Ks, aTpoPusi KOHEUHOCTEH, XOPUOPETHHHUTBI, KaTapakTa U HHUCTArM.
Anomamuun HHC mnposiBasitorcs  Mukpouedanueil, KOpPKOBOM arpodueid,
CyIOpOraMH ¥ YMCTBEHHOU OTCTaJIOCThIO.

JAns  nedeHUsT  HEOHATAIBHOW  BETPSIHOM  OCHBI  NPUMEHSETCS
IPOTUBOBHPYCHAsl Tepanus anukKIOBUpoM. HOBOpOXIEHHBIM OT MaTepei,
3a00JIEBIIUM BETPSHOIN OCIOM MO37HEee 5-TO AHS 10 POJIOB WM B TeueHue 48
4acoB TIIOCJE€ POAOB, HEOOXOAMMO TaKKe BBEICHHE HMMYHOITIOOYJIMHA
HOPMAaJIbHOTO YEJI0BEYECKOIO0.

['epnecBupycHas nH(pEKIMs 6-ro TUIIa B HEOHATOJIOTMHU Yalle epeJacTCs
BEPTHUKAJIBHBIM ITyTEM C peajin3alueil XxpOMOCOMHO-UHTEPUPOBAHHON (HOPMBI
3a00JieBaHUsl TOCPEJCTBOM BCTPAaMBaHUs T'€HETHMYECKOTO MaTepuaia B
TEJIOMEpHbIE y4acTKHU. PacipocTpaHEeHHOCTh JaHHOW (POPMBI CpeIH HACEJICHUS
coctaBisieT okojio 2,6%. XpoMOCOMHO-MHTErpupoBaHHas (opma BHpyca
reprieca 6-ro TMIa OTHOCUTCS OOJIBIIMHCTBOM aBTOPOB K JOOPOKaYE€CTBEHHBIM
COCTOSIHUSIM, OJHAKO W B HACTOAIIEE BpPEMsS HET MOJHOIO IOHWMAaHUSA
npoOsiembl. PeakTuBanusg BHpyca acCOLMHMpPOBAaHA C Pa3BUTUEM LUTONECHUH,
LIMBU, octpoil 0ojne3HM TpaHCIUIAHTATa MPOTHUB XO35SMHA W MOBBIIICHHEM
YPOBHS CMEPTHOCTH.

KIIMHUYECKOE HABJIFOJIEHUE

HeBouka K. or wmarepm 30 mer, or 4-ii OepeMEeHHOCTH 2-X
CaMOITPOM3BOJIBHBIX POJOB. Y MaTtepu peOCHKa OTMEYalics OTSTOIICHHBIN
aKyIIepCKO-THHEKOJOTHYSCKUNA aHaMHe3: 1-s1 OepeMEeHHOCTh 3aBepIINIACh
CBOCBPEMEHHBIMU pojaMu 0e3 OCJIOXKHEHuH, 2-1 u 3-1 OepeMEHHOCTH
CaMOITPOM3BOJIbHBIMM BBIKUJIBIIIIAMU Ha pAHHUX CPOKax. 3a 2 HEJICNH JI0 POJIOB
MaTh 3a0oJiesia BETPSHOW OCIIOM, MOCJICIHKUE BBICHIMTAHUS HAOIIOIAIUCh 3a S5
nHer 1o poaoB. Ponbl Ha 39-i1 Hexene recranuu, Macca Tela Npu POXKIACHUU
3900 r, poct 56 cm, orienka o Anrap 8/9. Ilo tabnumam INTERGROWTH-21
nokazarenu (U3NYECKOTO pPa3BUTHSA CpeIHHME IS cpoka rectanuu. [lpu
POXXJICHUU  COCTOSTHME  TsDKelloe, OOYCJIOBJIEHHOE  HEBPOJOTHUYECKOM
CUMIITOMATUKON: OTMEYAeTCS BBIPAKCHHBIM CHHIPOM THIEPBO30YIUMOCTH,
TPEMOP BEPXHHMX KOHEUHOCTEW. JIeBOUKAa C BBICOKMM PHUCKOM pean3aluu
reprec-BUPyCHOM MH(EKIMH W TEePIETUIYECKOTO JHIlehaanuTa TMEepeBeIcHa B
OPUTH wmHOrOmpOodHUIbHONW  JOETCKOHW  OOJNBHMIIBI IS  OpraHU3AIHNH
JaJIbHEHIIHNX JIeYeOHO-TMarHOCTUYECKUX MEPOTIPUSATHIA.
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VYxe Ha l-e CyTKM XHM3HH B OO0JAacTH JIEBOTO ILJICYEBOIO CyCTaBa
OTpeesuICs MATHUCTO-MAIYJIE3HBIN 3JIeMEHT 2*2 cM, KOTOPBI B KOMILIEKCE C
AHAMHECTUYECKUMHU JTAHHBIMU ObLT PACLIEHEH KaK 3JIEMEHT BETPSIHOYHOM ChINU
(puc. 34, 35). Ilo pe3yapTaramM MOJIMMEPA3HOM IIEMHOM peaKkiuu B KPOBHU
obnapyxena JIHK Varicella Zoster Virus (VZV +++), B KpoBU U Ma3Kke
cnu3ucToil 3eBa oOHapyxkeHa JIHK Bupyca repmneca 6-ro, B OMOXMMHYECKOM
aHaJiM3e KPOBU: THUIEPOMIUPYOMHEMUS 3a cUeT HempsMol ¢pakiuu (oOmui
ounmupyoun 153 MxkMoub/1, HenpsiMoit 143 MKMOIIB/1T).

[Ipy mnocTymiieHMHM B CTaMOHap C HMMMYHO3aMECTUTEIBHOW U
MMMYHOMOJAYJIUPYIOIIEH LeNapl0 OblT Ha3HAYeH BHYTPUBEHHBIA Ipemapar
MMMYHOTJIOOYJIMHA YE€JIOBEYECKOr0. YUHWThIBasi BBICOKMH PHUCK peau3aluu
repreTuYecKoro 3Huedannura, ObUT HayaT KypC MPOTUBOBUPYCHOM Tepamuu
AnvknoBupoM. CoCTOSIHUE JIEBOYKHM Ha MPOTSXKEHUHU HAOIIOICHUS] OCTABAJIOCh
CTaOMIJIbHBIM, B CBSI3U C Y€M Ha 3-U CYTKHU >KU3HH peOCHOK ObUT MEPEBENICH B
O00KcHpOBaHHOE UHPEKLIMOHHOE OTJEJIEHUE, Ie Oblla MPOJOHKEHA TEpaIIs.

Ha ¢one mpoTuBOBHpYCHOM Tepanuu HaOMIOAAIach MOJIOXKUTEIbHAS
JUHAMHKA: PErpecc HEBPOJIOTMYECKOM CUMITOMATUKHU, HOBBIE 3JIEMEHTHI ChITN
HE ONpEeAeIUINCh. B CBSI3M C BBISBICHHEM BUPYCHOM Harpy3ku BUPYCOM
reprieca-6 NMpPOBENEHO HUCCIIEOBAaHME HOITEBOW IUIACTHHBI, B KOTOPOM Oblia
oOHapyxeHa BupycHas JIHK, uro cBuaerenbcTtBOBanio 00 XpOMOCOMHO-
MHTETPUPOBAHHOM BUpYCE repreca 6-ro Tumna u npu OTCYTCTBUU
KJIIMHAUYECKOW KapTUHBI HE TpeOoBajJo NPOJOIKEHUS MPOTUBOBUPYCHOM
Tepanuu. PeOeHok nocie JeKpeTUupOBaHHbIX CPOKOB KapaHTHHA Ha 12-e CyTKu
KU3HU OB BBIMKCAH JOMOUM MOJ HaOIIOJEHHE ydacTKoBoro mneauartpa. Ha
HACTOAIIUM MOMEHT JIeBOUKE 5 MecsieB, (U3UYECKOe M TCUXOMOTOPHOE
Pa3BUTHE COOTBETCTBYET BO3PACTHBIM HOPMaM.

IHUATHO3
HeonaranpHas BeTpsiHas ocna.

ObCY)K/IEHUE

HoBopoxieHHbIE OT MaTepen ¢ peanu3anyenr BETPSIHOM OCIbl B TEUCHUE
5 nHel A0 UM depes 2 AHs MOocie POAOB COCTaBISIOT IPYIIy pUCKa Hanboee
TSKEJIOTO TEYCHHS BETPSHOM OCTIBI. Y MaTepu OMMCAHHOTO peOeHKa MOCIeTHUE
BBICHITIAaHUS HAOJIOIANIMCH 3a 5 THEH 10 poaopaspeiienus. O0 nHGUIIMPOBaHUT
B JETCTBE JKCHIIMHA HE IMOMHWJIA, HE BaKIMHUPOBAHA, NEpel poAamMu
IpErpaBUAapPHYI0 NOATOTOBKY HE MPOXOINJIA.

IIposiBieHNs1 HEOHATAIILHOM BETPSHOU OCIIbI Y HOBOPOKJIEHHBIX CXOXKH C
IPOSIBJIICHUSIMU Y JIeTel IpyruxX Bo3pacTHBIX rpynn. Haubosee yacto BeTpsHast
OCIla XapaKTepU3yeTCs JIMXOPAIKOU, 32 KOTOPOU CIIEAYET MEPUOJ BBICHIITIAHUM.
Pexe oTmedaeTcst pa3BUTHE TSDKENBIX TeHEpaTU30BaHHBIX (opM 3a00sieBaHus.
CMepTHOCTH JieTel Tociie pa3paboTK HOPMATHBHBIX TOKYMEHTOB 00 OKa3aHHH
MOMOIIM HOBOPOXKJIECHHBIM C JaHHOM HH(pEKIHel 3HAaYuMO CHHU3WIACh. Y
ONMCAaHHOM JEBOYKH YK€ € 1-X CyTOK JKM3HH ONPENEIBUICS DJIEMEHT
BETPSIHOYHOM ChIMM. HecMOTpss Ha BBICOKMI YPOBEHb BBIABICHHOM BUPYCHOU
Harpy3ku Varicella Zoster Virus, Ha oHE TPOBOAMMOrO JIeUCHHUS B TUHAMUKE
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HOBBIX AJIEMEHTOB He onpeAesoch. [[loMUMO KOXKHBIX 3JIEMEHTOB HAOIIOAAIICS
CUHIPOM THUIEPBO30OYAUMOCTH IEHTPAIbHOW HEPBHOM CHUCTEMBI, KOTOPBIN
Takke Ha (poHEe MPOBOJMMOM Teparuu PErpeccupoBal.

BaxubiM (hakTOpoM 11J11 HOBOPOKICHHBIX JIETEH BBICTYMAET MEePBUYHAS
npodunakTika UHPEKIUOHHBIX 3a00JieBaHUMA. [[1s1 KEHIIUH, TUIAHUPYIOUTUX
OepeMEHHOCTh, HE00XOoAMMa TPaMOTHO OpraHU30BaHHAs IperpaBUaAapHas
MOJITOTOBKA, MO3BOJISIIOIIAs UCKITIOUUTh HH(pUIIMpOBaHUEe pebeHka. JKeHmuHam
C OTCYTCTBYIOIIIMM MMMYHHUTETOM K BUPYCY BETPSHOW OCIBI PEKOMEH/IOBAaHA
BaKIMHAIIMS HE MEHee 4eM 3a | Mecdl 10 IJIaHUpyeMod OepeMEHHOCTH.
Bakmnunanus ctapmux 1eTeil B CeMbe TakKe MOXKET MOCTYKUTh 3P (EKTUBHBIM
cnocoOOM  3amMThl  OEpEeMEHHON JKEHIIMHBI OT UH(UIUpoBanus. B
MPUBEJECHHOM KIMHUYECKOM CJIy4ae MCTOYHUKOM HMHQPEKINH MOCITYX U
cTapimiuid peOEHOK B CE€MbE, YTO NpPH OTCYTCTBUM HMMMYHHMTETa MaTepu B
Varicella Zoster Virus mpuBeno K pealu3alid aKTHBHOW TIepIreCBUPYCHOMU
uHDEKIuu.

Bricokas BupycHas Harpy3ka OOBIYHO CBUIETEIBCTBYET 00 AKTUBHOM
MH(pEKIMOHHOM Tpolecce. VCKIoueHne cocTaBisieT BUpPYC repreca-6 TUIa.
Bricokas croiikas BUpyCHas Harpy3ka B LI€JIbBHOM KPOBHU, IIPEBBILIAOIIAS 5,5
konuii LoglO/mn, Hambonee YacTo AaccOLMHUPOBaHA C XPOMOCOMHO-
MHTETPUPOBAaHHOW (opMoil. JlabopaTOpHBIM MOATBEPKIACHUEM BBICTYIIAET
IIOCTOSIHHO BbICOKMU ypoBeHb JIHK Bupyca, a Takke BBIABICHHE BUpPYCa B
HOTTEBBIX IUIACTMHAX WJM  BOJOCSHBIX  (DOMIMKYNaX, KOTOpble He
MOJAJIEPKUBAIOT peIuMKauuio Bupyca. llo pesynbraram oOcnenoBanus, y
OMHCAHHOTO PEeOEHKAa OMpenesieTcs XPOMOCOMHO-MHTEIPUPOBAHHBIN BHPYC
repneca 6 Tuma, NMOJYYEHHBIM OT Marepu — HocurenpHuibl JIHK Bupyca.
Jleuenust nanHasg uHpexkuus He TpeOyeT, B CBSI3U C YEM IIOCJIIE OCHOBHOTO
KapaHTHHA PeOCHOK ObLT BBHITTUCAH JOMOM.

domoepagpuu coenranvl u onyoAUKOBAHDL C pa3peulenus pooumernet
T R

Pucynok 34, 35 — EquHuYHbIE 31€MEHTHI BETPSHOYHOM ChINMK Y JeBOYKH K

BPOKJIEHHBIA NHBA3VBHBIN KAHIUJIO3

Bpoxnennsiii maBazuBHbI kananmo3 (MKb-10: P37.5) npencraBnser coboit
pPENKyl0, HO KIMHUYECKHM 3HAuYMMyl0 (opMy HeOoHATalbHOW TpUOKOBOMU
uHpEKIUM, OOYyCIOBICHHYI0  TPAHCIUIALIGHTAPHOH  WJIM  BOCXOJSIIEH
BHYTpuyTpoOHOH nepenadeit Candida spp.
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[TaTonorust mposIBISIETCS B IEPBBIE YAChI WIIH THU )KU3HU U XapaKTEepPU3yeTCs
MHOT00YaroBbIM MOPAKEHUEM KOXH, CIIM3UCTBIX 000JI0UYEK U, B psAJIE CIydacs,
BHYTPEHHUX OpPraHOB, YTO OOYCJIAaBJIMBAET BBICOKMH PHUCK CENTHYECKOTO
TEYEHUS U JIETAJILHOTO UCXO/A.

B mnocnennue roapl BHUMaHHWE CHEMUAINCTOB K KaHIUIO03HBIM HH(EKIUSAM
HOBOPOXKJICHHBIX  CYLIECTBEHHO  BO3pPOCIO B  CBS3UW C  POCTOM
pacnpoCTPaHEHHOCTH pe3UCTEeHTHBIX mTammoB Candida, B ToM uucie cpenu
HEJIOHOLIEHHBIX JeTeld. lccnenoBaHus B pa3iIMYHBIX CTpaHaxX, BKIIIOYAs
PETHOHBI C OTPAaHUYEHHBIMH PECYPCAMU, IEMOHCTPUPYIOT, YTO HEOHATAJIBHBIN
KAHIHUJI03 SIBISETCS OJHOM W3 BEAYIIMX MPUYMH T€HEPATU3ALMH, 3aHUMAs
3HAYUMOE MECTO B CTPYKTYype MH(EKIIMOHHON 3a00JI€BAEMOCTH U CMEPTHOCTH.
WNHBa3uBHBIA KaHIUA03 MPEACTABISET CO00M OCOOBIN KIMHUYECKUN BapUaHT
KaHIUJI03HOM MH(EKUUU, TPU KOTOPOM MEPBUYHOE MOPAKEHUE KOXKH MOXKET
OBICTPO NEpepacTy B UHBA3UBHOE 3a00JIeBaHNE, OCOOCHHO IIPU HAJTMYUU TAaKUX
(akTOpoB puUCKa, Kak IIy0oKash HEJOHOIIEHHOCTb, HU3Kas Macca Tela Ipu
POKJIEHNHY, NHBAa3UBHbIE BMEIIATEIBCTBA U UMMYHOCYIIPECCUBHBIE COCTOSIHUS.
CoBpeMeHHbIE KIMHUYECKHE HAONIOACHUS IOATBEPKAAIOT, YTO JaXe IpHU
paHHEeW JuarHocTHKe 3a00JIeBaHME HEPEIKO OCJIOXKHIETCS CHUCTEMHBIM
KaH/1/1030M, TPEOYIOLIMM KOMILIEKCHON NPOTUBOIPUOKOBOM TE€panuu.
HecMoTpst Ha Hanmuune KIMHUYECKUX PEKOMEHJALMM, KaCaroIUXCs
BEJICHUSI HEOHATAJIbHOIO KaHAMI03a, B JIMUTEPAType COXpaHAETCs Ie(DUIUT
0000IIEHHBIX JTAHHBIX, MOCBSALIEHHBIX UMEHHO BPOKJIEHHBIM
reHepaIu30BaHHBIM dbopmam 3a00J1eBaHUSI. 210 00yCIOBIMBAECT
HE0OXOAMMOCTb JAIIBHEUIIINX UCCIEOBaHU, HAITPaBICHHBIX HA ONTUMHU3ALIUIO
JUArHOCTUKH, PAaHHEro Hayaja Tepanuy U NpoPUIaKTUKH JAHHOM MaToJIOrHUH,
0COOEHHO B YCJIOBHSX BBICOKOW HUPKYJISILUU pe3ucTeHTHBIX BUI0B Candida.

KJIMHUYECKHUH CIIYYAN

HeBouka b. ponunack ot Mmarepu 30 JIeT ¢ OTATOIIEHHBIM COMaTUYECKUM U
aKyIIepCKO-THHEKOJOTUYECKUM  aHaMHe3aMH, OT 3-  OepeMEeHHOCTH,
MPOTEKAIONIEH C JIETKUM TOKCHUKO30M B [-M TpumecTpe, 0ecCUMITOMHOMI
OakTepuypuei, KOJIbMUTOM U aHeMued Bo Il Tpumectpe, OakTepuamIbHBIM
BarnHo3oM B III Tpumectpe. B cBsi3u ¢ pazBuTueM auctpecca miojaa Ha 41-it
Hejelle TecTalMu ObUIO MPOBEIECHO S3KCTPEHHOE KecapeBo ceueHue. [lpu
poxaeHnn macca tena cocrtabisuia 3930 r, quuHa Tena — 54 cM, OLCHKA IO
mkane Anrap 7/8 0aios.

B nmnepBeie Yackl KW3HU OTMEYAJIUCh YMEPEHHBIE JbIXaTeJbHbIC
HapyUIEHUs, BAJIOCTh U OBICTPO PACHPOCTPAHSIIOUIASICSA BE3UKYJIO-TyCTYJIE3HAS
Chlllb HAa TUIEPEMUPOBAHHOM (OHE, UTO BHI3BAIO IMOJO3PEHUE HA
BHYTpUYTpOoOHYIO0 MH(EKIMIo. bbila Ha3HaueHa aHTHOAKTEpHAIbHASI TEparus
(aMmuuuUIMH/Cynb0aKkTaM, aMUKaluH, XjJopnupamuH). Ha 2-e cyTku xu3Hu
pedenok 6b11 iepeBeneH B OPUTH ¢ nuarnozom BpoxaEHHON MHPEKINOHHON
00JI€e3HN KOXXM HEYTOYHEHHOW HTHOJOrHuH. COCTOSHHE OLEHUBAJIOCh Kak
CTaOMJIBHO  TSDKENOE,  CONPOBOXKAAIOCH  TPAH3UTOPHBIM  TAXHUITHOI
HOBOPOXACHHBIX, WH(EKIIMOHHBIM TOKCHUKO30M C KOXXHBIM CHHAPOMOM,
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aHEMMEM, KOaryJIolnaTHeM W CHHIPOMOM YTHETEHHs LEHTPAIbHOM HEPBHOU
cucTeMbl Ha poHe MOP(HOPYHKIIMOHATBHON HE3PETOCTH.

B naGoparopubix ananmuzax otMmeudanock mnoBeimieHue IIKT u CPBb,
HapacTaHue JEHKOLMUTO3a ¢ HeUTpopuii€30M U ciBUrom BieBo. Ha 3-u cyTku no
pesynbratam nposeaeHHo [P Ovuta oonapyxena [JHK Candida albicans B
KPOBU B BBICOKOM THUTPE, YTO MO3BOJIAJIO IIOCTABUTH IHMArHO3 HWHBA3UBHOIO
(reHepanu3oBaHHOr0) KaHaumo3za. Ha 5-e CyTKM JKU3HHM TOCEBBI TaKke
noaTBepauiu poct Candida albicans v Enterobacter cloacae. Ilpu npoBeieHUN
KOMILUIEKCHOTO HMHCTPYMEHTAJIBHOIO 00ciieoBaHusl JAeBOYKH b. Obum
BBISIBJICHBI MPU3HAKNA THIOKCUYECKU-UIIEMUYECKOTO TIOBPEKIEHUS TOJTOBHOTO
MO3Ta, pEaKTUBHbIE U3MEHEHHSI NIEYEHHU, CHUKEHUE COKPATUTEIbHON (DYHKIIMH
MUOKAp/a, YIUIOTHEHHE IMOYEUHBIX COCY/I0B U JIEBOCTOPOHHSS KAJIMKOIKTA3H.

[IpoBounace MPOTUBOTPUOKOBas M TMOCUHAPOMHAs Tepanusi Ha (hoHe
IPOJOJDKAOLIErOCs aHTHUOAKTEpUAIbHOTO JICYCHUS. Otmeyanace
HOJIOKUTENbHAA JUMHAMMKA: HOpMaju3auus J1abOpaTOpPHBIX IIOKa3aTeseH,
perpecc KoXHbIX nposiBiicHui, orputiatenbubie [P va Candida albicans na 7—
8- CYTKH, 4TO CBUAETEILCTBOBAIIO 00 3(p(PeKTUBHOCTH IPOBOAUMON TEpaAIUU.

K 14-my aH10 )XU3HM HAOJIIOJAINCh OCTaTOYHBIE TOBEPXHOCTHBIE APO3UHU U
rpuOKOBBIE HAJIOKEHMSI B TaXOBbIX cKiaakax. [locie 13 gueil neuenus neBoyka
OblIa BBIHCAHA B YJOBJIETBOPUTEIBHOM COCTOSHUU IOJ amOylaTopHOE
HaOJI0/ICHHE TeanaTpa.

HHATHO3

BpoxneHHbIit ”HBa3UBHBIN KaHIM103, BbI3BaHHbIM Candida albicans.
JUDDEPEHIUAJIBHBIN JUATHO3

OaHuM U3 KIIOYEBBIX HANpaBIeHUH Iu(PepeHIraIbHON AMArHOCTUKH
ABJISIETCSl pa3rpaHUYCHUE BPOXKAEHHOTO T'€HEPATM30BAHHOIO KaHAMI03a OT
BPOXAEHHOTO Juctepuo3a. O6a 3a00jaeBaHUS MOTYT IMPOrPECCUPOBATH YXKE B
NEPBBIE CYTKH KU3HH OT KOXKHBIX IPOSBICHUNA 10 MOJIUOPTaHHOTO MOPAXKEHUS.

[Ipy BpOXAEHHOM KaHAWAO3€, B OTIMYHAE OT JIMCTEPUO3a, YaCTO
HaAOJIIO/IaeTCsl XapaKTepHash KOXKHAsg CHMIITOMaTHKa — PaclpocTpaHEHHas
SPUTEMATO3HO-TIAITYJIE3HAS WM ITyCTYJIE3HAS ChIllb, HEPEIKO C IIETYLICHUEM,
JIOKaJIU30BaHHAs Ha TYJIOBMILE, KOHEYHOCTAX U Jule. [Ipu mucreprose KoxHbIE
MPOSIBJICHUS], €CJIM U MPUCYTCTBYIOT, HOCAT, KaK MPaBHIIO, HeCTIeUU(PUIECKuit
NeTEeXHAbHBIA WM MakKyJI€3HbIM XapakTep, OOYCIIOBIEHHBI CUCTEMHOM
BOCHAIMTENILHON peakuuen u TpomoouuroneHueit. JlabopatopHslie moka3aresiau
Opy KaHAWA03€ MOTYT JE€MOHCTPUPOBATH BBIPAKEHHBINM JIEUKOIIMTO3 WU
JEUKONEHNI0, a TaKXe TOBBIIICHHE MApPKEPOB BOCHAJEHUSA, OJHAKO
JIMArHOCTUYECKOE MoATBepkaeHue TpeOyeT Bbiaenenus Candida spp. u3 KpoBu
WIA CTepUiIbHbIX OuoTOnoB. [lpm nucTeprose, HaPOTUB, STUOJOTHYECKAs
Bepudukanus Oasupyerca Ha BblaeldeHun Listeria  monocytogenes,
MPEUMYILECTBEHHO M3 KPOBHM, CIMHHOMO3IOBOM >KHMJIKOCTH WJIM acnupara
TPaxeoOPOHXHAIBHOTO JI€PEBA.

Crnenyer yuuThIBaTh, YTO HEOHATAJIbHBIM KaHIU03, BKIFOYAsi BPOKIEHHBIE
(GopMBbI, UMEEeT COOCTBEHHBIN CIEKTp (PAaKTOPOB pucKa. ITO IKCTpeMaibHas
HEJIOHOLIEHHOCTh, HHU3Kas Macca Tena, JUIMTENIbHAs KaTeTepu3alus,
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NapeHTepaibHOe MUTAHUE M MPEANIECTBYIOIAs aHTHOAKTepUaabHas Tepamus
IIMPOKOTO CIEKTpa. Pa3BUTHE CHUMIITOMOB BPOXIEHHOIO JIMCTEPHO3a YaIlEe
CBS3aHO ¢ MH(UUMPOBAHUEM MaTEpU B MEPHO] OEPEMEHHOCTH, OCOOCHHO MpHU
yHOTPEOJICHUH MAaTePbl0 KOHTAMUHUPOBAHHBIX MUIIEBBIX MPOIYKTOB, U MOXKET
IPOSIBISATHCS IPU3HAKAMH XOPUOAMHUOHUTA U MPEKIEBPEMEHHBIMU POJIAMH.

BaxxnbiM snemenToM auddepeHnaabHoro JuarHo3a SIBIsSEeTCS aHalu3
XapakTepa TEUEHUs U OTBETA Ha TEPAIHIO: IPU KAHIU03€ COCTOSIHUE NAllUEHTa
YIIy4IIaeTcs TOJNIBKO Ha (POHE 1eNIeHapaBIeHHON TPOTUBOTPHOKOBOM TeparnuH,
TOrAa Kak IIPU JINCTEPHUO3E PEIIAIOIIUM SBISECTCS HA3HAYECHHUE aMITUIUIUIMHA
WIA JApPYTUX aKTUBHBIX [-TaKTaMHBIX AaHTUOMOTMKOB B COYETaHUU C
AMHUHOTJIMKO3UAAMU.

Takum 06pa3om, cBOeBpeMEHHas! UACHTU(PUKALMS BO30YIUTENS B KAXKIOM
CJIy4ae MO3BOJISAET HE TOJBKO YTOYHHUTH AUArHO3, HO M HA3HAYUTh KOPPEKTHYIO
TEpaIlio, a TaKKe NPEAYNPEIUTh IPOTPECCUPOBAHUE IOJIUOPTaHHOIO
[IOPAKECHUS.

ObCY)K/IEHUE

Kannuno3nas nnpekuust y HOBOpOXKAEHHBIX J€Tel OCTAETCsl aKkTyaJbHOU
KJIMHUYECKOM  mpoOsieMoil, HEeCMOTps  Ha  IpOrpecc  MPUMEHEHUs
OPOTUBOTPUOKOBOM Tepanmuu W YIy4lIEHHE YXOJa 3a JIaHHOM KaTeropuei
NAlMEHTOB. BpOXIEHHBI WHBA3WBHBIA KaHIWUIO03 Y HOBOPOXKIEHHBIX
BCTPEYAETCS PEAKO, UTO MOATBEPKIAECTCS OrPAHUYEHHBIM YHCIIOM ONMCAHHBIX
KJIMHUYECKUX CJIy4aeB B OT€UECTBEHHON U 3apyOekHOU juTepaType. AHanu3
KIIMHUYECKOTO Cy4dasi J€BOYKHU b. BBISIBUII CXOJACTBO OCHOBHBIX IPOSIBICHHN
3a0oneBaHusl C JaHHBIMM MHPOBOM JIMTEPATypbl, BKIIOYas PaHHIOKO
MaHU(ecTaluIo, OTATOIEHHBIN aKyIIEPCKU aHAMHE3 U U3MEHEHUS B M€YEHH,
CEpJICYHBIX KJIallaHaxX U JIA0OPATOPHBIX MOKA3aTENAX KPOBH.

JlaGopaTopHasi AMarHOCTHUKA KaHIUA03a TpeOyeT KOMIUIEKCHOTO MOoJXoaa
C HCHOJIb30BAHUEM MHKPOCKOIIMH, CEPOJOTHYECKUX U  MOJIEKYJISIPHO-
IFEeHETUYECKUX METO/OB, IOCKOJBKY HECHEeIU(PUUECKHE BOCHAIUTEIbHbIC
Mapképbl HE TO3BOJISIOT YCTAHOBUTH ATHOJIOTHIO MHGEKIHH. DPGHEeKTUBHOE
JIeYeHHWE NpearnojiaraeT MPUMEHEHHE HTHOTPOMHOW MPOTUBOTPUOKOBOM
TEparnuu, a Mpyu THKEIOM TEYEHUH — KOMIJIEKCHOW MTOCUHAPOMHOI Teparvy.

NuBa3uBHBIM ~ KaHAWJ03 IOpPa)Ka€T KakKk JIOHOIIEHHBIX, TaK ©
HEJOHOUIEHHBIX JIeTel, OJHAKO HauOOJNbIIYIO TSHKECTh U YaCTOTY MPOSBICHUMA
HAOJIIOAIOT Yy HEIOHOIICHHBIX C HHU3KOW Maccod Tejaa NpU POXKICHHH.
[IpeacraBineHHslid  ciydyail mNOAYEPKUMBAET HEOOXOJIMMOCTh TIIATEIBHOTO
muddepeHnanbHOr0 MOUCKa AJis MOATBEPKICHUS JAMAarHo3a KaHAu03a y
JIOHOLIEHHOTO peOeHKa MpU HaJU4YMKM (PAKTOPOB PUCKA CO CTOPOHBI MAaTepH.
Pannsis nuarHocTMka W aJeKBaTHash TEpamus OIKMCHIBAEMOTO COCTOSHUSA
CHOCOOCTBYIOT YIYYUIEHUIO MPOTHO3a M CHHYKEHUIO PHUCKA OCJIOKHEHUU Y
HOBOPOKJIEHHBIX JETEN.

T'EPIIEC-BUPYCHBIV SHIE®AJIUT

I'epnietnyeckuii sHuedanut, reprnec-BupycHuiii sHuedamutr (MKb-10:
B00.4) — octpoe undekimonHoe 3a60jieBaHuE, BEI3IBAEMOE BUPYCOM MPOCTOTO
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reprieca. XapakTepu3yeTcs OOIMEMO3TOBHIMH W OYaroBBIMH CHMIITOMAMH
nopaxkeHuss HepBHOM cuctembl. OrleHKa 3a00JIEBAEMOCTH HEOHATaJIbHBIM
BUPYCOM TIpocToro repmeca coctaBiger 10 cmoysaee nHa 100 000
KUBOPOXKACHUH, Win npuodiusuteasHo 14 000 cirydaes B roj.

Bupyc mnpocroro repmeca, Herpes simplex (BIII') — »to JHK-
coJiepKalluii BUPYC, KOTOPBIA CIIOCOOEH MPOHUKATH Yepe3 KOKHBIA MOKPOB U
aKTUBHO pa3MHOXkaTbcd. HeonatansHoe nopaxenue BII' nuarnoctupyercs B
OCHOBHOM Yy MilajieHIIeB B Bo3pacte oT 10 go 19 nneit, HO 3aboJsieBaHue
BBIABJISIETCA TakKe M y MIaJIeHIIeB B Bo3pacte A0 42 nueil. Ilpu sTom
OTMEYAETCS BHICOKUW YPOBEHb CMEPTHOCTU U HEBPOJOTHUUECKUX MOCIEIACTBUIA.
CmeptHOCTh coctaBisieT OoT 50% nmo 75%, a y BBDKMBIIMX OTMEYarOTCA
3HAQYUTEIbHBIE  OCJIOKHEHMS, BKJIOYas  ICUXWYECKHUE  PacCTpOMCTBA,
AIUJIETICHIO, HapylIieHUe  pocCTa,  PETUHONATHIO U  KHUCTO3HYIO
sHIE(DATOMAIISITHIO.

Ilepemaua BHpyca mpOCTOro reprieca HOBOPOKACHHOMY MPOUCXOAUT B
OCHOBHOM B MIEpUHATANIbHBIN 1epuo (85%) npu KOHTAKTE C BUPYCOM IIPOCTOTO
repreca B POJOBBIX IYTAX, HO MIIAJICHEN] TAKXKE MOXET IOJBEPTHYThCA
BO3JICHCTBUIO BHpYyca B mociepoaoBoM nepuoae (10%) npu npsMoM KOHTaKTe
C BHUPYCOM 4YEpe3 MOPaKEHHBIE KOMXHBIE MOKPOBBI B3POCIBIX WIIH, PEKE, B
pe3yibTare BHYTpuyTpoOHOro Bo3aeicTBus (5%). ITopaxkernue LIHC Bo3MoxkHO
Ha ¢oHE reprneTUYecKuX MopakeHUuM Npyrux Jokanu3auuit (ry0sl, poT, TJasa),
HO y JIeTell paHHEro BO3pAacTa yYallle BOZHUKAET NMEepBUYHAs T€HEepaTu30BaHHAS
nH@ekus. 3a001eBaHNe HAUUHACTCS OCTPO WM J1a’Ke BHE3AITHO, C MOBBIIICHUS
TEMIIEPATYPhl TeNa IO BBICOKMX 3HAYCHMM, MOBTOPHOW pBOTHL. Ha BwIcOTE
MHTOKCHUKAIIMU BO3MOKHBI CYJIOPOTH, TOTEPS] CO3HAHUSI, TApaTuiH, HApYIICHUE
pediekcoB U UyBCTBUTEILHOCTH. Jlaxke CBOEBpEMEHHasI U aJilcKBaTHAs Teparus
MO3BOJIIET CHU3UTh PUCK JIETATBHOTO Hcxoaa Bcero 10 40%.

KJIMHUYECKHH CIIVYAH

Manpunk C., 25-x cyTok xu3nu, 0611 goctaBiieH B OITH c xanobamu Ha
cy0(deOpupHyI0 TEMIIEpaTypy, CHIKEHHUE alleTUTa, BUTOCTh. CO CII0B MaTepH,
HEJIENI0 Ha3aa peOeHoK cTan OecriokoeH. M3 anamHe3a >KU3HU U3BECTHO, YTO
MaJbYUK poJuics oT 1-it 6epeMeHHOCTH, 1-X caMOCTOATEIbHBIX POJIOB Ha 39-i
HeJieIe B roJIOBHOM Tipeieskanuu. OreHka 1o mkaine Anrap cocrarisiia 8/9
6ainoB, Macca tena — 3000 r, yHa Tena — 52 cM. Ha 3-u cyTku )Ku3Hu peOeHoK
OBLT BBITIUCAH U3 POJJIOMA B yIOBJICTBOPUTEIILHOM COCTOSSHUH, HAXOUJICS Ha
TPYAHOM BCKapMIIMBAHUH.

[Ipy TOCTYIJIEGHMHM  COCTOSIHHME  PACLEHUBAJIOCh KakK  TSDKENoe,
OOyCJIOBIGHHOE  [JIbIXaTE€IbHOM  HEJOCTATOYHOCThIO U NPU3HAKAMHU
MH(DEKITMOHHOTO TOKCHKO3a. OTMEUaauch MHOKJIOHHUW BEK, KIOHHYECKHE
CyIOpPOTH, TIOHKEHHBI TOHYC MBI, PeIeKChl HOBOPOXKICHHBIX ObLIH
cHmKeHbl. KOXXHBIE TIOKPOBBI OJIETHBIE C AaKPOIIMAHO30M U IIMAHO30M
HOCOTYOHOTO TPEYTOJIbHUKA.

BBuay yxyamieHusi COCTOSIHUS, TTOSBIICHUS STTHU30/I0B alTHOD U JIUCITHOD,
MIPUCOCIMHEHUS CYJOPOKHOTO CHHAPOMA, OOIIEMO3TOBOM CHMIITOMATHUKH B
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BHJIC CHHJPOMA YTHETCHMSI, 0TKa3a OT €]bl, CHIDKCHHSI TeMIIa Tuype3a peOeHOoK
ob1 niepeBesieH B OPUTH. Cocrosinue TpeboBaio mpoBeeHUs] UHTYOaluu U
noaxmoueHus k UBJI. C nenbio uckimoueHus HeiiponHdekuu Oblia mpoBeaeHa
moMOanbHas MyHKIUS. B KiIMHMYECKOM aHanu3e JMKBopa: 1uTo3 60/MKI,
mumpouutel 43%, moHouutel 43%, Heutpoduiasl 16%, so3unodunsr 1%,
rmoko3a 1,98 mmoune/n, 6enok 1,5 1/m. Merogom IIIP B nukBope Oblia
obonapyxena JJHK HSV I-11 tuna, npu orcyrcteuu JJHK HSV I-11 Tuna B kpoBw,
B CBSI3U C 4YeM ObUI BBICTABJICH JMArHo3: reHepaju30BaHHas TepreTHYecKas
UHDEKIUs, SHIEePAIUT ¢ TSKEITBIM OTEKOM TOJOBHOTO MO3Ta, CYIOPOKHBIN
ctraryc. [IpoBoaunace Tepanusi AIUKIOBUPOM B 103UpPOBKE 60 MI/KT/CyT.

[To manueiM KT ronoBHOro mosra OTMEUAIMCh MPU3HAKU CHHIKCHUA
IJIOTHOCTH BEIIECTBA TOJIOBHOTO MO3ra, PE3KOro CYKEHHUS HapyKHBIX
JUKBOPHBIX MPOCTPAHCTB, YTO COOTBETCTBOBAJIO IMPOSIBIICHUSIM  OTEKa
TOJIOBHOTO MO3Ta, Tak)Ke ObLIN BBISIBJICHBI YYACTKHU MOBBIIIICHHON JIOTHOCTHU B
TEMEHHBIX JIOJIX, COOTBETCTBYIOLIME YCWICHUIO BHU3yaJIM3allM BEHO3HBIX
COCYJZIOB BCIIEJICTBHE 3aMeJyIeHUs1 BeHO3HOro orroka. Ha D3I onpenensnuck
PU3HAKU MOP(OTIOTUUECKON U (GyHKIMOHATIBHOM HE3PEIOCTH.
JInarHOCTUPOBAH MOCTOSIHHBIN CyIOPOXKHBIN MATTEPH.

[Tanment Haxomwics Ha MBJI B Teuenue 44-x cyrtok. IIpoBoaunacek
MEJIMKaMEHTO3Has cefalusi, MPOTUBOBHpYCHasi (anukioBup 60 MI/Kr/cyT),
aHTUOAaKTepUaIbHas (MeponieHeM 120 MT/KT/CYT), MaCCHBHas
npotuBocyaopoxHast Tepanus (auazenam 0,5% 0,5 mr/kr/4 B/B, BanbIpoeBas
kuciota 30 Mr/kr/cyT, neBetupareram 50 mr/kr/cyt, narmodepan 20 Mr/Kr/cyT,
kioHazenam 0,5 Mr/cyT), IpoTUBOOTEUHAs, TOpPMOHaJIbHAs Tepanusi. Ha doune
MPOBEJICHHONW Tepanuu, Ha 39-¢ CYTKM TOCHUTAIM3ALUA CYAOPOTH ObLIU
MOJTHOCTBIO KYMHUPOBAHBI, YTO OOYCIOBUIO KOPPEKIUIO MPOTUBOCYIOPOKHOM
Tepanuu (BajabipoeBas kuciota 30 Mr/kr/cyT, teBeTupaieram S0 mr/kr/cyT). Ha
S51-e cyTKM B CTallMOHape€ OTMEYaJOCh YXYAIICHUE COCTOSIHUSI B BHJIE
HapacTaHUsl CyJOPOXKHOTO CHHJIIPOMA, YTO AapryMEHTHUPOBAJIO Ha3HAYCHHE
Tepanuu kjaonazenamoMm (0,5 Mr/cyt), a TakkKe KOPPEKTHPOBKY CXEMBI
JIO3UPOBAHMS IPOTUBOCYIOPOKHBIX IIPENapaToB.

Ha 83-m cyrkum mnpeObiBaHMs B CTallMOHape OBbUI 3aBEpIIeH KypcC
anukioBupa. [Ipyu noctyniaeHun B cCieUMaIn3upOBaHHBIN [IEHTP B BO3pacTe 2-X
MecsareB 22 aHeM, macca Tejaa coctaBmsiia 5,51 kr, gauHa Tena — 62 cMm.
CocTtosiHME paclieHUBAJIOCh KaK CPEAHETSIKEN0E, CYJIOPOTH U MUOKIIOHUU TIPH
ocMOTpe He Habmoganuch. [1o TaHHbIM HelipoCcOHOTpaguKu BU3yaIn3upOBaIach
KHCTO3HAass TpaHcopmalus MMapeHXUMbl T0JIOBHOrO Mosra. IIpopomkena
KOMOMHUPOBaHasi MPOTUBOCYIOPOKHAs Tepanusi (JeBetupaieram 40/Mr/Kr/cyT,
BaybnpoeBas kuciora 40mr/kr/cyt, kimoHazenam 0,25mr/cyt). Ha nanHbIf
MOMEHT MPOAOJIKAETCSI  MPOTUBOCYAOPOXKHAS  TEpamus, COXPaHSIOTCS
€IMHUYHbIE MUOKJIOHUH, HE BIUSIONINE Ha 00lIee COCTOSIHNE peOeHKaA.
JHUATHO3

['epneTnueckuii SHIIEDATHNT.

JTUDDEPEHI[HAJIFHBIN JUATHO3
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HuddepenunanbHas AMATHOCTUKA TEPIETUYECKOTO JHIedanuTta y
HOBOPOXKJICHHBIX JIETEH BKIIOUAET psiji 3a00JIEBaHUI CO CXOXKEH KIMHUYECKOU
kapTuHOM. ['eprieTnyeckuii FHIEDATUT MPOSIBISAETCS JIMXOPATKOHM, BSIIOCTHIO,
CylloporamMu, BbIOYXaHUEM POJHHUYKA, JKEITYXOH, KOKHBIMU T€pPIETUYECKUMU
BBICBIMTAHUSIMU (HE BCETJa), a TAaKXKE XapaKTEPHBIMU U3MEHEHHUSIMU B JINKBOPE
(muMdonMTapHbIA TIJICOIIMTO3, TMOBBIINICHHE Oenka). B mepBylo ouepens
muddepeHnanbHy0 TUarHOCTUKY CTOUT MpoBoauTh ¢ apyrumu TORCH-
MHQEKIUSIMHA: TIOMUMO DPa3IMYuil B KIMHUYECKON KapTHHE, MOATBEPXKICHUE
JIWarHo3a MpoOuCXoauT mpoBeneHueM merona [P Mouwn, ciroHBI, KpOBH H
CEpOJIOTMUECKUMU HccaenoBanusiMu. [IposiBnenus 6akTepruaabHbIX HHOEKINH,
B YAaCTHOCTU OAKTEPUAIBHOIO MEHUHTUTa U CEINcuca, OyayT OTJIMYaThbCs
MOJIOKUTEIHHBIMU TTOCEBAMHU KPOBHU M JIMKBOPA, MHOTOKPATHBIM MOBBIIICHUEM
cojiep>kaHusi OCTpo(a3zHbIX OCJIKOB W HAJIWYMEM CHHAPOMA CHCTEMHOIO
BOCHAJIMTENIBHOTO OTBETa opranu3Ma. [loxoxue nmposiBiieHust MOT'yT OBbITh U IPU
HEMH(PEKLINOHHBIX HOpAXKEHUSIX: TMIIOKCUYECKHU -UIIIEMUYECKOM
sHIIeaNonaTH, META00JINYECKUX HAPYLIEHUSIX M BPOKICHHBIX AHOMAJIUIX
MO3ra, 4TO TpeOyeT TIIATEIBHOI0 00CIEIOBaHMUS.

[Ipu mopo3peHuu Ha repneTuyecKuil SHIEPalIUT HEOOXOJUMO CPOYHO
HauMHATh MPOTHBOBUPYCHYIO TEpAIHI0 AalUKIOBHUPOM, HE JI0XKHUIASCh
HNOJATBEPXKIACHUS, TaK KaK 3aJep)KKa JICUEHUS PE3KO YXYALIAET MPOTHO3.
HuddepenunanpHas AMarHOCTUKA MPOBOJUTCS C YYETOM aHAMHE3a, KIIMHUKH,
JAHHBIX HEHPOBU3yAIM3aUU U JIA0OPATOPHBIX TECTOB.

OFCY)K/I[EHUE

Y HOBOPOXIEHHBIX TEPHETHUECKUN OJHICPAIUT HA PAHHUX CTaTUAX
MPOTEKAET C HECNEeUU(PUUECKUMHU MPOSBICHUSMHU, 3a4aCTYI0O MACKHUPYSCh MO
kaptuHy oObaHOM OPBU. D10 CcHMXaeT HACTOPOKEHHOCTh POJUTENECH U
OPUBOIUT K MO3IHEMY OOpAILEHUIO 3a MEAUIIMHCKON MOMOIIbI0. 3a00seBaHue
MOKET HAUMHATHCA C IPU3HAKOB «BSUIOr0 peOEHKa», a B JajbHEWIIeM
OCJIOKHATBCS CYOPOXKHBIM CHHAPOMOM. J[JTUTENbHbIE MPUCTYIBI 10 Haydaja
NPOTUBOBUPYCHOW Tepamuu HEPEAKO CTAHOBATCA MPUYUHOM TSDKETBIX
CTPYKTYPHBIX ~ M3MEHEHUl TOJIOBHOTO  MO3ra, BKJIIOYas KHUCTO3HYIO
TpanchopManuio, dYTOo BIEUET 3a CcOoOOW  cephE3HBIC  HAPYIICHUS
HEUPONICUXUYECKOTO PAa3BUTHSL.

B momoOHBIX CcHUTyanusx Ha3HA4aeTcs MPOTHBOBUPYCHAS Teparmms,
MHOT/IA B MOBBIIIEHHBIX J103aX U Ha 00JIee IJIUTEIbHbIE CPOKH, YEM MTPEATUCAHO
CTaHmapTamu. Tak, B MPUBEACHHOM KIMHHYECKOM CIIydae MepBbIe CUMIITOMBI
MNOSIBUJIMCH 32 HEJENI0 IO TOCTHUTAIM3AINHI, OJIHAKO POAUTENN OOpaTHIHNCh K
Bpady JUIIb MPH Pa3BUTUW TSDKENBIX TMPOSIBICHUN. 3ajiep)KKa C HadaioM
TEepanuy aluKIOBUPOM OOYCIOBUJIA HEOOXOAUMOCTh €€ NPOJOJIKEHUS B
TedeHue 83-X CYTOK, YTO 3HAYMTEJIbHO MPEBBIIIAET PEKOMEH/IOBAHHBINA 28-
THEBHBIA Kypc. TsDKECTh M 3aTsHXKHOE TedeHHe 3a00JeBaHMs OIpeaeTIuiv
(opMupoBaHrE BBIPAKEHHBIX HEBPOJOTHYECKHX TOCIEACTBUN Aa)ke IMOCie
BBI3JIOPOBJICHUS.

[Tepenec€nHbIil B CTOJIH paHHEM BO3pacTe SHIE(PAIUT COCOOEH CTaTh
IIPUYMHOM CTOMKUX HAPYIIEHUN HEPBHO-IICUXUYECKOTO PA3BUTHUSA U 3aTPYIHUTH
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COIMAJIbHYIO aJanTaiuio peOEHKa B JajbHEHIIEM. OJTO NOAYEPKUBAET
HEOOXOUMOCTh JJIUTEIBHOTO JMHAMHYECKOTO HaOJIOJeHUusT Yy Bpada-
HEBPOJIOTa U KOMIUIEKCHOTO MOX0/a K peadUIMTalluy TaKUX MalMeHTOB.

IHHEBMOLUCTHASA THEBMOHUA Y PEBEHKA C BUY-
HHOEKIIUEN

bone3ns, BeI3BaHHAs BUPYCOM MMMYHOJeduiuTa yenoBeka, uau BUU-
nHpekus (anrt. Human Immunodeficiency Virus Infection, HIV-infection,
MKB-10: B20-B24), — MemJneHHO NPOTpPECCUPYIONIEe aHTPOMOHO3HOE
3a00JieBaHUE, XapaKTepPU3YIOIIeecs MOpPaXCHUEM HMMYHHOM CHCTEMBI C
pa3BUTHEM  CUHApoMa mpuodperéHHoro ummyHoaepuuurta  (CITAI).
Uctounnkamu uHGEKIUUA BBICTYNMAIOT KPOBb, CEMEHHAs >KUIAKOCTb, IIEEYHO-
BJIATQJIMIIHBIE BBIACIEHUA W TIpyaHoe MoJsioko. Ilyrm mepemaum BUHY-
UH(GEKIUHU: TOJIOBOM, apeHTepaIbHbIl, BepTuKkanbHbii. [Ipu sTom B 70-75%
repeiadya BUpyca MporucXOoIuT BO BPEMsI POJIOB.

Knunnueckas kaptuna y mianenieB npu BUY-undekium paznoodpasna,
3aBUCUT OT CPOKOB 3apa)K€HHWsl W cTaauu 3aboieBaHud. [Ipu BepTHKaILHOM
MH(GUIUPOBAHUU Y HOBOPOXKIEHHOTO Hab01aeTcsa cuMnroMokomiieke 3BYP
C OBICTpBIM MPHUCOCIUHEHUEM BTOPUYHBIX HHGEKIMM, TeHepaTu30BaHHAs
muMmdoaaeHonaTus, rernaToCIyIEHOMET AN, 3a7€pKKa pocra,
MIEPCUCTUPYIOIANA KAaHAWAO3 IIOJOCTH PTa M IPOMEKHOCTEM, a TaKKe
nopaxxenus [[HC. Tlpu nepenadye BuUpyca MHTpaHATAIbHO ACOIOT KIMHUKU
MPUXOJUTCS HAa TEPBbIE MeECSIbl JKU3HU pedeHKa B BHUJIE OCTPOTo
PETPOBUPYCHOTO CUHJIpOMA, IPOSIBIISIOIIETOCS HecnenupruyecKuMu
CUMIITOMAaMH, JIUXOPaJKOM, ci1abocThio, NuUMQaseHONnaTued W BUPYCHOMU
DK3aHTEMOM.

Hanbonee wacteiM ocnokHeHneM TteueHus BUY-undexnmm, a Takke
ONPENEISAIOIIMM €€ TSKECTh, ABJISAETCS MPUCOCAUHEHUE ONIIOPTYHUCTUYECKUX
uHpekuii. Cpenu ONmopTyHUCTHYECKUX uHpeknuid y gereit ¢ BUU-
uHpekmenn HaubOOIBIIyI0O pPOJb HrparT: Pneumocystis jiroveci, BuUpYC
BETPSHOM OCIIBI, IIMTOMETAJIOBUPYC, BUPYC MPOCTOTO repreca, Mycobacterium
avium complex, Cryptococcus neoformans u pasusie Buasl Candida.

Jwuarnoctuka BHWY y HOBOPOXIEHHBIX 3HAYMMO  OTJIMYAETCS:
TecTupoBaHre Ha aHtuTena K BUY  HeuenmecooOpa3HO, MOCKOJIBKY
MOJIOXKUTENIbHBINA PE3yJIbTaT MOXKET OBITh CBSA3AH C LIUPKYJISIIIUEH MAaTEPUHCKUX
AHTUTEII B KPOBH HOBOPOXKAEHHOTO, KOTOPBIE COXPAHSIOTCS 10 18-u Mecsues.
Jns  moarBepxkaeHus auarHoza BUY y HOBOpPOXACHHBIX HEOOXOAMMO
obnapyxenue PHK BUY B kpou metonom I11IP.

Jletanpubiii ucxon y marmueHToB ¢ BUY-undexumeit, xkak mpaBuo,
OOyCJIOBJIEH ONMOPTYHUCTUYECKUMH HMHPEKUUsAMHU, y JeTell ke ocoboe
3HAYEHHE B YXYALIEHUU COCTOSIHUS HUMeEET OEJIKOBO-3HEepreTHyecKas
HEJ0CTaTOYHOCTh Ha (pOHE MH(EKIINU.

KJIMHUYECKHUU CIIVUAH
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Pebenok E., 5 MecdieB ku3HH, TOCTYNWI B UH(EKIIMOHHOE OTAEIICHUE
MHOTOMPO(PHIHLHOM JETCKOM OOJIBLHMITBI C KajlobaMu Ha Kallielsb, (eOpuIbHYIo
muxopaaky. M3 aHamHe3a M3BECTHO, YTO CEMbsl MpUObUIA W3-32 TPAHUIIBI
HEJeNI0 Ha3ajJ, B TEUCHHUE IOCIETHEro Mecsiia MaTh OTMeuaja y peOeHKa
OTCYTCTBHE NpHOaBKM B Bece, cyOdeOpuiabHyI0 TeMmreparypy. Macca mpu
noctyrieHud — 6300 rp (23-i nepueHTHIb 0 TabauIaM Z-score), IJIMHa Tena
— 61 c™m (8-1 mepreHTHIIb 1o TabauIaM Z-score).

PeGenok pomwmics or Matepu 34-X Je€T, CUUTAIONICH ceOsl 3J0POBOM, U
orua 40 ner, ¢ HapkomaHueil B aHamHe3e. bepemennocts III, poxst II (I —
310pOBbIN peOeHOK, Il — BbIkuabI Ha paHHeM cpoke, 11 — Hacrosmas, Bo 2-m
TPUMECTPE OTMEUanach yrpo3a InpepbiBaHus OepemeHHocTH). Poasl Ha 39-i
HeJieNe TecTaluu, Macca teia npu poxaenuu 3200 r, anmaa 52 cM, Anrap 8/9
OaymoB. [lepBbIii  Mecsl] KU3HM PEOCHOK HAXOIWJICA Ha TPYAHOM
BCKapMJIMBaHWM. BaknuHaiysg TpoOBOAWIACH COTJIACHO HAIIMOHAJIBLHOMY
KaJIeHJapi0 CTpPaHbl, B KOTOPOUW pojuics peOeHOoK. [laHHbIe HEOHATAJIBHOIO
CKpUHUHTA OTPUIATENIbHBIC.

[Tpu moctymieHuu B MHQPEKUMOHHOE OTAENeHHE oOpalaiud Ha ceds
BHUMAHHME MPU3HAKH JbIXaTEIbHOM HEAOCTATOYHOCTU: BBIPA)KEHHAS OJIBIIIIKA,
IIYMHOE JbIXaHUE C BTSHKEHHEM YCTYMYUBBIX MECT TPYAHOW KIIETKH,
ayCKyJIbTaTUBHO - CBUCTSIIINE XPHUITBI BO BCEX OT/IEJIaX JIETKUX; TAKKE BBISIBIICHO
KaHIMJIO3HOE TOPAKEHUE CIM3UCTOM MOJOCTH pTa B BHUAE OEJIOro Hajera.
Pentrenonornuecku  ompeaensiachk — MOJUMCETMEHTapHass  MHEBMOHMUS,
HEOJHOPOJHOE  CHW)XEHHME  MpPO3pAayHOCTH  MpaBoOro  JErKoro B
HWKHEMEMAIBHOM OTJele C WH(QWIBTPATUBHBIMU H3MEHeHusMH.  Y3U
opranoB OpromrHoi nojoctu, HCI', OxoKI' — 6e3 ocobenHocteil. Ha BTOpHBIE
CYTKM TOCHHUTAIM3ALMU 10 JA0OPATOPHBIM JAaHHBIM OTMEYAIUCh: AHEMHS
(remornobuH — 86 T1/11), comepxkaHue XKejie3a B KpPOBH — 4 MKMOJIB/JI,
noBbIlIeHHbIe Mapkepbl Bocnanienus (CPb — 20 mr/i), BeicOKas perukanus
JHK Cytomegalovirus (IIMB), Epstein-Barr B kpoBu, obnapyxena JHK
Candida albicans B 3eBe. [IpucyrcTBOBaM MpU3HAKK CYyOKOMITIEHCHPOBAHHOTO
npixarenabHoro anugosa: pO2 — 111 mm pr.cT., pCO2 — 36 MM prt.cT., pH — 3,6,
BE — -4, maktar — 2 wMMonb/n. bbeuta Ha3zHaueHa OpOHXOJIHMTHYECKAS,
aHTHOaKTepHabHAs, TPOTUBOTPUOKOBAs, MPOTUBOBUpPYCHAs Tepamnus. Ha 5-¢
cytku Obuia momydeHa J[HK Pneumocystis jirovecii B 3eBe. Y4uThIBas
BBISIBJICHHBIE ~ ONMNOTYpPHUCTHYECKHME  HMH(eKuuu, ObUl  3amofo3peH
UMMYHOIe(UIIUT. BbIIO BBISBIEHO CHUXEHUE KOJIMYECTBA HKCUU3UOHHBIX
konen T-knerounoro penentopa (TREC) — 98 xonuii/ 105 knetok. [1o nanHbIM
aHajau3a  KIETOYHOIO HMMMYHHUTETa  OMNpeAeisiach HMMMYHOCYNPECCHs
(camxenue muM@PouuToB - 7.6% (N45-79), T-mumdonutel CD3+ - 39,5% (N45-
79%), T-xennepbr CD3+, CD4+ - 14% (N36-61%), UMMYHOPETyJISTOPHBIMA
uanaekc CD4+/CD8+ - 0,6 (N1,2-3,5), T-xnetku namBHBIE (%CD3+CD8+)
32,6% - (N80-93), pannue tumuueckue smurpantsl - RTE (%CD3+CD8+) -
28,9% (N80,6-91,5). Ilpunumass BO BHUMaHUS aHaMHE3 3a00JICBaHWS,
HapKOMaHHUIO B aHAMHE3€ OTIa, OTCYTCTBHE JAHHBIX O CKPUHUHIAX MaTEpU BO
BpeMs OepemenHoctr, Hammune CIIWJ[-uHaukatopHBIX WHOEKIUH, TaHHBIX
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UMMyHHOTpaMMbl,  3amogo3peHa BUY-undexnus. [lo  pesynbratam
uccnenoBanust kpou metosioM 1P o6uapyxkeHo 6onee 10 muH konmit PHK
BU4Y-1, ypoenp CD4+ — 0,58%. Hauwata koMOuHUpOBaHHAs
antuperpoBupycHas Tepanusi (APT) mpemaparamu corjacHO KIMHUYECKUM
pPEKOMEHAAIUSAM HannonanbHoi accouualnu CIEIHAITUCTOB 1o
npoduiakTrke, AMarHoctuke u jedyennio BUY-undexnun « BUY-undexnus y
nerei» 2024 roma. HecmoTps Ha HpPOBOAMMYIO Tepamnuio, Ha 6-€ CyTKH
TOCIIUTAIM3ALMA OTMEYAJIOCh HApacTaHHWE [bIXaTE€JIbHOM HEIOCTATOYHOCTH
(pO2 — 45 MM pT.CT), B CBsI3M ¢ 4eM pebeHok 0but iepeeacH B OPUT, rne Ovina
HayaTa JIOTalusl KUCIOpOoAa ¢ JAIbHEUIINM NEPEXOAOM Ha BBICOKOYACTOTHYIO
NBJIL. ITo nanubiv Ox0KI' BbIsiBIIEHA BTOpUYHAs JIero4Hasi runeprensus (38 mm
pT.CT.), ObIa Ha3HAYE€HA AaHTUTUIIEPTEH3UBHAS TE€panusl. Y UNThIBAs CHUKEHUE
remoryioouHa (80 /1) U KUCTOPOOTEPANHIO, 10 )KU3HEHHBIM MTOKa3aHUIM ObLTa
IpOBE/ICHa TeMOTPaHCPY3UsI OTMBITHIMU JPUTPOIUTAMU. B KOHTPOJBHBIX
aHanu3ax kpoBu yepe3 10 nueit nocne Havyana APT ormeuanocs camxkenne PHK
BUY-1 no 141000 xormii/mo.

Ha ¢one mnpoBogumoil Teparnuu OTMEHANICd PErpecc JbIXaTelbHbIX
HapylLICHHWM, NPOBEICHO CHWXeHHEe napameTrpoB WBJI ¢ nanpHenmen
sKcTyOaluen u JoTaluuel KUCIopoia yepe3 HazajdbHble KaHoIU. PeOeHoK ObL
nepeBeieH oOpaTHO B HMH(MEKIMOHHOE OTHAEJCHHE. TSKECTb TEUeHUs
MMHEBMOIIMCTHOM MTHEBMOHUU, OCJIOKHEHHOW MHpuImpoBanueMm Pseudomonas
aeruginosa, TpeOoBajia HEOJJTHOKPATHOM CMEHBI aHTUOAKTEPUATBLHON Tepanuu u
NPOAOJKEHUs  Kuciaopoporepanuu B TedeHue 30 nHeit. Taxxke 1o
pPEKOMEHJalMsIM Bpada-MMMYHOJIOTa MPOBOAWIOCH BBEJIEHUE BHYTPUBEHHOTO
MMMYHOTJIOOYJIMHA YeJIOBEKA.

Ha 40-e cyrku rocnurtanuzanuu B obOnactu BakiuHauuu bBIDK
OTMEYAJIOCh MOSBICHHE MECTHBIX BOCHAIMTENBHBIX U3MEHEHUW: THUIEPEMUS,
UHQUIBTpAIMS C YCTYJION B IIEHTPE, YBETUUCHHUE MOAMBIIICYHBIX TUM(POY3JI0B
mokanbHO ciyeBa. [lo manHeiM KT ¢ kKoOHTpacTHpoBaHuMEM — MOpaKeHUE
BHYTPUTPYIHBIX TUM(GATUYECKUX Y3JIOB U BOCTAIMTENIbHAS MHOUILTPAIHS B
JETKUX HE OBUTM BBISBJICHBI, OTMEUYalach peTrHOHapHas uMdaaeHONaTUs
MOAMBIIIEYHBIX JMGOoy3soB cneBa. [Ilpoba Mantry u Jlmackun-Tect —
orpuniarenbHbie. [lpoBenena koHcynbTamus (TH3MaTpa, C MPEBECHTHBHOM
I[eJbI0 Ha3HAaueHa MPOTUBOTYOEpKyse3Hass xumuoTepanus. Ha 43-u cyTtku
TOCIUTANIM3AMK  OTMEYaJlach TOJOXKUTENbHAA JUHAMHUKA: HOpPMaJU3alus
ocTpo(a3HbIX OCJIKOB, pa3pelieHUe MAbIXaTeJIbHOW HEIOCTaTOYHOCTH U
JEroyHOM runepTeH3uu, cHwkenue permkauun PHK BUY (11 ThIC.
kormit/mn), JJHK Cytomegalovirus, Epstein — Barr virus, HapacTaHue ypOBHS
CD4+ (1065 xn*1076/1).

[Tocne okoH4YaHMS Kypca aHTHOMOTHKOTEpanmuu Ha S53-M CyTKH
HAXO0XJICHUS B CTallMOHape peOeHOK ObLI BHIMUCAH IMOJ HaOII0JeHHEe Bpaya-
neauaTpa Mo MecTy JkurtenbctBa M cneuuanuctoB  CIIM/l-uentpa co
CIEIYIOLIUMHU PEKOMEHIALUAMU: MTOCTOSIHHBIN pUeM APT,
MPOTUBOTYOCPKYJIE3HOM  XMMHOTEpAauyd TOJ  KOHTpojieM  (pTU3uaTpa,
JUTATEIILHBIN TIPUEM BAJITAaHITUKIIOBUPA, AHTHOAKTEPUATILHOMN TepaInu.
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JHUATHO3

BUY-undekmus 48 craaus. [ITHeBMOLIMCTHAS THEBMOHHUS.
ObCYK/[EHUE

bonesns, BeizBanHas BUY, BUY-undeknus — BupycHoe 3a0ojieBaHHE
UMMYHHOM CUCTEMBI, TPUBOJIAIIEE K PE3KOMY CHIXKEHHIO 0011Ie YCTONYMBOCTH
opranu3Ma. bojie3Hp MUMEET MEMNJIEHHO MPOTrPECCUPYIOIIEE TEUEHUE, KOTOPOE
IPU OTCYTCTBUH JICUCHUS 3aKAHYMBACTCSA HEN30€KHBIM JIETAIbHBIM UCXOJIOM.

Benenne nanueHToB aerckoro Bospacta ¢ BUY-un(eknuein Bo MHOroMm
OTIMYaeTCss OT TakTUku BeneHuss BUY-unuumpoBaHHBIX BO B3pOCIOi
ITPAKTHKE.

B npodunaktuke u nuarHoctuke BUY-undeknuun y aeteil 3HauuMyro
pOJIb UMEET AMArHOCTUKA MH(PEKIHH y OCpEMEHHOM U POKEHMIIBI, & TAKXKE
MIPOBE/ICHHE AHTUPETPOBUPYCHOW TEpamuu BO BpeMsi OEpPEMEHHOCTH MU B
TEYEHHE POJOB. B BBHIIICONMCAHHOM KIMHUYECKOM Cily4yae OepeMEeHHOCTb
npoTekana 3a mpenenamu Poccuu, Math cumrtana ceOs 3710pOBOH, aHHBIE O
auarHoctuke Ha BUY-uHpekuuio Bo BpeMs OEpeMEHHOCTH OTCYTCTBOBAIH,
TaK)K€ OTCYTCTBOBAJIM JIaHHBIE O POBeACHUHU ITpodunakTuueckon APT.

[THeBMOLIMCTHAS] THEBMOHMUS ABJISIETCA OJHUM U3 cambIxX yactbix CIT/I-
UHIUKATOPHBIX  3a0oneBanuit  cpenqu  BUY-unpuiupoBaHHBIX  JeTeH.
Pneumocystis jirovecii — TpaH3UTOPHBIN TPUOOK, KOJTOHU3UPYIOIIUN JIETOYHBIE
anbBeOJbl YyenoBeka. [1o maHHbIM IuTEpaTyphl, HE CYIIECTBYET OAHO3HAYHBIX
MPUYMH BO3HUKHOBEHUS 3a00JI€BaHUs, HO MPEIIOJIaraeTcsi, yTo 3a0oJieBaHUE
BO3HUKAET B PE3YJIbTATE aKTUBALIMU MPEALIECTBYIONIECH KOJOHU3ALUHA TPUOKOM
albBEOJI, NMPOUCXOASAIIEN B TPYyJAHOM BO3pacTe, WIH B PE3YJIBTATE HOBOIO
uHunupoBanud. Y naumeHtoB ¢ BUY-undekuueidl nHeBMOLMCTHas
ITHEBMOHUS ITPOTEKAET CO CKYJHO BBIPAXKEHHON KJIMHUKO-PEHTTEHOJIOTHYECKON
KapTUHOM Ha HayalbHBIX CcTaausax 3abosjeBaHus. CUMIITOMBI TTHEBMOIIMCTHOM
NHEBMOHMM HECTEeUU(UUHBL: JIUXOpaJKa, MpPOrpeccupyrouias OAbIIIKa,
HENPOJYKTUBHBIM  Kamienb. HEUCKIIOYeHO W TEYeHHWE MHEBMOLMCTHOU
IIHEBMOHMH  CO  CTPEMMTENBHBIM  IIPOTPECCHUPOBAHUEM  JBIXATEIBHOU
HEJIOCTaTOYHOCTH.

EnuncTBeHHBIM  3(h(EKTUBHBIM  TpenaparoM, MNPUMEHSEMBIM IS
JedYeHus M TNpO(YUIAKTUKM THEBMOLMCTHI, SBJISETCS  KO-TPUMOKCA30J.
JIMUTENBHOCTD TEPANIMU COCTABIIAET MUHUMYM 21 neHb. Takke pekoMeHayeTcs
Ha3HAYEHUE KOPTHUKOCTEPOUIOB, KOTOPbIE MOKa3alu CBOIO 3((HEKTUBHOCTH Y
BUY-undpunmupoBaHHBIX JIALY v ITHEBMOLIUCTHOU ITHEBMOHUEMN.
CooTtBercTBytomas Tepanus Obula HazHaueHa pebenky E. Ilpu otcyrcTBHM
JICUEHHUsI ITHEBMOIIMCTHASI ITHEBMOHHUSI HMMEET JIeTadbHBIM Hcxonx a0 80%
CIIy4acB.

[IpenoTBpamieHue  Takoro  TSDKEJIOTO  TEYEHUS  ITHEBMOLUCTHOU
MTHEBMOHHH, KaK B BBIIICOMMCAHHOM KJIMHHYECKOM cTy4yae, ObIsI0 ObI BOBMOKHO
MpoBeeHNEM NPOPUIAKTUKH pu n3BecTHOoM BUY-cTatyce matepu. B Poccun
1A poUIaKTUKY 3a00JI€BaHHM, CBA3aHHBIX C MPOCTEHIINMU (ITHEBMOIUCTHI
U TOKCOIUIa3Mbl) W OakTepusiMu (Hecrneuuuueckue pecnupaTopHble U
KHILEYHbIE BO30YIUTENN), PEKOMEHIYEeTCsI Ha3HAU€HHE KO-TPUMOKCA30J1a BCEM
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JETSAM C BO3pacTa 4-xX He/lelb, pOXKAeHHBIM 0T BYU-N07105)KUTENBHBIX MaTepeH,
0 UCKIIOYEHUsS WHOEKIMH, a Takxke JeTaM ¢ mnoarBepkaéuHon BUY-
uH(ekmen 10 Bo3pacta 12-u MecsieB uiu 6ojiee 10 HOpMaIU3aluu YPOBHS
CDA4.

[IporHocTuecku HEOJATONPUATHBIM CUMTAETCS YPOBEHb BUPYCHOMH
Harpy3ku BUY 6omee 100 000 xomuii/mi, 4TO, BEPOSTHO, CBSI3aHO C XYIIUM
oTBeToM Ha APT Takux manueHToB. Y nanueHToB, HaunHaonmx APT, ypoBeHb
PHK BUY nomken cHmkatbcs kak MUHUMYM Ha 1 jorapudm (B 10 pa3) npu
Hanmnuuu 3P PeKTUBHOMN Tepanuu yepe3 4 Henenu nocie Hayana APT.

B 3apyOexHBIX HCCIENOBaHUSAX OBUIO MPOACMOHCTPHUPOBAHO, YTO
MpoBeeHUE MPOPUITAKTUYECKONU TPOTUBOTYOECPKYIIE3HOM TEpauu NalueHTaM,
npunumaromiuM APT, cHmxkaer 3aboseBaeMocTh TyOepkyne3oMm Ha 30% u
cmeptHocTh  Ha  35-50%. B Poccum  pekomeHAayeTcs  NMpPOBOJUTH
npodunakTrueckoe jgeueHue Tyoepkyneza BUY-nonoxxutenbHpIM naueHTam,
umeromum CD4 <350 mxn. Bakuunanus BIDK nmpotuBornokaszaHa JHOISAM C
BUY uezaBucumo ot konmuyectBa CD4 knerok, APT, BUpycHOW Harpy3ku u
KJIIMHUYECKOTO CTaTyca. B BBIICONMCAHHOM KIMHUYECKOM Clly4yae IMpu
poxknenuu peoenky E. O6pina nmpoenena BakuHamus BLDK, BBuny oTcyrcTBUs
nanHeix 0 BHUY-craryce. Ilocie nHawana APT B Mecte unbekuuu BIDK
O0TMEYaJIOCh HAIMYNE TUTIEPEMUPOBAHHOTO HH(MUIIbTpaTA C MyCTYJION B IIEHTPE,
YTO MOXXET TOBOPUTHh O Pa3BUTUM CHUHAPOMA BOCCTAHOBJICHUS WMMYHHOMU
cuctembl. PeOeHOok ObUT  KOHCYJBTHUPOBAH  (PTU3MATPOM, MPOBEACHO
HCKJIIOUEHUE TYyOepKyle3HOM HH(GEKIMW W Ha3HaueHa MNpoduilaKTHIECKast
Teparnus NPOTUBOTYOEPKYJIE3HBIMU MpenapaTamu.

Hecmotrpss Ha ku3Heyrpoxkaromiee cocrosiHue pebenka E. B
BBIIIICOMTMCAHHOM ciydae, Oaromaps a7ICcKBaTHO nogo0OpaHHON
aHTUOAKTEPHAITBHOM, MIPOTUBOBUPYCHOM, IPOTUBOTPUOKOBOH,
IPOTUBOTYOEPKYJIE3HON, AaHTHMAHEMHUYECKOW Tepanmuu Oblila JTOCTUTHYTa
cTabmin3aIusl COCTOSHHSI M CaHAIlMs 04aroB MH(EKIMU, a TaKKe 3HAYMMOE
CHIDKEHHME BUPYCHOW HATPy3KH.

TEYEHUE HACJIEACTBEHHOI'O COEPOLIUTO3A HA ®OHE
BPOXXJIEHHOW IUTOMET AJIOBUPYCHOM NHO®EKIIUU

Hacnencreennsiit  cepounto3 (Hereditary spherocytosis, MKb-10:
D58.0) — HaciencTBeHHas TeMOJMTHYECKAas aHEMHUs BCIEJICTBUE JedeKTa
MEMOpaHBI SPUTPOIUTOB, MPUBOJISIIETO K XapaKTEePHOMY U3MEHEHUIO (HhOPMBI
IPUTPOLUTOB (CPEpPOLUThI), KOTOpasi TE€TEpOreHHa IO CTENEHU THKECTH
KJIMHUYECKUX TMPOSBICHUN, naePexkraM MeMOpaHHbIX O€IKOB U THILY
HacienoBaHus. KiuHUYeckoe TE4YeHHe HacleICTBEHHOro cgepolmTo3a
BapbUPYETCSl IO CTENEHU THKECTH OT OECCHMITOMHOTO 0 TSDKEIOro ¢
MAacCCUBHBIM T€MOJH30M. B THUNMUYHBIX ciydasx 3a0ojeBaHHE MPOSBISETCS
AHEMHEH, KENTYXOM U CIUICHOMETAIMEN PA3JINYHOM CTENIEHU BBIPAKEHHOCTH.
Bpoxnennas uuromeranoBupycHas uHpekuus (BIIMBU, Congenital
cytomegalovirus infection, MKB-10: P35.1) — 3aboneBanue, pa3BuBaromieecs B
pe3ynbTaTe aHTEHATAlIbHOM mepenayn BO30YyIuTENls OT MaTepud K IUIOAY.
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3abosieBaHUE OTJIMYAETCS IIUPOKUM CIEKTPOM KIMHUYECKUX CHUMIITOMOB,
OJIHAKO Yalle BCEr0 BUPYC TPOIEH K Ie€NaTOUUTaM, KIETKaM KOCTHOTO MO3Ta,
KKT u HepBHOU cUCTEeMBbl. AHEMHSI — OJHO M3 YaCThIX MPOSBJICHUU STOU
UH(pEKIMU, HO PEJIKO BCTpeUyaeTcs ynoMUHaHue ee Tsokenoro TedueHus. [[MB
yanie BBI3BIBAET AHEMMIO TEMOJIMTHYECKOrO Xxapakrepa. MHorma Huskwuii
YPOBEHb T€MOIJIOOMHA W BBICOKAs MOTPEOHOCTh B TpaHChy3uum y JeTer ¢
BIIMBHU MoryT OBITh CBSI3aHBI C COIMYTCTBYIOIIUM HACIIECTBEHHBIM 1€()EKTOM
CTPOEHHUS SIPUTPOLIUTOB.

KJIMHUYECKUHI CIIVYAH 1

Pebenok X. ot 5-i1 OepeMEHHOCTH, 3-X CPOYHBIX POJOB, OT MaTe€pu C
OTSTOIIEHHBIM aKyIIEPCKUM aHaMHe30M (1-s OEpeMEeHHOCTh — NepUHATAIbHAS
rubenb, 3-s1 — 3amepiias, Bo Bpems 4-ii 0epeMeHHOCTH OBLIIO BBISIBJICHO TCUCHHE
MB-undekunn, OepeMEHHOCTb 3aKOHUMIIACH BHYTPUYTPOOHOU THOENBIO
wiona). JlanHas OepeMeHHOCTh TpoTekana ¢ mnojo3penremM Ha [[MBU
(MOHOHYKJICO30MOAOOHBIM  CHUHJIPOM, IMOBBILIEHUE TEMIEpaTyphl  Tena,
noJnoxxutenbHble [gG B Hayasie 0epeMEHHOCTH C HEBBICOKON aBUIHOCTbBIO Ha 16-
i1 Henene recranuun). Macca Tena pebenka npu poxaenuu — 3200 r, anvuHa 52
cM, 110 1Kaje Amnrap 8/9.

Ha 10-i1 nenp >xu3nu metonom I[P o6napyxena JJHK IIMB B kpoBu,
moue u citoHe. Teuenne BIIMBU Obuio paciieHEHO Kak CyOKIMHUYECKas
(opmMa: Ha MOMEHT POXKIAEHUS KIMHUYECKH 3HAUMMbIE NTPU3HAKK 3a00J1€BaHuUs
OTCYTCTBOBaJIM, KaK U M3MEHEHHs] B reMOrpaMMe, OMOXMMUYECKUN MPOPUIIb
KpOBU U UHCTPYMEHTaJIbHbIE 00CIe10BaHus 0€3 MaTOJIOTU .

['ocniutanuzanus B Bo3pacTe 9 mecsaneB M 28 AHEN OCYIIECTBIEHA IO
npuuuHe ctoiikoro ¢edpunurera (39,0 °C) B TeueHnue 4yeThipex aueul. [lpu
(U3MKATLHOM OCMOTpE BBISIBIIEHa CYyOMKTEPUUHOCTh KOXH U ckiiep. Iledyens u
celie3eHKa BBICTYMalM M3-TIOJI Kpas pebepHod nyru Ha 2 cM u 1,5 cm
COOTBETCTBEHHO. (OTMeuanach MNajJlbMapHas »JSpUTEMA, PACUIMPEHHE BEH
nepeHe OpIONTHON CTeHKH, Moua IBeTa 3aBapku. CTyn Obin okpameH. [lo
JTAHHBIM JIA0OPATOPHBIX HCCIeNOBaHUM BhIsiBICH 1uTonu3 (AJIT 4337 En/m,
ACT 2684 En/n, maktataeruaporeHaza 1952 En/n, runepOunupyOunemust c
HapacTanueM (obmwmii ounmupyoun ot 136,8 1o 396,0 MKMOIIB/IT), JIEHKOIIUTO3
(or 11,7 go 19,4 ma 10°/n mHeWTpopMILHOrO XapakTepa), BLIPAKEHHAS
BocnanuTenbHas akTuBHOCTh (CPb mpu moctymnenun 102,6 mr/n), Tsoxenas
aHeMHs — TEMOTJIOONH CHIKEH 110 57 /1.

[To nanueiM Y3U opranoB OproiHOM MOJOCTH, IENAaTOCIUIEHOMET AU C
muby3HbIMM M3MEHEHUSIMH B MapEHXUME TMEYEHH, OTEK mapamy3bIpHON
KJIETYATKH, YTOJIEHHUE CTEHOK >KEIYHOTO Iy3bIps, MPU3HAKK TOPTaIbHOU
TUIEPTEH3UU.

B Bozpacte 10 mecsueB u 4 aneit xu3nu meroaom 1P obnapyxkena
JIHK IIMB B catone 5,00 x 105 konwmit/mi, B kpoBu — 3,50 x 105 konwmit/mi.

HecMmoTpss Ha nedeHwe B TeYEHUE JBYX JHEW (IMyJbC-Tepanus
aexcameTazoHoM 0,5 mr/kr no 4 mr, pa3BeaeHHbIM B 100 M1 (pH3HOIOTHUECKOTO
pacTBopa B/B KamenbHO | pa3 B cyTkH, donmeBoit (mo 1 mr 2 paza B CyTKH),
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YPCOI€30KCUXOIUEBON KUCIIOTOM, MPETHU30JIOHOM (per 0s, 1o cxeme: 6:00 mo 2
tabaetku (10 mr), 10:00 u 14:00 mo 1 Tabnerke (5 mr), 33oMmenpa3zonom 1o 10
Mr per os 1 pa3 B CyTKH), COXpaHsJlach MOTPEOHOCTb B IreMOTPaHCPY3USX.
BoisiBnennbie u3menenus (amemust 57,0 T1/1, CHMDKEHHE OCMOTHYECKOM
PE3UCTEHTHOCTHU SPUTPOLIMTOB, TUIEPPETUKYIOLIUTO3, yMEpEHHast
MOJIMXPOMATO(MUIIUS ¥ aHU3O0LIMUTO3) TPEOOBAIM MPOI0JKATH MOUCKH MPUYUHBI
TEMOJIUTUYECKUX KPU3O0B.

BbII0  IpOBEEHO ~ IEHETUYECKOE  HCCIEJOBAaHME  HAa  IOMCK
HACJICJICTBEHHBIX aHEMUH: BbIsiBIieHa MyTanus B reHe SPTB. Takum o6pa3zom,
ObUT  BBICTABJICH JMAarHO3: HACJIEJACTBEHHas TE€MOJMUTHYECKas aHEeMus,
npuoOpeTeHHas ayTOMMMYyHHasi ~ reMoiJMTHuYeckas  (TpaHc(]y3HOHHas
M30MMMYHHU3A1Ms ), IUTOMETaIOBUPYCHAsi 00JI€3Hb HEYTOUHEHHAS.

B Bo3pacte 12 Mecs1eB 0TMEYEHBI PU3HAKY JKEJITYIITHOTO CUHAPOMA U
renaToCIJIEHOMEralausl ¢ HapaCTaHWEM pa3MepoB (MEYEHb BHICTyHala HU3-IOJ
pebepHoit 1yru Ha 4 cM, CeJIe3eHKa Ha 2 CM).

HyXHO OTMETHTH, UTO MpHU BCEX rocnuranuzanusax BeisBIsiack JHK
[IMB B KpOoBHU U CJIIOHE, HAPACTAHUE AHTULIUTOMETAIOBUPYCHBIX aHTUTEN: B 10
mecsiteB antutena k [IMB IgM 1,8 Ex/mn, 1gG 180 En/mi, npu nocneanem
obpamenun B Bo3zpacte 1 roma — IgM 2,31 Ea/mn, IgG > 250,0 Ea/mo.
Otmeuanock nossimenne Tpancamunas (AJIT no 942 En/n, ACT no 913 En/n)
u  runepOunupyouHemus (oOwuid Ownupyoun no 228,1  MKMOJIb/I,
MPEUMYILIECTBEHHO 3a cUeT npsiMoit ppakuuu — 155,5 MKMoab/).

[Ipu BeIMKMCKE BUpyCHAs Harpy3ka yMeHblnuiach (antutena k [IMB IgM
1,5 En/mn, IgG 200 En/mn, merogom TP o6uapyxena JIHK IIMB B citone
3,05 x 105 xonuit/mi, B kpoBu — 2,15 x 105 xomnuii/mi), neyeHb BICTyNana u3-
Mo/ Kpasi peOepHO Ayru Ha 3 cM, cele3eHKa — Ha 2 CM.

IHUATHO3

HacnenctBennsiii  ceporuro3. BpokneHHas nHUTOMErajioBUpyCHas
UHpEKITHS.

JTUDDEPEHI[HAJIFHBIN JUATHO3

B cnyuae TedeHus HEKOppHUTHUPYIOIICHCS aHeMUH Ha (OHE AKTUBHOMN
IMBU cnengyer HCKIO4aTh HACIIECICTBEHHBIE AHEMHM, a TaKKE AHEMHUHM Ha
done Apyrux nHPEKIUOHHBIX MporieccoB. Hanboee yacTo pa3BUTHE THKETOM
BPOKJICHHOM aHEMMH CBSI3bIBAIOT ¢ mapBoBHpycHOM mHpexuuen B19. B Tom
YucIie B MOCJIEAHUE TObI JOKA3aHO, YTO TshKeJas BPOXKICHHAS aHEMUST MOXKET
pa3BuBaTbca npu reprernyeckod uHpexkuuun (14, 6-7-ro THUMOB),
TOKCOILJIA3MEHHOW, SHTEPOBUPYCHON U JIPYTUX BHYTPUYTPOOHBIX MHPEKIIMIX.
Taxxke  muddepeHmanbHbld  AMArHo3  HEOOXOAMMO  NPOBOJAUTH  C
HACJIeICTBEHHBIMU OOJIE3HSIMH OOMeHa (M3 TpYIIbl JTU30COMHBIX O0JIe3HEH U
XOJIECTATUYECKUX), TaK KaK C POXKICHHUS OTMEYAINCHh BBICOKUE IUDPHI
OwmpyOnHa, M ¢ BTOPHUYHBIM T€MOXPOMATO30M (B CBSI3U C BHICOKUM yPOBHEM
depputuna — 2819,9 ur/min).

OBCYK]/[EHUE

Bpoxxnennass 1murToMmeramoBupycHas WHEKIHS — WHOEKIIMOHHOE

3a00JIeBaHUE C MYJIbTUCHCTEMHBIM MTOPAXKEHHEM, Pa3BUBAIOIIEECS B PE3yJIbTaTe
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aHTeHaTaJbHOrO0 HWH(MUUUPOBaHUA IIoAa IUTOMeramoBupycom (LIMB).
[{uToMeramoBUpyC UMEET TPOITHOCTh K MTOYTH BCEM KJIETKaM OpraHu3Ma, B TOM
YuCJe K KJIETKaM KOCTHOTO MO3Td, YTO KIMHUYECKH HPOSIBISETCS aHEMHUEH,
TPOMOOLIMTOTICHUEH,  JIEUWKOTICHUEH. Haunbonee  pacnpocTpaHeHHBIMU
pU3HAKaMH BPOXKJIEHHON IUTOMETaJIOBUPYCHON MH(PEKIIMU Y HOBOPOKICHHBIX
SABJISIIOTCS KENTyXa, IETEXUH, TeMaTOCIIICHOMETa usl U MUKpoIieatus.

B cBoro ouepenr HacieACTBEHHBIM CPEPOIUTO3 — ITO Pa3HOBUIAHOCTH
BPOK/ICHHOM T€MOJUTUYECKUI aHEMUU, CBA3aHHAs C MyTallUsIMU T'€HOB OEJIKOB
MOBEPXHOCTHOM MeMOpaHbl 3puTporuToB. Jlns 3a0oneBaHus XapaKTEpHO
CHH)KCHUE YPOBHS TEeMOTJIOOWHA, TIOBBIIIEHUE YPOBHSA OWIMpYOMHA U
YBEJIMYEHHE CelIe3eHKU. Bcero BeIIENAOT 5 BapuaHTOB 3a00eBaHus. Bece onn
CBSI3aHBl C MYyTalMSIMU B TE€HAX MEMOpPAHHBIX/IIUTOCKEIETHBIX OEIKOB
SPUTPOLUTOB. Bo3pacT MOCTaHOBKM JUarHo3a HAcJIEICTBEHHOIO c(epoluTo3a
TaK)K€ BeCbMa BapbUpyeTcs. B OOJbIIMHCTBE Ciay4aeB — 3TO JAECTCKUH U
HOJPOCTKOBBIM  BO3pacT. beccHMIITOMHOE  TEYEHHE  HACJIEACTBEHHOIO
chepouuTo3a BBIABISIETCS IIOCIE AIUIACTUYECKOTO KpH3a, BbBI3BAHHOTO
napBoBupyc B19 wundekumeit, wim mnocine rpunmna. HacnencTBeHHBIN
chepouuTo3  sABIsAETCS  HauboJiee  PACIPOCTPAHEHHBIM  I'€HETUYECKUM
reMOJMTHYECKUM 3a0oJieBaHueM. XOTsl OH Oojee pacnpocTpaHeH B CeBepHoi
Esponne n CeBepHOli AMepuKE, OH MOXET NPUCYTCTBOBAaTb B PA3IMYHBIX
pacoBeix mnonyisinuax. Yacrora Bcerpedaemoctd 1:2000 4yenoBek, XOTs
3HAUUTEIBHOE KOJMYECTBO OECCUMITOMHBIX CIIy4aeB MOXET OCTaBaThCS
HEJIMarHOCTUPOBAHHBIM.

AHemusl BIIIETCS OHUM W3 CUMIITOMOB BHyTpuyTpoOHOM IIMBU, HO
peaKo coolmaeTcs O ee TsKelIoM xapaktepe. JlaHHbI (akT 00ycIoBUI
JUArHOCTUYECKU TIOMCK HACJIECTBEHHbIX T'E€MOJIUTUYECKUX aHemui. B
pe3ysbTaTe MOJIEKYJISIPHO-TEHETUUECKOr0 MCCIIEIOBaHUs y NMEpPBOTro pedeHKa
Obl1a oOHapyskeHa myTanus B reHe SPTA2, y Broporo — B rere SPTB. [lannbie
reHbl OTBEYAIOT 3a CHHTE3 OEJKOB, KOTOpBIEC SBIIAIOTCS CBS3YIOIIMMH U3
LIUTOCKEJIETa SPUTPOLIUTOB, YTO M 00YCIIaBIMBAET Pa3BUTHUE THKEION aHEMHH.

Pannee Hauano 3aboneBaHusi TpeOOBAJIO IMIUPOKOTO AMATHOCTHUECKOTO
noucka. BbIsBICHHbIE XapaKTepHbIE W3MEHEHHUS B OMOXMMHYECKOM aHAIN3e
KpoBM  (TOBBIIIEHWE  YpPOBHSA  TpaHCAMHMHA3,  TUNEpOMIHpyOHHEMHus,
runepPeppuTuHEeMus), MOTPEOOBAIM PACHIUPUTH JUATHOCTUYECKUM TMOUCK.
HacneactBennbsie 3a0oJjieBaHMsl OOMEHA, HACJIEICTBEHHBIA TI'e€MOCHAEpPO3 B
IPE/ICTaBIIEHHBIX HAMU CITy4asX ObLIU UCKITIOYEHBI.

CriieHsKTOMUSL B 3HAUUTENBHOM CTENEHW YIyYIlaeT CUMITOMATHKY Yy
OOJBIIMHCTBA MAIIMEHTOB, TOCKOJIbKY CEIe3€HKa ABJISIETCSI OCHOBHBIM OPTaHOM,
A€ TPOUCXOOUT paspylieHne >SpuTpouuToB. ONHAKO TMMOKa3aHUSA IS
CIUIEH3KTOMHMM CYLIECTBYIOT TOJIBKO Il MALMEHTOB C TSDKEJIBIM TEUYEHHEM
HacJleACTBEHHOro  cepoumrosa. Jlns  malMeHTOB C  YMEPEHHBIMHU
MPOSIBJICHUSIMM HET YETKOro KOHceHcyca. Jlamapockomnuueckass mnepeBsizKa
COCY/IOB CEJIE3€HKH MOCHe 5 JIeT KU3HU IO3BOJSET M30eXaTh OCIOKHEHUMN
CILUIEH3KTOMMH.
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Pazoen 7. XHPYPIHYECKAA ITATO/IOI'HA

KUCTbBI IEYEHU

Kucro3nele mnopaxeHuss TNE€4YeHu — I3TO TIpynmna 3a00J€BaHHUI,
BKJIIOUAlONasi B ce0s TeTepOreHHBIC MOPAXKEHHsS] TEYEHH 10 3THOJIOTHH,
Mopdonorun, mnartoreHesy. [lo ATHOJOTMM KHUCTBI TEYEHH JEIATCS Ha
BPOXKJICHHbIE M TMPUOOpPETEHHBbIE, MO0 MOP(POJOTUYECKON XapaKTEPUCTUKE
BPOJK/ICHHBIE KUCTHI IIEYEHU ITPE/ICTABIICHBI MOJIUKUCTO3HON 00JIE3HBIO TIEYEHH,
IPOCTBIMM KHUCTaMH, MPOTOKOBBIMA W PECHUTYATBIMU MEPEIHEKUIICYHBIMU
NEYEHOYHBIMU KUCTaMHU. [IpocThie KUCThI IEYeHN OOBIYHO MPEACTABIISIOT COOOM
TOHKOCTEHHYIO IIOJIOCTb, BBICTJIAHHYI0 KYyOMYECKMM WJIM CTOJOYaThIM
SIUTEINEM, 3alOJHEHHYK CEpO3HOM JKHMAKOCThrO. Kak mpaBuio, OHH
pa3BUBAIOTCS W3 a00EpaHTHBIX, 4Yallle BCETO HW30JUPOBAHHBIX, KETYHBIX
IPOTOKOB. B penkux ciaydasx BBICTHIIKA MOXET COCTOSITh U3 CKBAMO3HOIO
(TJI0CKOr0) AMUTENMS, KOTOPBI UMEET CBOMCTBO MEPEPOKIATHCS B CKBAMO3HBIM
(T1ockoKeTOUHBIN) pak. IIpocThie KUCTHI, B OTIWYUE OT IMOJUKUCTO3ZHOM
0O0JIe3HH NIEYEHH, HE HOCAT HACJIE/ICTBEHHBI XapaKTep U HE COMPOBOKIAIOTCA
KMCTO3HBIM MMOPAKEHUEM JIPYTUX OPTaHOB.

B HeoHaTanbHOM TIEpUOAE KHCTBI II€YEHH PEIKO IPOSBIIOTCS
KJIIMHUYECKU U MOTYT OKa3aThCsl CIIy4YaliHOM HaXOJKOU BO B3POCJIIOM BO3pacTe.

BposxieHHbIE KUCTBI IEYEHHU BCTPEYAOTCS CPABHUTENBHO peaKo. OqHako
B CBSI3U C COBEPLIEHCTBOBAHNWEM JIMATHOCTHKU IIPU MpeHaTanbHOM Y 3 KUCTHI
MEYEHU JTUAarHOCTUPYIOTCS PaHbLIEC U Yalle, YTO CIIOCOOCTBYET PAllMOHAIBHOM
MapuIpyTHU3alUU MAIUEHTOB.

[Io maHHBIM JHUTEPATYPHI, KIMHUYECKUE CUMIITOMBI MOTYT OTMEYaThCs
mumb B 10-40% cimyyaeB BpOXKAEHHBIX KHCT II€YEHH, HO IPU POCTE H
YBEJIMYEHUN AKTUBHOCTU peOEHKA KUCTHI MEYEHU MOTYT HAdaTh MPOSIBISATHCA,
BbI3bIBas y JIeTe yBennueHue oObEMa JKMBOTA, JKENTYXy, a0JOMUHAITHM,
npu3Haku ractpolsodareansHoro pedurokca, PIIC u apyrue CUMOTOMBI,
CBSI3aHHBIE C JTABJICHUEM KHCThI HA COCETHHE OPTraHbl.

KJIMHUYECKHY CIIVYAH 1

Manpuuk E. 2-Xx MecsilleB JKM3HM TIOCTyNUJI B  OTJEJICHHE
MHOTONPO(PUIBHON JETCKOH OOJBHHUIIBI C IEIbI0 IUIAHOBOTO ONEPATHBHOIO
BMeIIaTebcTBa. M3 anaMHe3a )KU3HM U3BECTHO, YTO peO&HOK oT MaTepu 30 jeT
C OTATOIICHHBIM COMATHYSCKUM aHaMHE30M (IMHEIOHES(PPHUT, BapUKO3HAs
00JIe3Hb BEH HIDKHUX KOHECYHOCTEH, JKeIldHOKaMeHHas 00J1e3Hb). MallbuuK OT
2-ii GepemeHHOCTH (l-1 OEpEMEHHOCTh — 3JO0POBBIM PEOEHOK) C Yrpo30i
npepbiBaHus B 1-M TpumecTpe (peTpoxopualibHas reMaTroMa), reCTalluOHHBIM
CJI BO 2-M TpuUMeCTpE, 2-X CPOUHBIX CAMOCTOSITEJIBHBIX PO0B. Macca Tena npu
poxaenuu 3850 r, qimmHa — 53 cM, 1o Anirap 8/9 6amios.

[Tpu npoBeAeHUN MPEHATATIBHOTO CKPUHUHTA Ha 36-1 HEe/leNe recTaluu y
110,12 OBLTM OOHAPYKEHBI DXO-TIPU3HAKU KUCTO3HOTO O0pa3oBaHUs B MpaBOU
JIOJIA TICYEHH, B CBSI3U C YeM Ha 4-¢ CYyTKHU >KU3HU PEeOCHOK ObLI NEepeBEJICH B
OIIH, rae mo pesynabraTam Y3UW ObT MOATBEPXKAEH IHUAarHO3 KHCTO3HOTO
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oOpa3zoBaHus neueHd U nposeseHa KT ¢ koHTpacToM, BbISIBUBIIAS MPU3HAKU
CyOKarncyJIsspHON KUCTHI PABOM JT0JIM TIEYeHU. B CBSI3M ¢ yI0BIETBOPUTEIHHBIM
COCTOSIHUEM U HECPOYHOCTHIO OMEPAaTHBHOTO BMEIIATENIbCTBA PEOCHOK ObLI
BBINIMCAH JIOMOM M0J1 HAOJIIOICHHUE TeIaTpa U XUpypra o MecTy >KUTEJIbCTBA.

B Bo3pacte 54-x nHel nanueHT rocnuTAIM3UPOBAH B IJIAHOBOM MOPSIAKE.
IIpu moctymienun Macca Tena cooTBercTtBoBaia 5130 1, mouHa 57,5 cwm.
CocrosiHue pebeHKa IMpU OCMOTPE CpEIHEW CTEeNEeHH TSKECTH, MPU3HAKH
KENTYXH, TenaroMeraind OoTcyTcTBoBaiM. [lo pesynbraTam n1abopaTOpHOro
MCCIIEIOBaHMS KpOBU — TeMorioouH 99,8 r/n, moseimenne yposueidr AJIT — 54
EJl/n u ACT — 55 EJl/n. Ilpu nposenenun Y3U opraHoB OpIOLTHOMN MOJTOCTH B
MPOEKIMU XOJeI0Xa BU3YyaIM3MPOBANIACh OBajbHAs aHAXOIEHHAs CTPYKTypa
pazmepamu 35x25 MM, KOoTOpasi OblJIa paclieHeHa KaK BPOKJICHHAs! KUCTa.

Pebenky Oblna mpoBeAcHA JamapoOCKONMWYEcKas omnepamus, B XOJe
KOTOpO# OblIa BU3yalW3MpOBaHA M HCCEYEHA KUCTA MEUYEHU OKOJIO 4 CM B
IUaMeTpe, MPU €€ IMyHKIUN U aCIUPALNK OITYy4eHO 30 MIT )KENTON KUJIKOCTH.
[Ipu peBU3MHU KETUEBBIBOSAIINX MPOTOKOB MHOM MATOJIOTMH HE 0OHAPYKEHO.

PeGeHnok ObLT BBIMHMCAH C PEKOMEHAAIMSAMHU B YIOBICTBOPUTEIHLHOM
COCTOSIHUH 10| HAOJI0/IEHHE YYaCTKOBOTO MeIuaTpa U Xupypra.

[Ipy THCTOJIOTMYECKOM HCCIECAOBAaHUM B IpEAeiax HCCIECIOBAHHOTO
MaTepualia OINpeNessuics BHYTPH- W BHEKJIETOUYHBIM xoiectas, (udpos,
nepunopranbHbld renatutr. MHaekc cknepo3a no [ecmer coorBercTBOBaN |
6amty. Uuaekc ructonornyeckoi akTuBHOCTH 1o KHojienb 6e3 yueTa ckiieposa
Hu3kuii (5 6amion). [1o 3akIr0YEHNIO TUCTOIOTUYECKOTO UCCIIEI0BaHUs — KUCTA
neyeHu (OumapHasi Wik Me30TeuanbHas).

[Ipu nanpHelIIEM HAOMIOJEHUM YYACTKOBBIM MEIUATPOM (HU3UUECKOE
pa3BuTHE peOEHKA COOTBETCTBOBANIO BO3pacTHOM HOpMme. B Bo3pacte 1 roma 1
MecsI] Macca Tena Ha ypoBHe 10 kr (85-97 nepuentwib), poct — 79 cm (>99
NEPICHTHIIb), HOpManu3ausa onoxumuyeckux nokazareneit (AJIT — 13 ME/n,
ACT - 32 ME/n), uT0 COOTBETCTBOBAJIO pedepeHCHBIM 3HAUCHHSIM.

HHAT'HO3

Bpoxnennast kucra neyeHwu.

KJIMHUYECKHUH CIIVYAH 2

Manpuuk P. 19-u  gHeld  KWM3HM, TOCTYNWJI B  OTJHEJCHHUE
MHOTONPO(UIBHON AETCKON OOJBHUIBI C LENbI0 IJIAHOBOTO ONEPAaTUBHOIO
BMeEIIATeIbCTBA. PeOeHOK OT 2-11 6epeMEeHHOCTH, MPOTEKaBIIIECH C KOJIHITUTOM Ha
22-1 HeJene recTaliy W aHemMued Ha 32-M Henesne, 2-X CaMOCTOSTEIBLHBIX
CpPOYHBIX poJIoB. Macca Tena npu poxkaenuu — 3320 r, qiouHa Tena — S1 e, no
mKajge Anrap orieHeH Ha 8/9 6aioB.

[Ipu nmpoBeneHny MpeHaTalbHOIO CKpUHHMHTA Ha 36-i Henene recraluuu
OblTa BBISIBJICHA KHUCTAa OpIONIHOM TMOJOCTH, HENb3s OBLIO HCKIIOYHTH
MOpaKeHNE BHYTPUOPIOMIHOTO TuMpaTtrdeckoro y3na. Cpasy mocie poxxaeHus
pebenky 0110 mpoBeaeHo Y 3U opraHoB OprOIIHOM MOJI0CTH, KOTOPOE BBISIBHIIO
HaJU4Ke >KUIKOCTHOTO OOpa30BaHUsS MPABON IMOJOBHHBI OPIONTHOW TOJIOCTH
pazmepoM 33x29x26 MM ¢ YETKMMHU POBHBIMH KOHTypaMH, pe3yiabTaTbl MPT
OpraHOB OPIOIITHOM MOJIOCTH ¢ KOHTPACTOM MOATBEPAIIN JUATHO3.
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B Bo3pacte 12 nHelt peOEHOK B IMJIAHOBOM TMOPSAKE IMOCTYMUI B
MHOTONPO(PMIBHYIO AETCKYIO OOJIBHUIYY JUIsl BbIOOpa JajdbHEWIEH TAKTHKU
nedenus. Ilpu ocMoTpe — cocTosiHME peOEHKa CpeJHEN CTENEHU TAKECTH,
HaOmoanach CyOMKTEpPUYHOCTh  KOXKHBIX IOKpPOBOB. Y3W  BBIABHIO
HE3HAYUTEIbHYIO TeMaTOMEranuio 0e3 U3BMEHEHUS 3XOCTPYKTYPbl TAPEHXHUMBI,
o0beMHOE OOpazoBaHHE OPIOIIHON IMOJIOCTH, PACIOIOKEHHOE ONMKe K 4-My
CETMEHTY II€YEHH, HE COOOIIAaroIIeecs C KEIUHbIM My3bIpeM U 0€3 NPU3HAKOB
HanpspkeHust. CoAepKMMoOe — aHAXON€HHOE C MEJIKOJMCIIEPCHON B3BECHIO,
HIOKHUM KOHTYpP CMEXKEH C Hapy>KHOH CTEHKOW 000J0YHON KHUIIKH, CO3/IAaeT
BIIEUATJIICHUE TYIUIMKATYpPhl CTEHKH, aHAJIOIMYHOM KuieyHou. [lpu nBrxeHun
CTEHKH KHIIKH CTEHKa 00pa3oBaHus 1e(pOpMUPOBAIIACH.

B OuoxumuuYecKOM aHajiu3€ KpPOBH — IOBBIIICHHE YPOBHS TraMMa-
rrytamuitpannentugaassl (ITT) — 195 EJl/n, runepounupyounemuss — 110
MKMOJIb/T (Ounupyoun mpsimoit — 11,7 mkmons/n). [locne obcnenoBanust u
KOHCYJIbTAllUM JETCKOTO XUpypra ObUIO NPUHATO pEIICHHE O IIJIaHOBOM
OIEPaTUBHOM BMEIIATEIbCTBE.

B Bozpacte 19-u aneil pebeHKy Oblia MpoOBeEHA JIaapoCKOUYecKas
KpaeBasi pe3eKUus KHUCTbl meueHu. llpu peBu3uu OpIOIIHOM IOJOCTH
BU3YyaJM3UPOBaHA KUCTa Pa3MEpPOM OKOJIO 4 CM B JIHMaMeTpe, IPOXOMsIasi
BHYTpH MapeHXUMbI NIe4eHU B 5—6-M e€ cermenTe. [Ipu myHKIMM KUCTHI OBLIO
MoJy4eHo OKoj0 30 Ml KeNTO-3eJIEHOM JKUIIKOCTH, TMOCJE€ Yero oHa Obuia
uccevena. [lo pesynbraramMm MOpQPOIOTUUECKOTO UCCIEAOBAHMS — TKAHH MTEYEHU
M30THYTOM JMHEHHOU (POPMBI, MOKPHIThIE Y3KOW MOJOCKON (PUOPO3HOM TKaHU
(okpacka no Ban I'm30oHy), BBICTJIaHHOM KyOWYECKMMH KJIETKAMH BBITSHYTOM
dopmbl Oe3 atunuu. [Ipu rucTosornyeckom ucciieqoBaHuu Mop(doiornieckas
KapTWHA B OOJbIIEH CTENEHU COOTBETCTBYET BPOXKIACHHOW OMIMAPHON KHUCTE
NICYCHH.

PebGenok ObuT BBIIKMCAH JOMOH B YAOBIETBOPUTEIBHOM COCTOSIHUU.
[ToBTOpHO HE rOCIMTAIU3UPOBAJICS, CO CIOB MaTepu, (PU3UUECKOE U HEPBHO-
MICUXUYECKOE pa3BUTHE PEOEHKA COOTBETCTBYET BO3PACTHBIM MOKA3aTEIISM.
HATHO3

Bpoxnennast kucra neyeHu.

JTUDDEPEHI[UAJIbHBIN JJMATHO3

YuuThiBas peAKOCTh BPOXKAEHHBIX KUCT IEYEHH, HEOOXOIMMO MPOBOJAUTD
ux  JauddepeHIManbHY0  AUMArHOCTUKY € JPYTUMH,  HauOoiiee
pacnpocTpaHEHHBIMU BHYTPUOPIOIIHBIMA KUCTO3HBIMHU MOPAXKEHUSMHU, TAKUMHU
KaK KMCTBI SIMYHUKA, SHTEPAJIbHBIC TYTUIMKAIMOHHBIE KUCThI, ME3EHTEpUAIbHbIC
KUCTBl (MuMdaTuyeckue Maib(popMallii), MEKOHHAJIbHbIE TCEBAOKUCTBI H
KUCThl Xosenoxa. Ilon miona, BHEMIHUM BUJ KUCTO3HOI'O OOpa3OBaHUS U €ro
B3aUMOCBSI3b C COCEIHMMH CTPYKTypaMH NO3BOJSIET YTOYHHUTH TOIHKY
KHCTO3HOTO 00pa3zoBaHus. TeM He MeHee ompeiesieHue Tomorpaduu KUCTHI
MIEYEHU MPEACTABIISIET ONPEAECICHHBIE CI0)KHOCTH Ha JUATHOCTUYECKOM STaIle.
[IpaBunbHBII JUAarHo3 BO3MOYHO MIOCTaBUTh Ha OCHOBAaHHH

MHTPAONIEPALMOHHON KaPTUHBI K MOP(OIOTrHIECKOT0 UCCIETOBAHHS.
ObCY)K/JEHUE

174



BpoxneHHbIe KUCTHI IEYEHU — Pe/IKas MaTOJIOTUsl, KOTopas BCTpEUYaeTcs
oT 0,1% no 2,5% cnydaeB. CUMNTOMBI, BO3HUKAIOUIME NP HAUIMYUU KUCTHI
ne4YeHu, 0O0YyCIIOBJICHBI €€ JaBJICHHUEM Ha COCEJHUE OpraHbl U MOTYT OBIThH
IPE/ICTAaBIICHbI JIbIXaTEeIbHBIMU PACCTPOUCTBAMH, OOJIEBHIM a0JIOMUHAIBHBIM
CUHIPOMOM, JKEIITYXOM.

[Ipyn ¢usukanbHOM 00CIEIOBaHUU JETEH C BPOXKIACHHBIMU KHUCTaMHU
NEYeHU MOXKHO BBISIBUTH YyBEJIMYEHHE OOBEMa JKHUBOTA, TEMaTOMETAIHUIO.
JlaGopatopHble MOKa3aTeN, KaK MPaBUIO, HE UMEIOT OTKJIOHEHHM, OJHAKO
MOXHO OOHapyXuTh noBbilieHre ypoBHs ¢epmentoB — AJIT u ACT, LD u
I'TT, Takue HaXOAKU MOT'YT TOBOPUTH O PACIIONIOKEHUU KUCThI B 00JIaCTH BOPOT
MEYCHU U €€ JABJICHUU HA KETYHBIC MPOTOKU U KPYIHBIE COCYIbI, YTO MOMKET
MPUBECTH K MEXAHUYECKOM IJKENITyXe, XOJAHTUTy WU M[OPTaIbHOMN
TUTIEPTEH3UH.

OcHOBHBIMM M HauOosiee WH(GOPMATHUBHBIMH B CIllydae JIUATHOCTUKH
BPOKJICHHBIX KUCT MEUYECHU SIBIIAIOTCA UWHCTPYMEHTAIbHBIE BU3YAIU3UPYIOLIUE
METO/1bl 00cieioBanus. He BhI3bIBACT TPYIHOCTEM IpeHAaTAIbHAS TUATHOCTHKA,
YTO MOXKET O0O0€CHeUUuTh MPABWIbHYI0 MapIIpyTU3alUI0 M O0OcCIeA0BaHHUE
HOBOPOKJICHHOTO B KpaT4alillie CPOKH.

beccuMnTOMHBIE KUCTBI MOKHO KOHTPOJIMPOBATH ¢ momomibio Y3U B
JUHAMUKE, TOCKOJbKY COOOIIAETCS O TIOJHOM CIOHTAHHOM pa3penieHuu
MpEHaTaIbHO JUArHOCTUPOBAHHBIX MEYCHOUHBIX KUCT.

Jleyenue kuCT TpeOyeT yHajdeHUs OIUTEIUATbHOW  BBICTUJIKH,
MPOAYLUPYIONIEH KUJIKOCTh, MOATOMY MPOCTass YPECKOMNKHAS MYyHKIUS KUCTHI
HeapdektuBHa u  compoBoxaaercas 100% penumuBoM. OHa  MOXET
HCIIONL30BAThCS JIMIIIb KaK BpEMEHHash Mepa i OOJErd4eHHs! TSKENbIX WM
OTNACHBIX IS )KU3HU CUMNTOMOB. CKJIepoTepanus ¢ UHbEKIMEW TAaHOJIA TAKKE
COITPOBOXKJIAETCS BBICOKOM YAaCTOTOM PELUAMBOB M CONPSIKEHA C BO3MOYKHOU
AJIKOTOJIbHOW MHTOKCHUKAIIMENW M CKIIEPO3UPYIOLIMM XOJIAHTUTOM. B CBsI3u ¢
STUM BCE€ BPOKJIEHHBIE KUCTHI MIEUEHH, 32 UCKIIFOUEHUEM MEJIKUX (pa3MepoMm 10
2 cM), C y4eToM pocTa peOeHKa, MOJUIeKAT PATUKAIBHOMY YyIAJECHUIO BO
n30eKaHre Pa3BUTHS OCIIOKHEHUN U BO3MOXKHON MaJTUTHHU3AIMU. DHYKIICAIIUS
BKJIFOYaeT B CeOS TMOJHOE yJajJeHUE DSIUTETUATbHON BBICTUIKA KHCTHI.
Pe3eknus neyeHu UCroab3yeTcsi B OCHOBHOM JIJISI TUTAHTCKUX KHUCT, CIIOMAKHBIX
PELUUIUBUPYIOIIUX KUCT, TOJUKUCTO3HBIX omyxosed, npu auddy3Hom
KHCTO3HOM TOPKEHUU TEYEHW W MaJUTHU3aIluu KUCThl. C TMOSBICHUEM U
pa3BUTHEM MAJIOMHBA3UBHOM XUPYPTUH JIATAPOCKOMMYECKUN MOAXO0]T OTYUUII
IIUPOKOE MPU3HAHKE U MTO3BOJIMII IPOBOJAUTH JJAHHYIO OIepaldio 0e30macHo 1
s exTuBHO.

MEMBPAHA I[BEHAI[HATHHEPCTHOFI KNIIKHU Y
HOBOPOXKJIEHHOI'O C CUHAPOMOM JIEJJA
Bpoxnennbie MTOPOKHU KTy TI0YHO-KUIIIEYHOTO TpakTa -
pacrpocTpaHeHHass TpYyIa TOPOKOB pa3BUTHS, 3a4acTyr0 TpeOyroias
OKCTPEHHOM oOlepalui B HEOHATaJIbHOM IIEPUOJEC B CBS3M C pPa3BUTHEM
kumeyHor Henpoxoaumoctu. Cunapom Jlemma (Q43.3) — BpoXKaeHHas
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aHOMaNMsl poTanui W (UKCAIMM KHUIICYHUKA, TMPOSIBISIONIASACS Pa3BUTHEM
CTPAHTYJSIIMOHHOW KHILIEYHOM HEMPOXOJUMOCTH B TME€PBbIE JIHH KU3HU
pebenka. YacrtoTa BCTpeuaeMOCTH 3a00JIeBAEMOCTU COCTaBisieT 1 ciy4ail Ha
500 HOBOPOXIECHHBIX JETEH, MpUUYEeM MaJb4YMKW OOJEI0T B 2 pa3a yaile.
DTHONOTUS JAaHHOTO 3a00JIeBaHUs HA HACTOSLIUN MOMEHT HE SICHA.

HopmanpHoe pa3BuTHE CpeqHEld KUIIKH OpoucxXoguT ¢ 4-ii mo 12-1o
HEJIeJII0 BHYTPUYTPOOHOTO pa3BUTHS B Ipoliecce poTaiuu B 3 aTana. B ciydae
HapymeHus potaruu GuOpo3Has 000J09Ka OPIOMIMHBI, TAK)KE M3BECTHASI KaK
neHra Jlegna, MOXET CIaBIMBATh JIBEHAILIATUIICPCTHYIO KUIIKY U BBI3BIBATH €€
HETIPOXOJIUMOCTb.

Couerannbie BpoxzaceHHble aHoManmu JKKT mnpu cunnpome Jlenna
HauOoJiee 4YacTO TMPEJCTABICHBI aTpPE3Ueil JBEHAALATUIEPCTHON KHUIIKH,
TUBEPTUKYJIOM  Mekkens, MHBaruHauueu, Oose3Hpl0 [ 'wpiimnpyHra,
ME3EHTEpUATIbHBIMU KHCTaMU u aHOMAaJIUSIMHU BHETICYEHOUYHBIX
xemueBbIBOsIMX myTed. KomOunanus cunapoma Jlenna ¢ memOpanoit 12-
NEPCTHON KHIIKHU SBJsieTCs peakoit Haxoakoil. [logobnas manbdopmanus 12-
NEPCTHOM KHUILIKU pa3BUBAETCA B PE3yJbTAaTE€ HAPYLICHUS €€ KaHalW3aluu
Mexay 8- u 10-ii HemensiMu BHYTPpUYTpPOOHOTO pa3BuTusi. MemOpana 12-
NEPCTHOW KHUIIKH MOXKET OBITh NPUYUHOW BPOKICHHOM  KHILIEYHOM
HEMPOXOJUMOCTH, KOTOpas BcTpedaercss y oaHoro w3 2500-10000
KUBOPOXKICHHBIX JIETEH, YTO COCTABJISIET MPUMEPHO TIOJOBUHY CIy4acB
KUIIIEYHOU HEMPOXOAUMOCTH Y HOBOPOXKICHHBIX.

KIIMHUYECKOE HABJIIO/[EHUE

Manpuuk 1O. ot 2-it 6epeMeHHOCTH, 2-X ONEepPaTUBHBIX Poj0OB. POkl Ha
39-i1 Hepene recrauuu, macca tena 3350 r, qmuHa 50 cM, OKpyKHOCTB T'OJIOBBI
35 cM. Ouenka no mkane Anrap 8/9 6amnos. 1o Tadbnuiam INTERGROWTH-
21 mokazatenu (HpU3NIECKOTO Pa3BUTHS COOTBETCTBOBAIA BO3PACTHBIM HOPMaM.
Ha 2-e cyTku >xu3HM HaOIIOJATOCh OTCYTCTBHUE OTXOXICHUS MEKOHWS,
MOSIBUJIUCh YacThle CPBITMBAHUS «3€JICHBIO», TaKKe y peOeHKa OTMedanach
MmbIieuHas runotonus. [lo pesymbraram Y3U u peHTreHorpadudeckoro
WCCJICIOBAHMSI OPTAaHOB OPIOINTHOM TOJIOCTH BBISBIEHBI TPHU3HAKH BBICOKOM
KHUIIIEYHON HermpoxoauMocTu. Ha 5-e cyTku *KU3HU MaJIbuuK OBLT MEepPEBE/ICH B
OIIH wmHoOrompo(mIBHOrO JETCKOro CTalMOHapa ¢ IEIbI0 JAIBHEHIIETO
oOclieloBaHUs M TPOBEACHUS XUPYPTHUUECKOTO BMemiarenbcTBa. [lpu
MOCTYIUICHUU COCTOSIHUE OILIEHEHO KaK CpeAHETsDKENI0e, OOYCIOBICHHOE
OOUJILHBIMU CPBITMBAHMSIMU, Macca Tesia npu noctyrieHud 2990 r. — yObuib
Macchl ¢ poxaeHus coctasmia 10%. 1o HazoractpanbHOMY 30HAY OTACISEMOE
3€JICHOTO I[B€Ta B OOJIBIIIOM KOJIMYECTBE, PEOCHOK Ha BCEM IMPOTIKEHUU
HAOJIIOICHUST HaXOIUJICSA Ha SHTepasbHOW may3e. [1o JaHHbIM J1TaO0paTOPHBIX
WCCJICIOBAHUM  BBISABIICH  META0OJWYECKUNM  alKajao3,  AJICKTPOJUTHBIC
HapyieHus, runepomwnupyonaemuss (254,4 MKMOJIB/JI) 3a CUET HENPSIMOM
dpaknuu. I[To pesynpratam Y3U opraHoB OpromrHO#M MOJOCTH OMPENETSIOCH
HEOOBIYHOE OTXO0K/ICHHE U COIUPAJIEBUIHBIN X0/ (CUMIITOM «YJIUTKW) BEPXHEU
OpBIKECUYHON apTepHH, YTO MPEIOIarajo HATMIUe MajJbpPOTAIliY KUIICYHUKA.
Pa3BuTHe 9KCHKO3a, OJIEKTPOJUTHBIX © METAa0OIMYECKUX HApPYIICHHMA
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TpeboBano crabunm3anuu coctosiHUs pedenka B ycnoBusax OPUTH. Ha 6-e
CYTKHM KHU3HM ObUIa TIPOBEJIEHAa OTKpBITash XHpPypruyeckas ornepanus ¢
pacrmpaBiIeHHEM 3aBOPOTA 10 YAaCOBOW CTPEJIKE U UCCEUCHUEM IMOPUOHATBHBIX
CIIacK, CIABJIMBAIONIMX JIBEHAAUATUIIEPCTHYIO KUIIKY. [locneonepannoHHO
BBICTaBJICH IMAarHO3 «ManibpoTanus kumeunuka, CJD» (puc. 36 A, b, B).

[Tocne onepanun Manpuuk Haxoawicsi B OPUTH Ha nosHo#M SHTEpanbHON
nay3e. Ha 5-ii jgeHp mociieonepailioHHOTO Iepuojaa Ha (oHe paclMpeHus
SHTEPAIbHONW Harpy3ku y peOeHKa HaOMI0Maauch OOWJIBHBIC CPBITHUBAHHUS
3aCTOMHBIM COJEPKUMBIM, TEMHO-3€JEHBIM CTyJl A0 5-M pa3 B cyTku. lIpum
PEHTT€HOKOHTPACTHOM HCCJIEIOBAHUU OPTraHOB OPIOIIHOM MOJIOCTH BBISIBIICHO
3HAYUTEIIPHOE CKOIUIEHHWE BEIIECTBA B KEIYAKE W paCIIMpPEHUe 10 2,5 CM
JIBEHAIATUIIEPCTHOU KUIIKH. Pentrenonornueckas KapTUHA
CBUETEIBCTBOBAJIA O HAPYIIEHUH MACCaKa KOHTPACTHOTO BEILIECTBA HA YPOBHE
POBEJAECHHOIO ONEPAaTUBHOTO BMEIIATENILCTBA M HE MCKIIOYAIA aHOMAJIUH
pa3BUTHS  JBEHAAUATUIEPCTHOM  KUIIKM. B  CBI3M ¢  KIMHUKO-
PEHTT€HOJIOTUYECKOU KapTUHOU YaCTUYHOU BBICOKOM KHUIIEYHON
HEMPOXOJUMOCTH OBLJI0O TPUHATO PEIICHHE O TOBTOPHOM OIEPATHBHOM
BMeIIaTeIbCTBE Ha 14-e¢ cyTkH *u3HHU. B Xoze penamapotromun oOHapykeHa
MeMOpaHa JABEHAAIATUIIEPCTHON KHIIKH, BBITOJHEHO HAJIOXKEHUE TyOJEHO-
eroHoaHacTtaMo3a «0ok B 00k» (puc. 37 A, b, B). IlocneonepannoHHblil mepruoa
npoTtekan 0e3 0COOEHHOCTEN.

Ha 27-e cyTkm KW3HM MaJbUMK BBIIHCAH U3 CTallMOHapa B
YAOBJIETBOPUTEIBLHOM COCTOSIHUU TOJI aMOysatopHoe HaOmtojeHue. [luranue
CIIC’)KEHHBIM TPYJIHBIM MOJIOKOM YCBaWBaj XOPOIIO, B CTAallMOHApE MPUOABUII
386 r. Macca Tena nipu BeInucke cocraBuia 3376 r.

JHUATHO3
Cunnpom Jlegma. MemOpaHa 1BEeHAAIIATUIIEPCTHON KUIITKH.

JIH (DCDEPEH[[HAJH;HLIHU JHATHO3

Otronorudeckue HakTopbl pa3BUTHUS BPOKICHHON HEMTPOXOAUMOCTH 12-
MEPCTHOM KUIIKW MPUHSITO MOAPA3JEsATh Ha 2 TPYIIbl: HAPYXHbIE (CHHAPOM
Jlenna, xonbUEBHAHAS MOHKEIYJOYHAsT XKeje3a, AyIuKanus 12-nepcTHoi
KUIIIKY, TPeAYyOJIeHalIbHAsl BOPOTHAS BE€HA) U BHYTPEHHHUE (aTpe3Hsi, CTEHO3 WIIH
MeMmOpaHa 12-mepcTHol KuIku). B onmucaHHOM HaMM KJIMHUYECKOM Ciydae
npeAcTaBieHa peakas KoMmOuHaius cuHiapoma Jlemma u MemOpanbl 12-
IEPCTHOW KUIIKH. TOYHOE BBISBIECHUE KOMIIOHEHTOB COYETAHHBIX MMOPAKEHUN
KKT  sBasercs KPUTHUECKH BaXXHbIM JIJI1  BbIOOpa  ONTHUMAaJIHLHOM
XUPYPrUYECKOM  TAKTUKM M OOECIEUCHHS  pa3pelleHUs]  KUIICYHOMN
HETIPOXOJIUMOCTH.
OFCYKIEHUE

B OonbIIMHCTBE ClydaeB KIMHUYECKas KapTUHA npu cuHapome Jlemna
pa3BUBaeTCs Ha 3—5-€ CYTKH >KU3HH U MPOSIBISAECTCS YaCThIMU CPBITMBAHUSIMU
KETUbI0, 3aJePKKON CTyJia, OOJIEBBIM CHHAPOMOM, 3KCHUKO30M H JAPYTHMH
CHMIITOMAaMHU, CBSI3aHHBIMH C HEYCBOCHHEM SHTEPAIBHOTO MUTAHUS. Y TAHHOTO
pebeHKa CPBITUBAHUS C TPUMECHIO JKEITIH HAOTI0JaTNCh CO 2-X CYTOK JKH3HHU.

177



Knaccruecknum cocoOOM ONepaTUBHOTO BMENIATENLCTBA MPU JTAHHOM
CUHIpOME sBIsieTCS omnepauus Jlenma, 3aKiIroyaromascsi B YCTPAHEHUU
3aBOpPOTa, PACCEUCHUU TsDKEH, MaToJoruyecku (UKCHpyromux 12-nepcTHyro
KHILKY W PA3JIMYHbIE OTJEIbI TOJICTOM U TOHKOW KUIIKUA. Ha 6-€ CyTKHu KU3HH
HaOmomaemMomy Manibuuky FO. mpoBesieHa nepBasi OTKpbITas ornepanus Jlenna,
Ha l4-e CyTKM XU3HM, B CBSI3U C COXPAHSIOIIMMUCS NPU3HAKAMH BBICOKOM
KUILIEYHOW MPOXOJUMOCTH, NOTpeOOBallach peNanapoToMusi U TMOBTOPHOE
ONEpaTUBHOE BMEIIATENbCTBO. Hanmuume Takol KIMHUYECKOM CUTyaluHd B
JTUTEepaType BCTPEUAETCs TOJIBKO y 6% MalueHToB.

[To nmamnpiM Zhu H. Et al.,, ocHOBHBIMH MpHYMHAMH MOBTOPHBIX
ONEPATUBHBIX BMEIIATEILCTB SIBIIAIOTCS CIIACYHAS KUIICUYHAS! HETPOXOAUMOCTb,
PEUMANBUPYIOIIMIA 3aBOPOT CPEAHEW KHUIIKWA, W HEAUArHOCTHUPOBAHHAS
COITYTCTBYIOIIIAsi aHOMalud. B ommcaHHOM HaMu ciydae NpU PACIIUPEHUH
SHTEPAIbHOM HAarpy3kd B IIOCIICONEPAIIMOHHOM TMepuoje HalIroanach
OTpULATENIbHAA JUHAMHUKA — BEPHYJIUCHh KIWHUYECKUE IPU3HAKA BBICOKOU
KUIIEYHOW HENPOXOAUMOCTH, IIPU PEHTITEHOJIOTMYECKOM HCCIIEOBAHUU
OTMEUAJIOCh HApPYILICHUE I1acca)ka KOHTpAcTa Ha YPOBHE Yy4YacTKa, TJe
MPOXOJWJIO  OMEpPaTUBHOE BMEIIATENILCTBO, HENb3s OBLIO  HCKIIOYHUTH
COYETAaHHYK) aHOMAJIMIO JBEHAJALUATUIIEPCTHOW KUIIKKA. BO Bpems IOBTOpHOU
JanapoToMuu ObUTa BBISIBIIGHa MEMOpaHa BHYTPH IpocBeTa 12-mepcTHOM
KHUIIIKYA, KOTOpas, HECMOTPs Ha MOJHBIM KOMILUIEKC MPOBEACHHBIX JIe4eOHO-
JIMAarHOCTUYECKUX MEPOIPUATHM, HE Obljla BBISIBIICHA paHEe.

Juarnoctuka BIIP XKKT wmoxer ObITh 3aTpyAHEHa NpU HAJTUYHUH
COYETAHHBIX  AHOMAJIUM,  MTPOSBISIIOIIMXCS  CXOAHOW  KJIMHHUYECKOU
cumnromatukod. HaOmiomaemblii  HaMM  HOBOPOXKJIEHHBIM  MaJbUUK €
cuHApoMoM Jlena peanu3oBall MOBTOPHO KapTUHY BBICOKOW KHILIEYHOU
HEMPOXOJAMMOCTA  TOCHe  Omepaly, 4YTOo TOTpedOBaJ0  MOBTOPHOTO
XUPYPrUYecKoro BMeNIatrenbcTBa. B xone penanaporomuun Obuia 0OHApyKeHA
paHee He BbIABJICHHAst MeMOpana 12-nepctHoi kuiku. Takas komOouHarus BITP
BCTpEYACTCS PEIKO W  TOMYEPKHMBACT HEOOXOAMMOCTh  TIIATEIHLHOTO
MOHUTOPHUHIA COCTOSIHUSL B MOCJIEONEPALMOHHOM Iiepuoje. braronpustHbeIN
ucxojn 3aboyeBaHust y nereid ¢ BpoxaeHHbIME mopokamu JKKT nHampsmyro
3aBHCUT OT CBOEBPEMEHHOCTH IMATHOCTUKU U JICUYCHHS.

Domozpaghuu onyboIuKo6ansl C paspeutenus 3aKOHHbIX NPeocmasumeei.

Pucynku 36 A, b, B — Cungpom Jlegna. /lanHbie peHTFeHz)Fpa_(bHH (36 A)
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yabTpa3BykoBoro uccienoanus (36 b) u onepanus (36 B)

Pucynxku 37 A, b, B — MemOpana JBEHaAIaTUNIEPCTHOM KHUIIIKH.
PentrenokontpactHoe uccienoanue (37 A, b) u onepanus (37 B)

VACTERL-ACCOLMALIUS

Accommaruss VACTERL (Q87.2) — ato coBokynHocth BIIP y onnoro
pebeHka, mompa3zymeBamomias Hammuue aeekToB mo3BoHouHHMKa (Vertebral
defect), ananpHo# atpesnn (Anal atresia), mopokos cepama (Cardiac anomalies),
TpaxeonumieBogHoro ceuma (Tracheoesophageal fistula), arpe3un mumeBoaa
(Esophageal atresia), anomanuii modek (Renal anomalies) u koreunoctei (Limb
anomalies). Couetanue Tpex u 6osee BIIP u3 BoienepeunciaeHHbIX MO3BOJISET
3anono3puth accoruanuo VACTERL. [Tomumo BeienepeurciieHHbIx BIIP y
HOBOPOXJCHHBIX MOTYT BCTpPEYAaThCS M JPYrue BPOXKICHHBIC aAHOMAJHH
OpraHoOB M cUCTeM, HO yaie Bcero nmopaxaercs JKKT. Yactora BctpeuaemocTu
Bapbupyercs ot 1:10 000 xo 1:40 000 >KUBOPOKAEHHBIX IETEH.

DTHOJIOTUST W TIATOT€HE3 CHUHAPOMAJIHLHOTO 3a00JIEBaHUS OCTAIOTCS
OTKPBITBIM BOIIPOCOM H JO CHX IMOp HE u3ydeHbl. Ha maHHBIHE MOMEHT
obmenpunsTo Teopueit pazButus accoumanuss VACTERL  saBnsercs
XPOHMYECKOE BO3JCHCTBUE TEpaTOreHOB (HEOJArompHsTHBIX (HAKTOPOB
OKpyKarole cpeapl) B mepuon OnacrtoreHeza. [Ipu »ToM omucaHHbie B
JUTEpaType CEMEWHBIE Ciiydyan COBOKYMHOCTHM BIIP mo3BosisOT 3amono3puth
HaJM4Kle FreHEeTUYECKOI MpeapacnoioKeHHOCTH.

brnaromapss  COBEpUIEHCTBOBAHHUIO  XUPYPrHUECKUX  METOAOB U
CHEIUATN3UPOBAHHBIX HEOHATAIBHBIX YUPEKIICHUN BBISBICHHAS ACCOIMAIIHS
VACTERL wumeer OmaronpusitHblid nporHo3. Opnako mauueHTtsl ¢ BIIC,
TPaxeoNMILEBOJAHBIM  CBHUIEM M aHOMaJluMed KOHEYHOCTeH TpedyroT
JUTATEIBHOTO MEAUIIMHCKOTO HAOIIIOIEHUSI.

KJIMHUYECKHH CIIVYAN 1

Manbuuk B. ot 2-if 6epemeHHOCTH, 2-X TPEXKACBPEMEHHBIX POIOB Ha 35-
i Hepene rectanuu. [JlanHas 6epeMeHHOCTb MPOTeKaia ¢ TSKEIbIM TOKCUKO30M
Ha BceM mnpoTsikeHuu, aHemued, OPBU c ¢ebpunbHoit nuxopaakoil. Ha
yJIbTPa3BYKOBOM CKpuHUHIre Ha 30-ii Hexmene recrauuu BbisiBieHbl BIIC
(mexctpanosurust aopthl) U JKKT (arpe3us ABeHaALATUIEPCTHOW KHUIIKH). B
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CBSI3U C YTHETCHUEM CEPACUHON JIEATEIbHOCTH II0a Ha 35-1 He/lene recTaluu
IPUHSATO perieHre 00 IKCTPEHHOM poAOpa3pelIeHUH IyTeM KecapeBa CEUCHHUS.
O6pamano Ha ce0d BHUMaHHWE MHOTOBOJME, a TaKXKe JKENThIA IBET
OKOJIOIUIOAHBIX BOA. Poauics »KMBOl HETOHOIIEHHBIN MAJIbUYUK C MACCOM Tella
1840 r, nnunoi tena 49 cM, nmo Anrap oueHed Ha 7/8 GamioB. CocTosiHUE
pebeHKa mocie poXKIeHUs TsokeNoe 3a cueT MHokecTBeHHbIX BIIP: aTtpesus
nunieBoga ¢ TpaxeomumeBogHbiM - cBumieM  (TIIC) wu  arpesus
nBeHaguatunepctHord kumku, BIIC, mopok pa3BuTus mo3BoHOYHUMKA. [Ipu
ocMoTpe obpariai Ha ce0s1 BHUMaHHE JTOTTOJTHATEIBHBIN PYTUMEHTAPHBINA TaJIell
npaBoil kucth. Pedenok 0wt nepeBeeH B OPUTH nepunaransHoro uenrpa. [o
nanHeiM  OxoKI' Obutn BeIsiBIeHBI MBIIP: nepumemOpanosnsii  JIMXKII,
BropuuHbii JIMIIII, ymepeHHBI KIIallaHHBIM CTEHO3 JIETOYHOM apTepHH,
JeKCTpano3uus aoptel. B 1-e cyTkH Xu3HU OblIa MpOBEJEHA ONepaTUBHAS
koppekiust BITP: Topakoromus, pazodienue TIIC u nanaporomusi, HalOXKEHHUE
IyOJEHO-yOJIEHOaHACTaM03a, FaCTpOCTOMUS. B rocieonepamoHHOM EPUOE
B TeueHHE 21 IHS MPOBOIMIMUCH pecnupaTopHas noxauaepkka merogom MBI,
nH(QY3UOHHAs Tepanus ¢ MapeHTepaIbHBIM MUTAHUEM, aHTUOAKTEepUaIbHAs U
npoTuBorpuOkoBast Tepanusd. Ilocme craOunM3anuu COCTOSHUS —HAYaTo
IOCTENIEHHOE BBEJCHUE YHTEPATBHOIO MUTAHUS CMECHIO Ha OCHOBE INTyOOKOTO
ruaponu3ara Oeika uepe3 ractpoctomy. B Bospacte 1 mecsma 18 cyrok
NPUHATO PEIICHHE O TMepeBoJe peOeHKa B OTIEJIEHUE BTOPOro JTama
BBIX&)KUBAHUS MHOTONPO(PUIBHOTO CTalMOHapa C UEIbI0 OINpEeAeNICHUs
AJILHENUIIIEN TAKTUKH BEIECHUS.

Ha peHTreHorpamme opraHoB rpyJIHON KJIETKH ONpeaessiIach aHOMaIus
pa3Butus Tena [X rpyaHOro mo3BoHKA. PEHTTEHOKOHTPACTHOE MCCIIEIOBAHUE
MUIIEBO/A, IPOBEACHHOE B OTIEJIEHUU, MOATBEPAWIO HAIMYUE ATPE3UU
OUIIEBOMA. DBUIO TIPOBENEHO ONEpaTUBHOE JIEYEHWE: TOPAKOCKOIIHS,
HaJIOXKEeHHE 330(¢aro-330aroaHacToMo3a B BO3pacTe 2-X MECALEB KU3HU.

PeGeHok KOHCYNBTHPOBAH JETCKUM Kapauosiorom mo mosoay BIIC,
Ha3HA4Y€Ha JUypPETUYECKAs TepaIusl.

B Bo3pacte 2-x mecsueB 9 cyTok, Ha 9-€ CyTKHM TOCJE OmNepaluud Ha
MUIIEBOJIE, OBLJIO HAYAaTO MOCTENEHHOE BBEICHUE SHTEPATLHOTO MUTAHUS Yepe3
racTpocToMy ¢ pacumpeHuem oobema. Yepes 7 CyTOK 3aBEpIICHO YaCTUYHOE
napeHTepajbHOE MUTaHKWEe, HAaYaToO BBEICHUE MTUTaHus yepe3 poT. B Bo3pacre 2-
X MecsteB 19 cyTok peOeHOK MoJTydalt OJHbIN 00beM KOPMIIEHUS IEPOPATIBHO,
yCBauBaJl XOPOILIO, CTAOUIILHO MPUOABIISI B Macce.

PebGenok BeimucaH ciycts 33 JaHS CTAllMOHAPHOTO JICYEHUs B Bo3pacTe 2-
X MecsleB 23 CyTOK B YJIOBIETBOPHUTENIbHOM cocTosiHMM. Haxopwics Ha
UCKYCCTBEHHOM BCKApMJIMBAHUM aJalTUPOBAHHOM CMEChbIO, BECh 00BEM
nuTaHus ycBanBasl. Macca tena npu Bbinucke — 3240 r (+606 r B cTanuoHape),
HA Tema — 52 c¢M (OTMeYanoch OTCTaBaHWE B (PU3MUECKOM Pa3BUTHH).
HepBHO-TICUXHUYECKOE pa3BUTUE COOTBETCTBOBAJIO CPEJHUM IIOKA3ATENISAM 110
mkane Bayley-III.

B Bo3pacte 4-x MecsieB peOeHOK ObLT MOBTOPHO TOCHHUTAIU3UPOBAH B
CTAallMOHApP B COCTOSTHUM CPETHEHN CTETNEeHU TXKECTH C KaloO0aMy Ha CHUKEHHE
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anmeTUTa U TOBBIIIEHHOE 0eCIoKoHCTBO. Macca Tena pu nmoctyrieHun — 4770
r, amuHa — 59 cM. HepBHO-icMXMueckoe pa3BUTHE COOTBETCTBOBAJIO
BO3pacTHBIM HOpMaM. [Ipu oOcnenoBaHM BBISBIEH CTEHO3 B 00J1aCTH 330(]aro-
»30(haroaHacTOMO3a, MPOBEACHO HHAOCKOMUYECKOe Oy>KMpoBaHUE. Mallbuuk
HaxoJuics B ctanuoHape 10 CyTOK, B yIOBIETBOPUTEILHOM COCTOSHUU ObLI
BBIITMCAH JOMOM.

HUATHO3

VACTERL-accommarnus.

KJIMHUYECKHH CIIVYAH 2

HeBouka H. ot 3-ii OepeMeHHOcTH (Tpenplayliie OEpeMEHHOCTH
3aKOHYUJIUCH BBIKUBIIIAMM), 1-X MPEKIEBPEMEHHBIX ONEPATUBHBIX POJIOB HA
30-11 Henene. MaTh coCTOsI1a HA YUETE B )KEHCKOW KOHCYJIBTAllMU C 25-1 HEAENH,
IpeHaTallbHble CKpUHUHTU 0e3 ocoOeHHocTel. bepemMeHHOCTh mpoTekana Ha
¢done npuema nonerura, B 3-m tpumectpe nepedonena OPBU. Tlpu poxnenun
macca tena 1450 r, qiuna 38 cwM, oreHka 1o mkaine Anrap 7/8 6amnos. [lpu
POXKIEHUM  COCTOSIHHE  TsDKENoe, OOYCIOBJIEHHOE  CEepAEeUHO-JIErOYHOU
HeZ0cTaTouHOCThI0 Ha Qone BIIP u HepoHomeHHOCTH: nepuMeMOpaHO3HBIM
JOMXII, atpesus numeBoga ¢ TIIC u aHopekTanbHas MalibpopManus C
BECTUOYIISIPHBIM CBUIIIOM. Ha mepBbie CyTKH KU3HH MPOBEJACHO KIUIMUPOBAHUE
TIIC un Hamoxenue ractpoctomsbl. Jlo 36-i1 Hemenu MOCTKOHLENTYaJlbHOIO
Bo3pacta pebOeHok Haxomwics B OPUTH nepunaranbHOro LeHTpa.
[IpoBoaunace cTabuiM3anus COCTOSIHUS U MEPBbI 3Tan BeixaxuBanus. Ha 37-
1 Hezielle MOCTKOHIIENTYalIbHOr0 Bo3pacTa pedeHok Obu1 nepeseaeH B OITH s
MOJATOTOBKM K IUIAHOBOMY OIEPATUBHOMY BMENIATEILCTBY — KOPPEKIIUU
atpe3un nuuieBoaa. [Ipm ocmoTpe oTMEHalloCh HAIM4YME€ T€MaHTMOMBbI Ha
3aHel moBepxHocTH Oeapa 1,5x0,5 cM, OTXOXJeHHE CTyJla U3 CBHUINA, B 2-X
MOPUHUSX U3 7-MH OTMEYAIUCH ITPOKUIIKH AJIOM KPOBU. B KIIMHUYECKOM aHaIu3e
KpoBU MoOHOIMTO3 (2,07*1079/11), TpaH3WTOpHAs] THIOTraMMAarjio0yJIuHEMUS
(2,86 r/m). 3a mepuoa npeObIBaHUS B CTAllHOHAPE OTMEYaaach OTpUIATEIbHAS
MpOTpecCcusi aHEMUW HEJOHOIIEHHBIX (82,7 T/7), Ha3HA4YeH SPUTPOIIOITHH,
nepenuBaHue kpoBu. CoryiacHO KOHCYIbTAITUU 0()TaTbMOJIOTa, OTMEYAJICS PUCK
pa3BUTUSI PETUHONMATHUM HEJOHOIICHHBIX. DBIIO MPOBEAEHO ONEPATUBHOE
BMEILATEIBCTBO C IIEJIbIO HAJOXKEHUS 330(aroaHacToMo3a: 3HAO0CKOIMHYECKH
IIPOBEJICHO BbIICJIEHNE U BCKPBITHE a00paIbHOTO KOHIIA MUIIEBO/Ia, OTCEUECHUE
CBHUIL[A, HaloXeHue 7330¢aro-330(paroaHactomo3a KOHEI| B KOHEI. B
MOCJICONEPAIMIOHHOM TEpHOJie Ha3HaueHa aHTHOaKTepualbHas Tepanus,
napeHTepagbHOe MuTaHue. B nanpHeiieM paciimpeHre 3HTepabHOTO MUTAHUS
gyepe3 poT ¢ JOKOPMOM depe3 ractpoctoMy. Ha ¢hoHe HopManuzanuu KIMHUKO-
71ab0paTOPHBIX MMOKa3aTeseil MpoBeeHa OTMEHA aHTUOAKTEPUATIHLHON TEPAIUH.
PebeHok BbIMMCaH M3 cTalMOHAapa IOJ HAaOJIIOJEHUE XHpypra, HEBpOJIOra,
odrampMoIiora U MeAnaTpa Mo MECTy JKUTEIbCTBA. Macca Tena mpu BBIIHCKE
+821 r, nuranue yceausaet no 70 mir.

B Bo3pacrte 6 Mecs1eB NOBTOPHAs TOCIIUTAIU3ALMS C LEBIO IPOBEACHUS
npokrornactuku. [lpu nmocrymnenun poct 50 cm, macca 4379 r (HuxHUE
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IrpaHUIbl HOPMBI). BbUIO MPOBENEHO MCCEUEHUE PEKTOBArMHAIBHOTO CBUIIA
IIPOMEKHOCTHBIM JOCTYIIOM C YIIMBaHUEM Je(eKTa Biarajuiia, HaJlOKEHHe
KOJIOAHAJIBHOTO aHacToMO3a, MepeAHss JeBaToporuiactuka. Ha 4-e cyTtku
MOCJICONEPAIIMOHHOIO MEPHUO/Ia HAYATO SHTEPATIBHOE MUTAHUE C TTOCTEIICHHBIM
pacmipeHdeM oObema. B moclieonepalliOHHOM TIepUOJAEC MPOBOIUIIOCH
OyxupoHue HeoaHnyca. PeOeHok BeImucaH Ha 19-e CyTKH rocrnuTaiu3alydy Mo/
HaOJIIOJICHUEe XUpypra, Iieauarpa, HeBpoJiora, odTaabMojora Mo MeCTy
KUTEIHCTBA. BBHIy HEMOJHOTO YCBOCHHS O0BbeMa WHUTaHUS dYepe3 pOT
PEKOMEHJIOBaH JIOKOPM 4€pPE3 FTaCTPOCTOMY.

JIUATHO3

VACTERL-acconmanmus.

JTUDDEPEHI[HAJIBHBIHA JTUATHO3
Tabmuna 24. uddepenumansupiii auarno3 VACTERL ¢ apyrumm
HACJIeICTBEHHBIMHU MATOJIOTUSIMU

3aboseBann OO0mme 4epTsl € Otimnvus or VACTERL IIpuunna
e VACTERL
AHemus Moryr  nabmogatbcs | ['emaTonoruyeckue 22 reHa TpYIIIbI
daHKOHU BCE NMPU3HAKU aHOMaJIuH, aHOMAJIUU | KOMILJIEMEHTALH
VACTERL MMUTMCHTAUHUU FA (FANC)
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[Tponomxkenue Tabauib 24

Cungpom [Topoku pazBuTHs | 3a0oneBaHUs TpOBoOAAIIEH | ['eTepo3uroTHbie
Xonra— cepaua, KOHeYHOCTe! CUCTEMBI cepaua MyTaluu
Opama TBX5
Cungpom AnanbHas arpesus, | Jucnnactuueckue yuy, | I'erepo3urornsie
Taynca— aHoMaJauu  OOJBIIOrO | MOTEps cilyxa MyTaluu
bpokca naJblia, AHOMAJINH SALLI
MOYEK, AHOMAJINH
cepana
Cungpom Taxke cooOwmanocs o | I'mmokanbLueMus, Heneuus 22q11.2
JeJenun IIOPOKax cepaua, | aHoMaJIuu HEOA, TPYJHOCTU
22ql1.2 MOYEYHBIX AaHOMAJIHSIX U | ¢ O0y4YeHHeM, HMMYHHas
(cungpom lu | npyrux AHOMAIIUAX | TUCHYHKIHS, HEPBHO-
JIKOpIHKH) tuna VACTERL [ICUXUYECKUE HAPYLIEHHUS,
XapaKTepHbIE YEPTHI JULA
Oxkyino- AHomanun AHoMmanuu yxa, | Bo3Hukaer
aypHUKYyJIO- II03BOHOYHMKA, Cepaua, | reMudanuanbHas CIIOpaJUYECKH,
BepTeOpalibH | KOHEUHOCTEH, MHUKPOCOMUS, MHOT0(aKTOpHOE
ast TUCIUIa3Hsl | ypOreHUTAJIbHbIE HEHPOKOTHUTHBHbIE HacJIeJOBaHHE
(cunIpOM aHOMAaJIUH HapyllEHus,  paclICIUHbI
I'onpnenxapa auna
)
Cunapom [Topoku pazButus | Komobomsl, aTtpe3usi xoaH, | ['erepo3urorHsie
CHARGE cepaua, AHOMAJIUM | HEHPOKOTHUTHUBHBIE MyTaluu
MOYETIOJ0BOM CUCTEMBI | HapylleHuss W Hapywenus | CHD7
pocra, aHOMaJIMM  yXa,
JTUCHYHKITUS YepenHbIX
HEPBOB, XapaKTepHbIE
YepThl JTULA
OBCYK/[EHUE

Accommanus VACTERL npeacrasnsier coboit coBokynHocts BIIP y
HOBOpOXXJeHHOro pebenka. [lomumo ocuoBHbix rpynn BIIP, y HekoTopbix
JETEl BCTPEYAIOTCS W JOIMOJIHUTENIbHBIE IOPOKH, TAaKHUE KaK €JIMHUYHAS
NyNoYyHasi apTepusi, KOTOpas MOXKET ObITh KIHOYEBBIM (HAKTOPOM JIJIst
nuarHoctuku Ha VACTERL, acuMmeTpus iniia, CTEHO3 TOPTAaHM, aTpe3us X0aH,
BIIP nerkux, omdaroiene, MaabpoTalus KUILIEYHUKA U IPYTHUE.

DTHOJIOTUS U MATOT€HE3 JAaHHOIO COCTOSIHMS Ha CErOJHSIIHUN JI€Hb
JOCTAaTOYHO HE M3Y4YEHBI. Y CTAaHOBJIEHBI HEKOTOpPbIE MaTE€pUHCKHUE (HaKTOPHI
pucKa pa3BUTHA accoIMalny, BKJIIOYAOIINE BCIIOMOTaTEIbHbIE
penpoayKTuBHbIE TeXHONIOoruH, CJ[, XpoHn4Yeckoe 0OCTPYKTUBHOE 3a00JIeBaHIE
JIETKUX, MPErecTallMOHHbIA M30BITOYHBIA BEC, OTCYTCTBUE NpueMa (ponreBon
KHCJIOTBI, KypEHHUE.

Juarnoctuka VACTERL 6a3zupyercst Ha MHCTpYMEHTAIBHOM BBISIBICHUH
BIIP. Ilpenaranbnas puarsoctuka BIIP 3aBucur or THma mnopoka u
kBanpukanu Bpaya Y3U, oaHako B OOJBIIMHCTBE CIy4aeB SIBISAETCA
cnokHOM 3amaued. Ilo maHHBIM JUTEpaTyphl, JJsl IMOCTAHOBKM JUArHo3a
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HEOOXOAMMBI MHUHUMYM TPH TOATBEPKICHHBIE aHOMAJUU Pa3BUTHS U3
BBIIIICTIEPEYMCIICHHBIX.

B uenom neuenue mamueHtoB ¢ acconuanuedn VACTERL npunsito
MIPOBOJIUTH B JiBa ATana. Ha mepBoM 3Tare BhIMOJHAETCS KOPPEKILMS COCTOSTHUM,
ONPEACTAIONIMX KU3Hb HOBOPOXKJIEHHOTO. K HEll OTHOCUTCS HCIpaBIICHUE
aHOMAJIMH THUILEBOJAA W MPSIMOM KHUIIKH, cepiala, nmodyek. Ha BTopom sTame
BBITIOJIHSIETCS WUCIPABICHUE aHOMAJIMM, HE MPEACTABIISIIOIMIMX YIPO3bl A
KM3HA MJIQJCHIIA. OJTHMH cocTOSHuUSAIMU sBisitorcsas BIIP 1mo3BoHouHUKA,
BEPXHUX KOHEYHOCTEH, MaJIble aHOMAJIMU PAa3BUTHS CEp/Illa v oveK. B Tabnwmie
25 mpeacTaBiIeHbl CPABHUTEIIBHBIE XAPAKTEPUCTUKU KIMHUYECKUX MPOSBICHUN
VACTERL-acconmanmn 'y  NOpPEACTABICHHBIX  HAaMU  [MAIUEHTOB  C
JIATEPATyPHBIMU JAHHBIMHU.

Tabmuua 25. CpaBHenue knuHHYeckux mnposiieHuii VACTERL-
acconuanyy TAalMeHTOB Maibuvka B. m npeBoukn H. ¢ smreparypHbIMH
JTAHHBIMU

Xapakrepuctu VACTERL-accounanus, Manpuuk B. JleBouka H.
Ka 4acTOTa BCTPEYAEMOCTH
[Ipenpacrnionar BcnomorarenbsHbie Kypenune Kypenue
arolue pPEnpOyKTUBHbBIE MaTepu  BO Marepu,
(dakTopbl TEXHOJIOTUH, CA, BpeMs AJIIKOT0JIb
XPOHHYECKOE O6epeMeHHOC B aHaMHe3e
00CTpyKTHBHOE 3a00JI€BaHNE TH MaTepu 2
JETKUX, MpPerecTaluOHHbIN OepeMeHHOCTH,
M30BITOYHBIIN BEC, 3aKOHYMBIINECS
OTCYTCTBHE npuemMa BBIKH/IBIIIIEM
bonueBoit KHUCJIOTHI,
KypeHue
[IpenaranbHas Bo3MoxHOo BBISIBIICHUE Brisenen He BbIsIBIEHO
JUarHocTUKa HekoTopbix BITP BIIC, IIOPOKOB
aTpe3us
JIBEHAILATHUII
€pCTHOM
KHUIIKA
AHomanuu OrtcyrcTBHE W ITopok —
MI03BOHOYHHUKA nedopmarus MMO3BOHKOB pazButus X
(MOTYNO3BOHKH, MTO3BOHKHU B TPYIHOTO
dbopme 6a00UYKHU, paCIICTUHBI MO3BOHKA
WIM CpalleHHs] MO3BOHKOB),
TaKxXe BCTPEUAIOTCS
OTCYTCTBHE WM YBEIUYECHHE
KOJIM4YecTBa pedep,
170:¢ CpalleHue VI
pacuieruienne (60-90%)
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[Tponomkenne TabauIe! 25

AmnanbHas OtcyrcTBUE AQHAJIBHOTO — AHOpeKTaIbHast
aTpe3us orBepcTus. Moxker ObITh Malib(hopMaIus
YCTaHOBJIEHO aHTEHATaJIbHO c
(55-90%) BECTHOYIISIPHEI
M CBHUILOM
[Topoku ITopoku cepaua u [lepumembpa JAMXKII
cepaua MarucCTpajJbHbIX  COCYJOB: HO3HBII (mepumemOpaHo
JAMXKII u JIMIIII, JAMXII, 3HBIH) B
TUIOIUIAa3Us JIEBBIX OT/EIIOB BTOPUYHBIN aHEBpHU3ME.
cepaua, OTKPBITBIN JIMIIII, 000 (3,3 mm).
aopTaIbHBIN MPOTOK, YMEPEHHbIN DXOMNpU3HaAKU
TeTpaaa dasuo, KJIAITAHHBIN aopro-
TPAHCIO3ULIUS CTEHO3 JIErOYHOM
MarucTpajbHbIX COCYA0B U JIETO4YHOMN Koytatepainu 1
1p. (50-80%) apTepuu, MM
JEKCTPAIo3u
1S A0PThI
Tpaxeonumies TpaxeonumeBOAHBIA  CBHIIL Tpaxeonume TpaxeonumieBo
OJTHBINA CBUILI (50-85%) BOJIHBIN ITHBINA CBUILL
CBHIII
ATtpesus Atpesus mumeBoga (50— ATtpesus ATtpesus
MTHAIIEBOIa 85%) MHAIIeBOAA MTUIIEBO1a
IToyeunnie Jlucnnasus, anJasus, — —
QHOMaJINHU OKTOMMSI TOYEK, IYy3bIPHO-
MOYETOYHUKOBBIN peqduItoKC,
TUAPOHEPPO3, THUIOCTATUS
(50-70%)
AHOManmuu ['mnmonnaszuss wiam  arasus [MonmpakTun —
KOHEYHOCTEHN Jy4eBOM KOCTH U OOJIBIIOrO us
nanblia,  Tpex{QallaHrOBbIi
00IBIIOI naJjieli,
MOJINJAKTHIINS,
CHUHJAKTHIINS, JTy4eTIOKTEBOM
CHUHOCTO3, KOCOJIaTOCTh,
TUTIOTUIA3US 00J1BII0TO
nanblia CTOIIBI u
001b111e0ePIIOBOIA KOCTH
(40-50%)
[Topaxxenus CreHo3 TrOpTaHW, aTpes3us — —
pecnupaTopHO X0aH, TIOPOKH  pPa3BUTHSA
1 CUCTEMBI JIETKUX
Hpyrue Owmdarnonene, MalbpOTaIHs ATtpesus —
MOPAKEHUS KHIIIEYHHKA, aTpe3us JIBEHAILIaTUIT
KKT JIBEHAUATUIIEPCTHOMN €pCTHOM
KHILKU KHUIIKA
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[Tponomkenne TabauIe! 25

YepernHo- Pacmenmna ryosl m HEOa, — —

JUTICBBIC aACUMMETpHS auIa,

AHOMAJIUU AHOMAJIUU yXa

HepsHo- Kak mpaBuiio, COOTBETCTBYET CooTtBeTcTBY CooTBeTcTBYET

MICUXUYECKOE BO3PaCTHBIM HOpMaM eT BO3PaCTHBIM

pa3BuTHE BO3PACTHBIM HOpMaM

HOpMaM

JIUM®AHI'MOMBbBI

JIumpanruomsr  (MKB-10: D18.1) mnpencrasnstor coOoit  penkue
100pOKaYECTBEHHbBIE Masb(popMaIuu AUMQpaTHIECKON CUCTEMBI,
XapakTepu3yromuecs o00pa30BaHUEM TOHKOCTEHHBIX KHCT, BBICTJIAHHBIX
SHIOTEJIMEM U 3aIOJHEHHBIX XUIycoM. KnmHudeckass KapTuHa U JIOKaJIU3amysl
JaHHBIX 00pa30BaHUM OTINYAIOTCS 3HAUUTEIBHBIM Pa3HOOOpa3ueM: OT IIEHHO-
TOpPaKaJbHBIX /10 a0JOMUHAIBHBIX (POPM, YTO OOYCIOBIUBAET IIMPOKUI CIIEKTP
CUMIITOMOB Y HOBOPOXJAEHHBIX U JIETEH CTAapIIEro Bo3pacTa.

CymiecTBeHHOE 3HAaYEHHUE B MATOreHe3e TMM(PaTUIECKUX Malb(POopMaIHii
MMEIOT MyTalnu B rene PIK3CA, accouMupOBaHHbBIE C ITPOTPECCUPOBAHUEM U
pelUIUBUPOBAHUEM 3a00JICBAHUS.

CoBpemeHHbIE BO3MOXKHOCTH IIPEHATaJIbHON CKPUHHHT OBOM
YIbTPa3BYKOBOM JIMarHOCTHKU TO3BOJIAIOT BBIABUTH JIMM(PAHTHUOMY YKe
BHYTPUYTPOOHO, OLEHUTh €€ MakKpo-, MUKpPO- WU CMEIIAHHYI0 KHCTO3HYIO
CTPYKTYPY, @ TaKKe MPEABAPUTENHHO CIUIAHUPOBATh OCTHATAJIBHYIO TaKTUKY
BEJICHUS.

B nocTHataJbHOM IepuoA€ TOYHAs BU3YyalIU3alldsl AHATOMHYECKUX
B3aUMOOTHOIIEHUA W ONPEAECICHUE OINTUMAJIBbHOW XUPYPTHUUYECKOW TAKTHUKHU
qacTo TpeOyIT MPUMEHEHUs JIy4eBbIX METOJOB JHMArHOCTUKH, BKJIIOYAs
KOHTpacTHO-ycwiIeHHY!0 KT, NOBBIIIAIONIYI0O JOCTOBEPHOCTH JIOKAJIU3ALUU
peakux aboMuHanbHBIX (Gopm, a Takke MPT.

Knunnueckoe TedeHue 3a0o0JieBaHMS HEPEIKO HEMpEACKa3yeMo: IpH
BHYTpHUOPIOIIHOMN JIOKaIU3aluu BO3MOKHO OCTpOE€ pa3BUTHE
AKUZHEYTPOKAIOIIUX OCJIOXKHEHUHN, BKIIOYas KHUILIEYHYI0 HEMPOXOJUMOCTh U
uH(puIMpoBaHuEe 00pa3oBaHus. B nuTeparype omucaHbl Cilydaud THTAaHTCKUX
KHACTO3HBIX JUM(PAHTUOM Yy IPYJHBIX JETeH, MAHU(DECTUPYIOIUX CHHIPOMOM
«OCTPOTO )KMBOTa» U TPEOYIOIINX 3KCTPEHHOIO BMEILIATENbCTBA.

KJIMHUYECKUH CIIVYAH 1

Masbumnk M. MOCTYIHJI B XUPYPradecKoe OTAEJICHUE
MHOTONPOUIBHOTO JETCKOTO CTallMOHapa B Bo3pacte 1-ro mecsna xu3Hu. 13
aHaMHe3a U3BECTHO, UTO pedeHOoK oT Matepu 30-u neT, oT 1-i OCIONKHEHHOMN
O6epemeHHOCTH (UIMCTUT, yrpo3a npepsiBanus, OPBU, runeprensus, anemus,
MasioBoaue). Macca Tesa mauueHTa npu poxaeHun coctasisuia 3230 r, nnuHa
Tena — 52 cM, orieHKa 1o mkane Amnrap 6/7 6amios.
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Cpa3y mociie pOXIEHUS OTMEYAJOCh Ppa3BUTUE  BBIPAKEHHBIX
JBIXaTEIbHBIX PACCTPONCTB, MOTPEOOBABIINX MPOBECHUS PEaHUMAIIMOHHBIX
MEPONPUATUN B POJIUIBLHOM 3aJie, C KpaTKoBpeMeHHo uHTyOanueit u UBJI, u
nocaeayromumM rnepesogom Ha CPAP.

Ha 2-e cyTku &u3HM B TSDKEIOM COCTOSIHUM TAlMEHT  ObLI
TPAHCIIOPTUPOBAH B MHOTOMTPO(PMIIbHBIN IETCKUI CTallMOHAD C HAMPABIISIOIIUM
JMArHO30M BPOKJIEHHON MHEBMOHUU M CHUHApPOMA LepeOpalibHON JIEMPECCUu.
[IpoBoaunace peHTreHorpadus OpPraHOB TPYIHOM KIETKH, TO3BOJIMBIIAS
JUArHOCTUPOBATh MPAaBOCTOPOHHIOK NTPUKOPHEBYIO OPOHXOIMHEBMOHUIO.

B xozne KOMIUIEKCHOTO OOCIEeAOBaHMs, MOMUMO IPU3HAKOB TEUEHHUS
BOCIAJIMTENBHOIO IpoLecca U METabOIMYECKUX HapylleHuid, Ha Y3 opraHos
OpIOITHOM TMOJOCTH OBLIO OOHAPYXKEHO KUJIKOCTHOE OOpa3oBaHUE B IMPaBOU
nmoAB3A0IHON o0nactu. CrneayromuM marom pedeHky Obina npoBenena KT
OpraHoB OpIOIIHOM IOJIOCTH, MHOATBEPIMBILIAS HaJIUMYWE ME3EHTEpUaTIbHON
KHCTBI, CIABIMBAIOLICH HIKHIOIO MOJYI0 BEHY M HOXKY IPaBOW MOYKH (pHuC.
38).

B xoxe auarHocTHuyeckoil JamapoCKONHUU ObUIO BBISBIEHO KHCTO3HOE
oOpa3oBaHue, mpopacTaroniee OpbLKEUKY U CTEHKY MOJB3/I0IIHON KHUILIKH, YTO
apryMEHTUPOBAJIIO KOHBEPCHIO B JIAIAPOTOMUIO C PE3EKUMEH y4acTKa KHILIKH
pazMepamMu 5—6 CM C ONyXOJbl0 M OpBDKEHKOH, a TaKkKe HaJI0XKEeHHE
MJICOUIIE0aHACTOMO3a C IPEHUPOBAHUEM OPIOIIHON MOJOCTH. [ HCTONOrn4YecKoe
MCCJIEI0BAHNE PE3ELIMPOBAHHOTO MaTepurasa MoATBEPANIIO HATMYME KUCTOZHOM
muMpanruomsl. [locneonepaumoHHbINA IEPUOJT MPOTEKAT 0€3 OCIOKHEHUN.
JHUATHO3

MesentepuanbHas nauMpaHruoma, HUHQUIbTpUpYIOLIAs OpbDKEHKY U
CTEHKY MOJIB3JOLIHON KUIIKH.

KJIMHUYECKHUH CIIVYAH 2

Manpunk JI. ObIT TOCTIMTATIM3UPOBAH B MHOTOMPO(MIBHBINA ETCKHMA
CTaIMoHap B Bo3pacte 1,5 MecsIeB B CBSI3H C BHIPAXKCHHBIM OE€CIIOKOWCTBOM H
3a/IEPKKOM  CaMOCTOSITENBHOTO CTysa. M3 aHamMHe3a »KW3HU HM3BECTHO, UTO
pebeHok oT matepu 27 5eT, OT 2-W OCJIOXXHEHHON OepeMeHHOCTH (yrposa
npepbIBaHus, pe3yc-oTpullaTesibHas KPOBb y MaTepH), poJbl cpouHbie. Macca
TeJla pU poxIAeHUM cocTapisuia 3640 T, 1uHa Tena — 53 ¢M, OLICHKA IO [IKajIe
Amnrap 8/9 6amnmoB. HeoHaralbHbI mepuoj MpoTeKkas 0e3 OCOOCHHOCTEH,
OJIHAKO B XojA€ MNPOPUIAKTHYECKOr0 00CieI0BaHusI ObLJIO  BBISABJICHO
BHYTpHUOPIOIIHOE 00pa3oBaHUE, MPEIBAPUTENBHO pPACIEHEHHOE KakK KHCTa
OpbDKeNKHU pazMepamu 42x20 MM.

[Ipu nmoctymieHny B CTalMOHAP MaJIbYUKY NpoBoAuiock ¥Y3U opraHos
OpIONIHOW TIOJIOCTH, B XOAE€ KOTOPOTO OBUIO BBISBICHO YBEIUYCHHE
JTUArHOCTUPOBAHHOTO paHee oOpaszoBanus 10 52x21 MM ¢ HaaUdueMm
TOHKOCTEHHBIX TIEPETOPOAOK U KHUAKOCTHOTO coaepkumoro (puc. 39). Ha dhone
YXYIIICHUS COCTOSTHHS ¥ TPU3HAKOB KUIIIEYHOW HEMPOXOIUMOCTH PEOEHOK OBIIT
nepesenéH B OPUTH. [ImarHocthueckass  JamapoCKONus — BbISIBUJIA
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auMGpaHTHOMY TOLIEH KHUILIKU, MPOPACTAIOIIYI0 CTEHKY KUIIKU U OpBDKEHKY, C
HaJIMYUEeM XWIE3HOTO BBHINOTa B OpromIHOW mojoctu. bBeLl ocyliecTBiieH
nepexo] Ha JIaMapoOTOMHIO C pe3eKiuell o0pa3oBaHMs M ydacTKa KHIIKU
pasmMepoM 5—6 CM, HAJIOKEHHEM CHOHOCIOHOAHACTOMO3a U JIPEHUPOBAHHEM
OpIOIIHON TMOJNIOCTU. ['MCTOIOrnYecKoe UCCIeN0BaHUE MOATBEPANIIO AUArHO3
muMpaHruomMel 0€3 TPHU3HAKOB 3JI0Ka4eCcTBEHHOCTH. llocieonepaioHHbII
NEepuoJ] TMPOTEKANT YAOBJIETBOPUTEIBHO, C MOCTENEHHONM HOpMalu3auuen
MOTOPUKHA KHIIEYHUKA M  OTCYTCTBUEM IIPU3HAKOB pEUHIHWBA  IIPU
MHCTPYMEHTAJIIBHOM KOHTPOJIE.

HHATHO3

Me3senTepuanbHas auM@paHruoMa TOLIEH KHIIKH C MPOPACTaHUEM B
CTEHKY KUIIKH U OpbIKEHKY.

JUDDEPEHIUAJIBHBIN JUATHO3

[Ipy mnocTaHOBKE JMAarHo3a MeE3eHTEpUaIbHOM JUM(AHTHOMBI Y
HOBOPOXAEHHBIX M MJIAQJICHLEB HEOOXOAMMO YYMTHIBATh ILIUPOKUHA KpYr
HaTOJIOT U, TAK)XKE COMPOBOXKIAIOIINXCS HAIMYMEM 00BEMHOIO 00pa30BaHus B
OpIOLIHOM MOJIOCTH, CXOJHOTO MO KIMHUYECKMM W BHU3YyaJU3alMOHHBIM
XapaKTEPUCTUKAM.

MeseHTepuanbHble U CAJIBHUKOBBIE KHUCTBI JIPYrOM JTHOJOTMM MOTYT
UMETh AHAJIOTMYHYIO DXOCTPYKTYpy Ha Y3W, HO ommyarorcd 10
MIPOUCXOKJICHNUIO. JlyIIMKaMOHHBIE KHCTBI MMEIOT MBIIICYHBIA CJIOU H
CIM3HUCTYI0, CXOJHYI0 C KHIIEYHOM, a ME30TEJMaJbHbIE KHUCThl BBICTIIAHBI
Me30TelIneM U He coaepxar xuiné3Hou xkuakoctu. [Ilpu KT u MPT onu, kak
MpaBUJIO, JEMOHCTPUPYIOT OJHOKAMEPHOE CTpPOCHHE, 0€3 MHOKECTBEHHBIX
IIEPErOPOIOK.

TepatomMpl W JApyrue TEPMHHOTCHHBIE OINYXOJIM XapaKTEPU3YIOTCS
HaJIMYUEM B MOJOCTU 00pa30BaHUs )KUPOBOI TKaHU, KAJIbLIMHATOB MJIM TBEPBIX
anemMeHToB, 4To BbsiBisieTcss pu KT u MPT. OHu Moryt nokanu3oBaThCs B
ME3EHTEpUM WM 3a0pIOIIMHHO, OJHAKO THMCTOJIOTMYECKH  COJEepIKaT
IIPOM3BOJIHBIE W3 HECKOJIBKAX 3apOJBIIIEBBIX JIMCTKOB, B OTJIMYHUE OT
muMdaHTHOM.

Hetipobnactoma, HedpoOracTomMa, CapKOMBI MATKMX TKaHEH MOTYT
MMUTHPOBATh KHCTO3HBIE MAacChl, OCOOEHHO TpPHU YACTUYHOM KHCTO3HOM
nepepoxkaeHnd. OIHAKO OHM 4Yalle HWMEKT COJHIHBIA KOMIIOHEHT C
BBIPAKEHHBIM KPOBOCHAOKEHUEM, BBISIBIIIEMBIM MIPH IONIUIeporpaduu.

Bpoxnennble TUM(AHTUAKTA3UU KUIIEYHUKA OTIUYaroTcs TudPy3HbIM
nopakeHueM JTUM(ATUYECKUX COCYJIOB M YTOJIIEHUEM CTEHKH KUIIKUA 0e3
yETKOW Karncyibl. KIIMHUYECKH Yalie MpOSBIAIOTCS SHTEPONATUEN C MOTEPEN
Oenka, a He U30JIMPOBAHHON KMCTO3HOW MACCOM.

Tounslii nuarHo3 TpeOyeT KOMIUIEKCHOTO MOAXO0Ja K JWAarHOCTHUKE:
netanbHoro Y3W ¢ 1onmuiepoBCKMM KapTUPOBAHHEM, KOHTPACTHO-YCHIIEHHON
KT wiu MPT nnist oleHKM CTPYKTYpbl M B3aMMOOTHOIICHHI OOpa3oBaHUs, a
TaKK€  O00A3aTENbHOW  THCTOJOTMYECKOM M HMMMYHOTHCTOXMMHYECKOU
BepUpUKALIUY.
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ObCY)K/IEHUE

[IpeacraBieHHble KIMHUYECKHUE HAOIIOACHHS HATIISAHO JEMOHCTPUPYIOT
KIMHAYECKUA  MOJMMOp(PHU3M U MPOTHOCTUYECKYID  BapuadeIbHOCTb
ME3EHTEepUAIbHBIX JTUM(PAHTHOM y HOBOPOXACHHBIX nereil. HecMoTps Ha ux
N00pOKAaYECTBEHHYIO MPUPOAY, JaHHbIE MalibpopManuu JUMPpaTHIECKON
CUCTEMBI CIOCOOHBI BBI3bIBATH >KHU3HEYTPOXKAIOIINE COCTOSIHUSI BCIEICTBHE
KOMIIPECCUM KU3HEHHO BAXHBIX CTPYKTYp, KHUIICYHON HEMPOXOAUMOCTH HIIU
pa3BUTHSA XWJIE3HOTO aCLUTA.

C TOYKHM 3peHUs] JUArHOCTUKH MPEACTABICHHbBIE CITyYanu WILTIOCTPUPYIOT
OTPAaHWYCHHSI TPEHATAIBHOTO YJIBTPAa3BYKOBOIO CKpuHUHra. Jlaxxe mpu
BBICOKOM  pa3pelialliel  CrnocoOHOCTH  COBPEMEHHOIO  00OpYIOBAaHHUS
aHTEHATAJIbHO BBIsBIACTCS Jullb 50-65% numdanruom, 4to coriacyercs ¢
TEM, YTO B IMEPBOM KIMHUYECKOM HAOJIIOJEHUN O00pa3oBaHUE HE OBUIO
oOHapy»KeHO J10 poxkaeHUs. BmecTe ¢ TeM CBOEBpEMEHHOE BBISIBJICHUE U OLICHKA
CTPYKTYphl ~0OOpa3oBaHMsl (Makpo- WIM MHKPOKHCTO3HOE) TO3BOJISIOT
3a01aroBpeMEeHHO C(OPMUPOBATh TAKTUKY BEACHMSI, BKIOYasi HEOOXOAUMOCTh
PAHHETO ONEPATUBHOIO BMEIIATEILCTBA.

B nocTHaTanbHOM EPHOJE KIOYEBBIMU HHCTPYMEHTaMH ocTarores Y31
C IBETHbIM [JONIUIEPOBCKMM KapTUPOBAHMEM M, IpPH HEOOXOAUMOCTH,
KOHTPAaCTHO-YCUJIEHHAs] KOMIIbIOTEpHAsi TOMOTrpadus, MO3BOJIAIOIIAS YETKO
JIOKaJIM30BaTh 00pa3oBaHueE, OLEHUTh €r0 aHATOMUYECKHUE B3AMMOOTHOILICHUS U
3aIJIaHUPOBATh OMEpaTUuBHbIM JocTyrl. HMMeHHO wucnonb3oBanue KT ¢
KOHTPACTUPOBAHUEM B IIEPBOM CIIy4ae MO3BOJUIO ACTAIBHO BU3YyAIN3UPOBATH
KOMIIPDECCUIO HWKHEW TII0JJOM BEHbl M HOXKKH TOYKH, YTO HMMEJO
MPUHIMIINATBHOE 3HAY€HHE JIJIs1 BBIOOpA TAKTUKHU.

Knunanueckoe TeueHue AMMGAHTHOM BapbUPYeTCS OT JUIMTEIBHO
0ECCUMNTOMHOTO JI0 MOJIHUEHOCHOTO C pa3BUTHEM OCJIOXHEHuW. Bropoii
cllydaid, TJie M3BECTHOE OOpa3oBaHME OCTaBajoCh 0O€3 BMEIATEeNbCTBA J0
MaHUpEeCTallMM  KUIIEYHOHM  HENPOXOJUMOCTH M  XWJIE3HOIO  BBINOTA,
IIEPEKIIMKACTCS C JAHHBIMU JINTEPATYPhI O BBICOKOM BEPOSITHOCTH dKCTPEHHBIX
CUTyalluli TpU OTCPOUYKE JIEUeHHs. ITO TMOJATBEPXKIAET HEOOXOAMMOCTh
AKTUBHOM XHPYPTUYECKOW TAKTUKA JaKE€ Yy KIWHUYECKA CTaOWMIIbHBIX
MAlMEeHTOB MIPU BEPUPHUITUPOBAHHBIX KUCTO3HBIX MalIb(hOpMaIusx.

Coueranune MOJIEKYISIPHO-TEHETUYECKHUX HCCIIETOBAHU,
YCOBEPIIEHCTBOBAHHBIX METOJ0B BHU3yaJIN3alNU 17} PaHHETO
MYJIbTUAUCUUAILUIMHAPHOTO BMEIIATEIbCTBA SBIISECTCS KIOUOM K ONTUMHU3ALUN
UCXOJI0OB Yy JeTe ¢ Me3eHTepuaibHbiMU JuMpanruomamu. Ilpu sTom
NEPCOHATIM3UPOBAHHBIN TOAX0J, YYMUTHIBAIOMIMK MopdoTun 00pa3oBaHMUs,
KJIINHUYECKOE COCTOSIHUE MALMEHTA U TOTEHIUAJIBHBIE MOJIEKYJISIPHBIE MUILICHH,
OTKPBIBAET HOBBIE TOPU3OHTHI B JICUEHUU TAHHOU MATOJIOTUH.
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Domoepaghuu onyoIUKOBAHL C pA3PEULeHUs] 3AKOHHBIX Npeodcmagumenel.

Pucynox 38 — KommbioTepHas Tomorpadusi opraHoB OpIOIIHON MOJOCTH:
Me3eHTepHUalibHasg KUcTa pazmepom 31x25%38 MM B OpblKEHKe TOHKOW KHILKH,
CAABJIMBAIOILASl HUYKHIOKO TIOJIYIO0 BEHY M HOKKY ITPaBOM MOYKH

Pucynox 39 — VYabpTpa3BykoBoe wuccieAOBaHHE OpIOIIHOM  MOJIOCTH:
oOpazoBanne 52%x21 MM C TOHKOCTEHHBIMH TIEPETOPOJIKAMH U KUIKOCTHBIM
COJIEP’KUMBIM

CHHAPOM CJIMBOBOI'O ) KUBOTA

Cunnpom ciauBoBoro xkuBota (Prune belly syndrome, MKB-10: Q79.4,
OMIM  #100100) —  BpoxaeHHOe 3abojeBaHWE,  MPOSBIAIOIICECS
rUnorviauei/amnasueil Mpllll MNepeaHeld OpIOIIHON CTEHKH, pa3InYHBIMU
QHOMAJIMSAMHM MOYEBBIBOJAIIUX MYTeH W JIBYCTOPOHHUM KPUIITOPXU3MOM.
YacToTa BcTpewaeMocTH 3abosieBaHusi coctaBisieT 2—-3 cinydas Ha 10 000
KUBOPOXKIEHHBIX MYKCKOTO TOJIA.

CuHIIpOM  CIIMBOBOI'O JKMBOTa OTHOCHUTCS K 3a00J€BaHUSM C
HEYCTAHOBJIEHHOW  3THOJIOTHMEH,  OOJNBIIMHCTBO  CIYy4aeB  BO3HHUKAIOT
CIIOpaJiuecKu. B OCHOBHOM [1€TH MMEIOT HOPMAaJIbHBIM KApUOTHII, OJHAKO
4acToTa CHHAPOMA CIMBOBOTO >KMBOTA IMOBBIIIAETCS Yy JAETEH C TPUCOMHEH
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xpomocoMm 13, 18 u 21. IMeeT MecTo reHeTu4ecKas MpeapaciooKEHHOCTh K
CHUHJIPOMY CJIMBOBOTO >KMBOTA, HO, HECMOTpPsS Ha 3TO, JAUArHOCTUYECKUMHU
KPUTEPUSMHU Ha TaHHBI MOMEHT SBJIIETCS HAJTMUNE XapaKTEPHOU KIMHUYECKON

Tpuaael. B Tabmume 26
BBIIIICOTTMCAHHOTO CUHAPOMA.

IMpEaACTAaBJICHBI

ICHCTUYCCKHUC MAapKCpPhbI

Tabnuna 26. ['eHeTnueckue MapKepbl CUHIPOMA CIMBOBOTO KUBOTA

Ha3zBanue rena

HacnenoBanue u peHOTHIT

Pel"yJ’[ﬂT()pHLIe O0eakn HUTOCKeEJIECTA INIAAKOMBIIICYHBIX KJI€TOK

Kunasa nerkoit nenu muo3zuna (MYLK)

AyTOCOMHO-pPELIECCUBHBIH; 00J1e3Hb
bepaona (OMIM #249210) — Tskenoe
HOpakeHUE [J1aJIKOM MYCKYJIaTyphbl
KHIIEYHHKA u MOYEBOI0 y3bIpS.
[IposiBisieTcss  pacIIUpEeHHMEM  MOYEBOIO

ITy3bIpsA, YKOPOUCHUCM TOJICTOM KHUIIKH W
CI1a0BIM COKpall€HUEM CTCHOK KUIIICYHUKA

Monekyia cTpoMaabHOTO B3auMOIeHCTBUS |
(STIM 1)

AytocomHo-gomuHanTHbIN;, CCXK, cunapom
Cropmopkena (OMIM #185070) — pexaxoe

3a0oJieBaHueE, IIPOSIBIISOLLEECS
TPOMOOIIMTONIEHWEH B COYETaHMH  C
TyOyJsIpHOM arperaTHou MHOMAaTUEH,
MHO30M H JIp.

®unamun A (FLNA) X-cIIeIIEHHOE; CCX,
OTONAIOAUTUTANBHBIN  cuHApoM (OMIM
#311300) —  coderaHume  TYrOyxocCTH,

He3apallleHus TBEpPAOro HEOA U TUIOIIa3uu
JTUCTANBHBIX (haraHr

(I)aKT()pLI TPAaHCKPUIIIUHA TIAAKOMBIIICYHBIX KJIETOK

SAnepuslii pakTop renatouToB-1-B (HNF1f) | AyTOCOMHO-TOMUHAHTHBIH; [IOYEYHbIE
KHUCTBI, aCLIUT

Muoxkapaun (MYOCD) AyTOCOMHO-IOMUHAHTHBIN; METalLUCTHUC,
CEPJIEYHO-COCYAUCThIE AaHOMAJINU

Benxu nnu ¢pepMeHTHI COKPATUTENbHBIX HUTEH IVIaJKOMBIIIEYHbIX KJIETOK

o-2-akTHH r1aakux Meinl (ACTA2) AyTOCOMHO-OMHHAHTHBIN; CUHJIpOM

MYJIbTUCUCTEMHON JUCHYHKIUU TJIaKON
Myckynarypsl (OMIM #613834) — anomanuu
KPOBEHOCHBIX COCYZIOB, CHWKEHUE PEaKLUU
3payvKoB Ha CBET, C1a00CTh MOYEBOTO MY3bIPs
U THIIONIEPUACTAIbTHKA, MAIPUA3
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OJI0JDKEHUE Ta0IUIBl 26

Y-2-akTuH raaakux Ml (ACTG2)

AyTOCOMHO-IOMUHAHTHBIN; 00J1e3Hb
bepnona, cuHAPOM  MYJIBTUCHUCTEMHOMN
TUC(YHKIUH TTIAAKOW MYCKYJIaTyphl

Tsoxenast 1iennb MHO3MHA IIaAKUX MbIl 11
(MYHI11)

Perymsaropras  nerkas
rnaakux mMeig 9 (MYL9)

Oe1b MHO3HHa

Jleitomonuu 1 (LMODI)

AyTOCOMHO-PELIECCUBHBI; 00J1e3Hb

bepnona

HepsHbie ¢pepmenThl min penentopbl / Neural enzymes or receptors

I'enapanasa 2 (HPSE?2)

AyTOCOMHO-PELIECCUBHBIN; ypodanuanbHbIi
cugapom (OMIM #236730) — aucdyHKIusS
MOUEBBIBOJAIIMX MYyTEH M KHUIIEYHHUKA C
TUIIUYHBIM BBIPQXKCHUEM JIMLA, CO3JAI0IIUM
BIleyaTieHue kpuka wim miada, CCX

boratsie JEHLINHOM IIOBTOPBI U | AyTOCOMHO-pELIECCUBHBIN; ypodalnaaibHbIl
UMYHOTTIO0yJIMHOIIOJOOHBIE noMeHbl, | cuapoMm, CCXK

conepxarue 0enok 2 (LRIG2)

XOJIMHEPTHYECKUI peuenTop, | AyTOCOMHO-PELECCUBHBIN; ypodalraabHbIi

MyckapuHOBbIit 3 (CHRM3)

cunapowm, 6onesns bepnona, CCXK

XOJIMHEPTUYECKU PEeLenTOp, HUKOTUHOBBIN

AyTOCOMHO-PELIECCUBHBI; 00J1e3Hb

anbda-3 (CHRNA3) bepnoHa, My3bIPHO-MOYETOYHHUKOBBIN

peduirokc

K Tprane xIMHWYECKUX MPOSBIECHUN OTHOCSATCS YBEIIMYEHUE MOYEBOIO
My3bIpsI PA3JIMYHON CTENEHU, TMIOIUIA3Usl WM OTCYTCTBHE MBIIIL NEPEIHEN
OpIONIHOW CTEHKH W HAJIWYUE JBYCTOPOHHETO KPUITOPXU3MA, KOTOPBIM
OOBSICHSIOTCSL TOJIOBBIE OCOOEHHOCTH JaHHOTO CHHApPOMA. BhIpakeHHOCTH
MOPAKEHUSI MYCKYJIATYPhl OPIOITHON CTEHKHU MPU CUHAPOME CIIMBOBOTO KHUBOTA
paznuyHa. TsSXKecTb COCTOSIHUA Y AETEN C CUHIPOMOM CIIMBOBOTO JKMBOTA TAKKE
XapaKTepu3yeTcsi BapuaOEbHOCTBIO: OT COCTOSIHUM, HECOBMECTHUMBIX C
YKU3HBIO, 10 COCTOSIHUIN C HOPMAJIBHBIM JATbHEHIIIUM Pa3BUTHEM.

[ToMrMO OCHOBHOWM TPHUAJIBI IETEN YACTO COMPOBOXKIAIOT APYTUe MOPOKU
pa3BUTHS W TATOJOTMYECKHE COCTOSHUS. CUHIAPOM CIMBOBOIO JKHBOTA
IPOTEKAET KaK B BUE KIACCUUYECKOW TPUabl, TAaK U B BUJIE HETOJIHBIX (HOPM, U
B COUETAHUHU XaPAKTEPHBIX NPOSIBIICHUMN C MOPOKAMU PA3BUTHUS IPYTUX OPTaHOB
Y CUCTEM, B YACTHOCTH TMNOIJIA3UU JIETKUX U TUCILIA3UU ITOYEK.
KJIMHUYECKHH CIIVYAN 1

Manbuuk b. ot 4-ii 6epeMeHHOCTH, 2-X MPEXKIEBPEMEHHBIX POJIOB HA 35-
U Henmene recrauuu. l[lepBble poabl CBOEBPEMEHHBIC, POAWICSA 3J0POBBIN
Manbuuk. Crenyromiye ABe OEpeMEHHOCTH 3aKOHYMIUCH CaMOMPOU3BOIbHBIM
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MpephIBaHNEM OEPEMEHHOCTH Ha PaHHUX CpoKax rectaruu (4 u 5 venens). [lpu
yJIbTPa3BYKOBOM CKpUHUHIe Ha 11-U Henene AaHHOW OepeMEHHOCTH Oblia
JUAarHOCTUPOBaHA MOHOXOpHalbHAsg JUAMHHOTHYECKAas ABOWHA. Y BTOPOIO
IJ10/1a OTMEYAIUCh: HAJIMYUE )KUIKOCTU B KUBOTE, METALIUCTHC, KJIallaH 3aJHEN
yperpel, ruApoHedpo3, OOCTpyKTHUBHasg ypomatus. Pojasl 3aKOHYMIKCH
NOSIBJICHUEM [IBYX JKHUBBIX MO3JHUX HEIOHOIIEHHBIX Majab4yuKOB. [lepBblii
pebenok ¢ maccoit tena 2003 r, nuuHOM Tena 44 cM, OllEHEH Mo ITKajie Amrap
Ha 6/7 OamnoB. B CBS3M C TsKENBIM TEUCHHEM BPOXKICHHOW ITHEBMOHUU
nonyvas sedenne B OPUTH. Ha Y3 Obu1o BBISBIEHO HENOJIHOE YABOCHHE
00€HX MOYEK U MMHEJIO3KTA3Hs CIIeBa.

OnuceiBaeMblii peOEHOK, BTOPON W3 JABOWHH, POJIMIICS C IMOPOKOM
Pa3BUTHS IEpEIHEN OPIOIIHON CTEHKH M MOYEBBIBOSIINX ITyTEH, C MaccoM Tea
— 2330 r, nmuHoM Tena — 42 cM, ¢ orleHKou no mkane Anrap 1/4/5 6amnos. Ilo
tabmmmiiam INTERGROWTH-21 myuna tena peGenka HuKe 3-10 MEpLEHTUIIS,
macca cooTrBercTBoBana S50-my mnepueHtwiaro. Cpa3y 1ociie  pOXKICHHS
TpeOOBAJIOCH ~ NPOBEJIEHUE  pEaHUMAIMOHHBIX  Meponpustuid.  bbiia
OCYLIECTBJIEHA pECIIMpPATOpHas MOJAEPKKA B BUuAE BbicokodyacToTHOM MBJI mo
OPUYMHE TSDKEIIOM CTENEHU BBIPAKEHHOCTH JbIXATENbHBIX PAaCCTPOMCTB,
BpPOXKJAEHHONM NHEBMOHUU. [Ipu 00meM ocMOTpe BBLACISAINCH CIEAYIOLINE
(eHoTUIIMYECKHE OCOOEHHOCTH: YMEHBIIEHHAs B pa3Mepax rpyJHas KJeTKa,
IpsiOJIbIi 3anaBIIni KUBOT «prune belly», IByXCTOpOHHUI KpUNITOPXU3M (pHC.
40). B xone npoeaenuss Y3U u KT opraHoB MOYEBBIICIUTEILHON CUCTEMBI
OBbLTM BBISBJICHBl METalUCTUC, MErayperep C O0O0E€HX CTOPOH, KHUCTO3Has
TpaHchopMarus MOYEK, IPU3HAKH TUMOIIA3UH HapylIeHue
KOPTUKOMEAYJUISIpHON Tr(depeHIIUPOBKU JIEBOW MOUYKH C TMHUEI0IKTa3UeH U
HapylIEHUEM T'€MOJMHAMHMKH, KUCThl B IMAPEHXUME MPAaBOW MOYKH, TAKXKE
He3zapamenue ypaxyca (puc. 41). OcloXHEHHEM BPOXKJICHHOM ITHEBMOHHUU
CTaJI0  pa3BUTHE MPABOCTOPOHHETO IMHEBMOTOpakKca, MOTPeOOBaBLIETO
POBEICHUS IPEHUPOBAHMS TIEBPAIILHOM MOJIOCTH.

Tsokenoe cocrosiuue pedenka Obuto cBszaHo ¢ MBIIP, neixarenbHOIM
HEJOCTaTOYHOCThIO Ha  (OHE  TEYEHUs  BPOXKICHHOM  ITHEBMOHMH,
HEJIOHOIIEHHOCThI0, He3penocThio U anemuei. [lo ganueiM HCI' Ha BTOpBIE
CyTKM  JKM3HM  BBISBIEHB  dXorpaduyeckue  MPU3HAKU  HUIIEMHH
NEPUBEHTPUKYJIIPHBIX 30H M CTPYKTYpHAasi HE3pPEIOCTh BEIIECTBA T'OJOBHOTO
mo3ra. [IpaBas mouka He (YHKIMOHUPOBAJA, YTO COOTBETCTBOBAJIO JAaHHBIM
MHCTPYMEHTAIIbHBIX U J1a00PaTOPHBIX UCCIIET0BAHUM.

HeoaHokpaTHo oTMeUanoch yxXyJIIIEHUE COCTOSTHUS, MOSBICHUE acluTa,
ruapoTopakca. [1o pe3ynbraram 1a00paTOpHBIX HCCIIEIOBaHUHN Y peOeHKa ObLITH
BBISIBJICHBI: aHEMUs, TPOMOOIMTONEHHS, a30TEMHUs, THUIONPOTEUHEMUS U
MOBBINICHHE KOHIIGHTpAIuu OenkoB ocTpoir (a3wl. [loBbIIeHWE ypOBHEH
MOYEBMHBI M KpEaTMHHHA HAOJI0aioch B TEUEHHWE BCETr0 MepHoJa.
[IpoBoaunace anTHOaKTepuanbHass © MOpOoTHUBOrpuOKoBas Tepanus. [lo
pe3ynbTaram MOJIEKYJIIPHO-T€HETUYECKOTO U UTOT€HETUYECKOTO
MCCIIeIOBaHMs Oblja BBISIBJICHA MyTalusl B TeHE (QuiiaMuHa A XpOMOCOMBI X
(FLNA), kapuotun — 46,XY.
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[IpoBeneHHble B AMHAMUKE HCCIENOBAaHUS M HAOJIOIEHUE HEBPOJIOTA
MO3BOJIMJIA TIOCTaBUTh AUATHO3 «JIETCKUM 1IepeOpaibHblid mapajiiy», 4To ObLIO
O0OyCJIOBIIGHO  TUIIOKCHUYECKHU-UIIEMUYECKUM  MOpPaKEHUEM  IIEHTPaJIbHOM
HEPBHOW CHUCTEMbl MPHU POXKICHHUM W TNATOJOTHYECKHUMHU COCTOSHHUSIMU
NEPUHATAIILHOTO MEPUO/IA.

Uepes 75 nueli peOCHOK BBINTUCAH W3 CTAllMOHApPa B CTAOMJIBHO TSKEIIOM
COCTOSIHMM T10]1 HaOJII0/IeHHE CIEIIUAINCTOB aMOyIaTOPHOTO 3BeHa. Macca Tena
npu Beimucke 3610 r (+1280 r), nmuHa Tema 51,5 cM, y pebeHKa 0TMEYaIOCh
OTCcTaBaHUE B (U3MYECKOM U IICUXOMOTOPHOM Pa3BUTHH.

JHUATHO3

CuHApPOM CIMBOBOTO KMBOTA, MyTalvs B TeHe pusiaMruHa A XpOMOCOMBI
X (FLNA).

HUDODEPEHIUAJIBHAA JJTUAT'HOCTHUKA

VYuuTeiBas XapakTEepHYK TpUAAy NPU CHUHAPOME CIMBOBOIO >KMBOTA,
muddepeHnranpias AMarHOCTUKA 4acTo He Tpelyercs. BaxkHo ompenenuTs
NICEBJIOCUH/IPOM YEPHOCIIMBA Y JIUI] >KEHCKOT0 1018, KOTOPhIN TpeOyeT JeueHUs
U JIUKTYeT HEOOXOIUMOCTh T'E€HETUYECKOTO KOHCYJIbTUPOBAHUS CEMbH.
CyliecTBYIOT TakKe€ HEMOJIHbIE BapHaHThl CHHAPOMA CIMBOBOTO KMBOTA, HE
OPUBOMSIINE K PA3BUTHIO XPOHUYECKOW OO0JIE3HU TMOYeK. Takue BapUaHTHI
CUHJIpOMa, BEPOSITHO, CBA3AHBI C XapAKTEPOM T€HETUUECKOW aHOMAJIHH.
OBCYK]/[EHUE

CuHApOM  CIMBOBOTO JKMBOTA MPEACTABISET COOOM  TSXKETYIO
BPOXKIAEHHYIO aHOMAJIUIO, ACCOIMUPOBAHHYIO C BBIPAKEHHBIMU HAPYIICHUSMU
Ka4yecTBa KM3HM MAlUCHTOB U HEPEAKO MPUBOJSIIYIO K JIETaTLHOMY UCXOJY B
panHem Bo3pacte. COBpeMEHHBIE JOCTIKEHUSI B 00JlacTU MpeHaTaIbHOMN
JTIMAarHOCTUKH MO3BOJISIIOT BBISIBUTH CUHJIPOM CJIMBOBOTO KMBOTA YK€ HAUMHAS C
12-#i Hemenu recTanuu, 4TO OOECIEYMBAET CBOEBPEMEHHOE IUIAHHUPOBAHUE
TaKTUKHU BEJEHUS OEPEMEHHOCTU U PAHHETO NTOCTHATAILHOTO JICUCHHUSI.

OcCHOBHBIE TEPANEBTUYECKUE MEPOIIPUATHS HAIIPABIICHBI HA COXPAHEHHE
GyHKIIMM TIOYeK, OOeCTeueHHe aJeKBaTHOTO OTTOKAa MOYH, MPOGUIAKTUKY
MH()EKITMOHHO-BOCTIATUTEIHHBIX OCJIOKHEHUMN, a TaKXKe YIY4IIEHUE KauecTBa
#u3HU. HecMOTpst Ha TOCTHXKEHUS B JICYEHUH, Y IETEl C CHHIPOMOM CIMBOBOTO
’KUBOTA HEPEAKO OTMETAETCS 3a/IepKKa (PU3MUECKOTO U IICUX03MOIIMOHATLHOTO
Pa3BUTHS, CIOKHOCTH B COLIMAIIBHOM alanTaldd U OOy4eHUH, YTO COJIUKAET
JAHHYIO TATOJIOTUIO C JPYTMMHM XPOHUYECKHUMH 3a00JIEBAHUSIMHU JIETCKOTO
BO3pacTa.

['eneTnueckue uccaeAOBaHUS CBHUJIETEIBCTBYIOT O TI€TE€POTr€HHOCTH
cuHgapoma. Tak, y peb¢nka b. Oblna BbisiBIeHAa MyTanusi B reHe FLNA,
paCIOJIOKEHHOM B XpOMOcOoMe X, 4YTO MOATBEPKIAET pPOJIb HAPYILICHHIA
IIUTOCKENIETHBIX OEJNKOB B TMAaTOr€HE3€ CHHApPOMAa CIMBOBOTO KMBOTA.
JIOTIOJIHUTENIbHBIM apryMeHTOM B MOJIb3Y HaCJIEACTBEHHOU
MPEAPACIIONIOKEHHOCTH  SIBUJIUCh  yPOJIOTMYECKAas IMATOJOrUsl y MaTepH
(cTpukTypa ypeTpbl C TEpEeHECEHHOW omepanueld B Bo3pacTte 3 JIeT) U
He(pOJOTHUEeCKre aHOMaIuu y OpaTa-Onu3Hena (HEMmoJHOE yIBOECHUE 00enx
MOYEeK 1 MUEeN03KTa3us cieBa). [lonooHbIe HabMI0eHHUS TOATBEPKIAI0OT JaHHbIE
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O BBICOKOW BapHaOeNbHOCTH KIMHUYECKUX MPOSABICHUN M HACIEICTBEHHBIX
(GakTOpOB MpU CUHIAPOME CIUBOBOTO KUBOTA.

Y peb6énka JI. Obut oOOHapy>KeHbl Jelienuu Xpomocombl 17ql2,
BKirovaromue reH HNFIS. TlomoOHBIM TN MyTaluid BCTpedaeTcs Mpu
CUHJIPOME CIIMBOBOTO KMBOTa OTHOCHUTEIBHO PEAKO, OJTHAKO ACCOLMUPYETCS C
OoJiee ONArONpPUSTHHIM MPOTHO30M M MEHEE BBIPAKEHHBIMH MOPAKEHUSIMHU
MOYEBOM CUCTEMBI. B TaHHOM KIIMHUYECKOM CJIy4yae Ha NEPBbIH IJIaH BBIXOIAIIN
COIMYTCTBYIOIIME HApyIICHUs JUM(PATHYECKOW CHUCTEMBI B COYETAHUU C
TUNOIUIa3uel U apsiOIoCThIO MepenHel OpIONIHOM CTEHKU MPH OTCYTCTBUU
TSKEIION yPOJIOTHYECKON NTATOJIOTUH.

Takum 00pa3oMm, CHHIPOM CIMBOBOTO >KHUBOTa IMPEACTABISIET COOOM
KJIIMHAYECKH U TeHETUYECKH TeTePOreHHOe 3a00JIeBaHUE C IIUPOKUM CIEKTPOM
(deHoTUnMUEecKuX NposBieHud. COBEPIIEHCTBOBAHUE METOJOB MpPEHATAIbHON
JIMAarHOCTUKH, XUPYPrUUECKON KOPPEKIMH U HEPPOYPOIOrHueCcKON MOAEPKKI
B HACTOSIIEE BpEeMsl SIBISIETCS  KIIOYEBBIM  YCIOBHUEM  IOBBILICHHUS
BBIKMBAEMOCTH, IPOJOJKUTEIIBHOCTH U KAUECTBA KU3HU MALMEHTOB C JAaHHBIM
CUHIPOMOM.

Domo npedcmasieHo ¢ paspeulenus 3aKOHHbIX npeocmasumenetl

Pucynok 40 — ®enotun pedbenka b. ¢ cMHIPOMOM CIIMBOBOIO >KMBOTA Ha 1-e
CYTKH >KM3HU: Apsi0iias nepeansisi OpIoIlIHas CTEHKA C MepepacTIHYTON KOXen

Pucynox 41 — KommnbiorepHas Tomorpadus OpraHoB MOYEBOW CHUCTEMBI Yy
pebenka b. ¢ cHHIPOMOM CITMBOBOTO KUBOTA HA 6-€ CYTKU KU3HH
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Pucynox 42 — ®enotun pebenka [[. ¢ CHUHIPOMOM CIMBOBOTO KHBOTA:
repepacTsaHyTas Koxa )KHUBOTa
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3AKVIIOYEHUE

[IpencraBieHHbie B HallleM Y4€OHO-METOAMYECKOM IMOCOOMU KIMHUYECKHE
cliydyau  TOJTBEPKIAIOT  HEOOXOAMMOCTh  HACTOPOXXEHHOCTH  Bpayei-
HEOHATOJIOTOB MPH OLIEHKE (PEHOTUITUYECKUX 0COOCHHOCTEW HOBOPOKIECHHOTO,
YCOBEPIIEHCTBOBAHUSI ~ KAayecTBa MEIUUHUHCKOM TOMOIIY, IPOBEICHUS
pPACIIMPEHHOI0 HEOHATAIIBHOTO CKPUHHUHIA BCEM HOBOPOXKICHHBIM JIETSAM H
BHEJIPEHUSI B IMPAKTUKY XPOMOCOMHOIO aHANIW3a, ONPEACICHUS AKTUBHOCTH
(bepMEeHTOB, MOJHOPK30MHOTO U TMOJHOI€HOMHOTO CEKBEHHPOBAHUSA, YTO
MO3BOJISIET B PAHHHUE CPOKH 3aI0JIO3PUTh HAPYLICHUS, MMOCTABUTH JUATHO3 U
MPEJOTBPATUTh MPOTPECCUPOBAHUE 3a00JI€BaHUS U HaApacTaHUE HEOOPaTUMBIX
n3MeHeHul. HarmpaBneHrne TIeHEeTHYEeCKOrOo TECTUPOBAHUS, WHTEPIPETALIMS
MoKa3aTtesiel MPOBEICHHBIX UCCIIEA0BAaHUMN U pa3pabOoTKa IJlaHa BEACHUS TaKUX
MAIMEHTOB OCYIIECTBIISIIOTCS Bpa4aMU-KIMHUALIMCTAMU B KOMAHJIE€ C BpadyaMu-
TEHETUKAMU.
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Hertspesa A.B., CrenanoBa E.B., Utkuc 10.C., opodeesa E.W., Haporan M.B.,
VYakosa JI.B. u np. Knuaudeckoe HaOmo1eHIE MALMEHTa C CHHAPOMOM HCTOIIEHUS
mutoxoHapuanbHod JIHK. Poccuiickuii BECTHUK NEPUHATOJIOTHM M IEAUATPHH.
2017;62(5):55-62. DOI: 10.21508/1027406520176255562.

Herckas xapauoinorus: yueOHuk / nmon pen. I1.B. Lllymunosa, H.IL. otnykoBoii. - M.:
ME Inpecc-undopm, 2018. - 584 c.: un. ISBN 978-5-00030-584-3.

Edpemosa O.C., bperens JI.B., MationoBa A.E., Pygenxo H.}O., Bapakun A.O.,
Kopunen T.C. Cunnpom Kazabaxa—MepputTa 6€3 KOKHBIX MIPOSBICHUHN y MIIaJIeHIIA
// Poccuiickuil BeCTHUK nepuHaToiaoruu u neguatpun. 2022. T. 67, Ne 1. C. 120-124.
DOI: 10.21508/1027-4065-2022-67-1- 120-124.

3ustokuna K.C., Capkucsa E.A., [lyoposckas M.U., JlazapeBa M.A., I'psizHOBa A.A.,
MuponoBa B.A. u ap. Kiinnudeckuit cinyqaii genenuu 22-if XpoMOCOMBI y peOeHKa ¢
BPOKJCHHOW MeMOpaHOU ropTaHu, OCIOXKHHUBIIECHCS CHHIAPOMOM PBOTHI. Bompockl
nerckoi auetosorun. 2025; 23(2): 76—82. DOIL: 10.20953/1727-5784-2025-2-76-8.
Nudexunonnbie 6one3nn y nereit: yueOHuk / mon pea. B. @. Vuaiikuna, O. B.
TammeBoi. - 3-e u3a. - MockBa:  DOTAP-Menua, 2022. - 920 c.

Kantytuc C.C., Capkucss E.A., lllymunos I1.B., Bopona JI. /1., [IpaBocnaBnas O.B.,
Jleuenko JI.LA. u gp. Cunapom Armepa: COBPEMEHHBIE aCHEKThl JIUAarHOCTUKHU U
nedeHus. Poccuiickuii BECTHUK MepuHATONIOTHN | nieauatpun. 2024;69(2):107-116.
DOI: 10.21508/1027-4065-2024-69-2-107-116.
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Kmanueckue pexomennanuu «Kanammo3 HOBOPOKIEHHBIX». Poccuiickoe o01ecTBo
HEOHATOJIOroB, Pocculickas acconuanus CrequaiucTOB IIEpUHATAIbHON MEIULINHBI
—-2022r.

Knmuanueckne — pekomennmamuu — «l'emopparmueckas ~ Oone3Hbp  miojga |
HOBOpOXXJeHHOro».  Poccuiickoe  00IIecTBO  HEOHATONOroB,  Accoruanus
CIELUAIUCTOB B 00JAaCTH TMEPUHATAIBHOW MEIWIUHBI, OKa3aHUS TOMOIIH
OepeMEeHHOM KeHIMHE U IJI0]1y, HOBOPOXKACHHOMY U PEOCHKY B BO3pacTe 10 3-X JIeT
—2025r.

Kimuanueckne pexomenganuu OOmepoccHiickol OOIIECTBEHHON OpraHu3aIuf
«Poccuiickoe 0OOIIECTBO JE€PMAaTOBEHEPOJOTOB M KOCMETOJIOTOB» COBMECTHO C
O6mepoccuiickori oOmecTBeHHON opranm3anuend «Cor3 neauaTpoB Poccum» —
«Bpoxxaennslii Oyme3Hsli anuaepmonns», 2020 r.

KivHnueckne pekoMeHIaluuM 10 BEACHUIO W TEpaluMu JETed C BPOKICHHOMN
JUCPYHKIIMEN KOpbl HAANOYEUHUKOB (AipeHOreHuTalbHbIN cunapom) 2021 r.
Kinanueckue pekomMeHAalMd 1O BEACHUID W TEpalud HOBOPOXKACHHBIX C
HapyuienueM oomena Hatpus. PACIIM: npoexr. [1.0. HBanos, T.K. Maspomyio.
2016 .

Knuanueckune pexomenaannu Poccuiickoro o0miecTBa HEOHATOIOTOB COBMECTHO C
Poccuiickoit  accouuanueid  CHEUMATUCTOB  NEPUHATAIBHOW  MEIULMHBIL:
«BpoxneHnHas nuToMeraioBupycHas HHQeKuus», npoekt 2023 r.

Kinunnueckne pexomenpauuu «HacnenctBennas tuposunemuss | tuma». Tox
yrBepxkaenus: 2021. Coro3 mnemuatpoB Poccum, Accommanus MEAUIITHCKUX
TE€HETUKOB.

Kosxxanosa T.B., XKumna C.C., Memepsikoa T.W., Muxaiinosa A.[l., Kpanukun
AWN., 3aBanenko H.H. Penxuii renernueckmii cunapom Cxropc-XolMakepca
(cunnpom PACSI). Dnunencus u napokcusmanbHble coctosHus. 2024; 16 (2): 120-
129. DOI: 0.17749/2077-8333/epi.par.con.2024.183.

Koznos 10.A., Pacnytun A.A., bapanuesa I1.2K., Ouupos U.b., Paciyruna H.B., Yc
['I1. u np. BPOXXIEHHBIE HEITAPABUTAPHBIE KUCThI IIEYEHU V JETEU
//' PoccuiCKMi BECTHUK JIE€TCKON XUPYPTUU, aHECTE3UOJIOTUN U PEaHUMAaTOJIOTUH. —
2018. —T. 8. —Ne3. - C. 112-118. DOI: 10.30946/2219-4061-2018-8-3-112-118.
Komaposa A.A., Capkucsa E.A., Xupkosa 10.B., Bopona JI.JI., Uepkacosa C.B.,
bypnakoBa U.M. u gp. OcoOGeHHOCTH TMO3[HEH TreMopparudyeckoil 0oyie3Hu
HOBOPOXAEHHbIX. POCCHMICKMI  BECTHMK TNEPUHATOJIOTHMM W  TNEIUATPUH.
2025;70(2/2):90-100. DOI: 10.21508/1027-4065-2025-70-2 (p.2) -90-100.
Komaposa A.A., Capkucsa E.A., Xoxnosa A.IL., TTonsx E.A., BepmuaaukoBa B.A.,
banraeBa K.P. u ap. Tspkenbie ¢popMbl HACIEACTBEHHOTO cepouuTo3a y aAeTeil ¢
BPOKJICHHOW AaKTHUBHOW LMTOMErajoBUpycHOW HHpekuuen. Jlerckue WHQEKIUU.
2024; 23(1):55-61. DOI: 10.22627/2072-8107-2024-23-1-55-61.

Kocunosa E.U., 3y6mosa T.U., [Tommeenkuna O.b., Konecaukosa 10.I". Cuanpom
Bonbda—XupmxopHa: ~ 3THONOTHS,  MATOreHe3,  KJIWHUKA,  OCOOEHHOCTH
CUMITOMaTUYECKOW Tepalui ¥ aHEeCTE3HOJIOTMYECKOTo MocoOus, MpeHaTalbHas
JIuarHocTrka (063op nmurepatypsl). MenunuHckas reaetuka 2023; 22(1): 3-11. DOI:
10.25557/2073-7998.2023.01.3-11.

Ky6anos A.A., Yukun B.B., Kapamosa A.D., Monuakosckas E.C. IlorpannuHbIit
Oy/Ie3HBI  AOUACPMOININ3:  KIMHUKO-TEHETHYecKue Koppensuuu. BecTHuk
nepmatoioruu u Beneposnoruu. 2022;98(6):17-38. DOI: 10.25208/vdv1391.
KynakoB A. A. UemtoctHo-nutieBast Xxupyprus / moj pen. Kymakosa A. A. — Mocksa:
I'DOTAP-Menua, 2019. — 692 c. (Cepus "Hanuonanbusie pykoBojactsa") — ISBN
978-5-9704-4853-3.

Kyuepos F0.U., Capkucsn E.A., Xoxnosa A.Il., CamopokoBckas M.B., Makynosa
A.N., Ky3nenosa K.A. u nip. BapnabenpbHOCTh TEUEHHS CHHIPOMA CIIMBOBOTO KHUBOTA
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41.

(Prune belly syndrome) B mpakThke Bpada-HEOHATOJOra M JETCKOTO XHpypra.
Bompocsl perckoit mueronoruun. 2023; 21(6): 66—77. DOIL: 10.20953/1727-5784-
2023-6-66-717.

Jleuenko JI.A., llymunoB I1.B., Capkucsu E.A., llumkuna B.B., Yyiiko .M.,
MapkoB C.E. Knuaudeckuii cinywait cunapoma Kazabaxa—MeppuTT B IpaKTHKE
HeoHarosiora // Heonaronorus: HoBocTH, MHeHUS, o0ydeHue. 2023. T. 11, Ne 4. C.
26-35. DOI: DOI: 10.33029/2308-2402-2023-11-4-26-35.

Jleuenne HeoHaTaldbHBIX TpoMO030B. IIpoekt kmmHMYeckoro mporokona / II. B.
Ceupun, C. A. Pymsnues, JI. E. Jlapuna [u np.] / Heonarosnorusi: HOBOCTH, MHCHHS,
obyuenue. —2013. — Ne 1(1). — C. 76-85. — EDN RYGOKN.

Muponosa B.A., Capkucsu E.A., XKXupkosa 10.B., [IlaGensuukoBa E.W., XoxnoBa
A.IL, laranos B.I'. u np. KiimHnuyeckuii ciry4ail paHHEH AMAarHOCTUKHM CUHAPOMA
bapakara, o0ycioBiaeHHoro HoBoit myrauueii B rene GATA3. Poccuiickuii BecTHUK
nepuHarosniornu u neguarpun. — 2025; 70:(3): 80-86. DOI: 10.21508/1027-4065—
2025-70-3-80-86.

Mypamkun H.H., Enumes P.B., Opnosa O.C., Kyparoa A.A., Ilonenosa B.C.
DONUIEMHUONIOTUSL  BPOXKIECHHOTO OYIJIE3HOTO SMUAEPMONIM3a CpPeau JETCKOTO
HaceneHuss Poccuiickoni  ®enepanuu. Bomnpocel  COBPEMEHHOM — NEeaUaTpHU.
2024;23(5):316-328. DOI: 10.15690/vsp.v23i5.2808.

Mymeposa J[.M., Capkucsn E.A., Kupkosa 10.B., Komaposa A.A., 3ustokuna K.C.,
MuponoBa B.A. u 1p. HeoHaranbHbIi AHCCEMUHUPOBAHHBIM JHCTEPHO3 Y
HeZoHOIIeHHOTO pebenka. Jlerckue wuHpekmuu. 2025; 24(2): 65-72. DOL
10.22627/2072-8107-2025-24-2-65-72.

Mymeposa J[.M., Capkucan E.A., llymunos [1.B., Bopona JI.JI., XoxnoBa A.Il.,
Jlepuenko JI.A. u np. Cunnpom bekBura—BuaemanHa B IMpakTHKe HEOHATOJIOTa U
nerckoro xupypra. Bompocel aerckoit aumeronoruu. 2024; 22(6): 64-71. DOI:
10.20953/1727-5784-2024-6-64-71.

Mymeposa J[.M., Ceepruna V.C., Xoxnoa A.Il., Capkucsan E.A., Uepkacosa C.B.,
HlabensuukoBa E.M. u np. Cunapom HyHaH B coueTaHMH C IOBEHUJIBHOM
KCaHTOTPAHYJIEMOW Y HOBOPOKIECHHOTO. POCCHMICKNI BECTHUK MEPUHATOJIOTUU U
neguarpun. 2025;70(1):64-69. DOI: 10.21508/1027-4065-2025-70-1-64-69.
Haropuos 1.0O., Baiinakosa I'.B., 3unuenko P.A., Caiinaesa JI.X., anymkun A.C.,
Haropuosa T.C. u np. OcoGeHHOCTH crekTpa MyTauuid npu Oosesnu Kpabbe B
Poccuiickoit ®enepanuu.  Meaununckas reneruka. 2021;20(5):41-47.  DOI:
10.25557/2073-7998.2021.05.41-47.

Hagee A.A., Monuukosa B.U., Tlonos B.B., I'op6ukosa H.II., Caiidpyraunosa
@.A., QaxpyrnunoBa O.A. u np. K Bompocy AMarHOCTMKH BHYTPHYTPOOHOTO
nucrepuosa. Jlerckue madpexkumu. 2022;21(1):66-69. DOIL: 10.22627/2072-8107-
2022-21-1-66-69.

Heonaronorus: HanonansHoe pykoBoaACcTBO: B 2 T. / mox pen. H. H. Bononuna, /1.
H. lertapeBa. — 2-e uza., nepepad. u gon. — Mocksa: [ DOTAP-Menua, 2023. — T.
2. — 1768 c.: un. — (Cepus «Hammonanbnsie pykoBoacTBa»). — DOI: 10.33029/9704-
7829-5-NNG-2023-1-768. ISBN 978-5-9704-7829-5.

HectepoBa 3.A., IlyrunoBa H.B., TperssakoBa T.b., Ilectpsiea JI.A. Posb
TeHEeTHUYECKU JIeTEPMUHUPOBAHHON MAaTOJIOTUM TeMocTasa Iiofa B (POPMHUPOBAHUU
TSOKENBIX (OPM IUIALEHTApHOM HENOCTaTOUYHOCTH. AKYIIEPCTBO M THHEKOJIOTHS.
2017; 9: 58-62. DOI:10.18565/a1g.2017.9.58-62.

O COCTOSIHMM CaHUTApPHO-3MHIEMHUOJIOTUYECKOTO OJaronoysyuynsi HaceleHUs B
Poccuiickoit ®enepaunu B 2023 roamy: ['ocymapcTBeHHbI nokiaa. Mocksa:
OenepanpHas chayx0a 1Mo Hag3opy B cdepe 3amuThl MpaB MOTPEOUTENCH W
Onmaronoy4us yenaoBeka, 2024. — 364 c.

200



42.

43.

44,

45.

46.

47.

48.

49.

50.

51.

52.

53.

54.

55.

Opnosa C.B., Croma N.0O., HImenea H.II., Cueny H.B. CoBpemeHHOe cocTosiHUE
npoOJIeMbl  TepreCBUPYCHbIX HMH(EeKmuid 6-ro W 7-r0 TUNOB C  pa3HBIMU
KIIMHAYECKUMHU (opMamMu, BO3MOXHOCTH JieueHus // WHGeKnuoHHbIe OOJIe3HM:
HOBOCTH, MHEHUS, o0ydenue. 2021. T. 10, Ne 2. C. 78-86. DOI: 10.33029/2305-3496-
2021-10-1-78-86.

[Tonaxosa C.U. CaBoctbsiHoB K.B., [lymkoB A.A. HacnencrBenHas Tupo3uHemus 1-
ro TUIA: YTO HYXHO 3HaTh neauarpam // Xypuan Ilpakruka memuarpa. 2014 —
®eppaib. — C. 4-16.

[IpaBocnaBuas O.B., Kautyruc C.C., [llakupoBa A.A., lembsinoBa T.I'., Capkucsiu
E.A., Yyrynosa O.JI. u nip. CoBpeMeHHbIE 0COOEHHOCTH BEACHUS JAETEH C CHHIPOMOM
[Ipagepa—Bwimu. Bompocsl nerckori nueronoruu. 2023; 21(4): 59-64. DOI:
10.20953/1727-5784-2023-4-59-64.

[IpaBocnasnas O.B., Capkucss E.A., Bopona JI.JI., Jleuenko JI.A., Kautrytuc C.C,
Nuryruna F0.J1. u np. Cuaapom Idaiiddepa: coBpeMeHHBIH B3] HA 0COOCHHOCTH
TEYCHHs] Y HOBOPOXKICHHBIX JeTei (0030p nuteparypsl). Ilenuatpus Boctounas
EBpoma. 2023;11(4):495-505. DOI: 10.34883/P1.2023.11.4.006.

[Tpuka3z Munzapasa P® ot 21.04.2022 N 274n «O0 yTBEepKI€HUU MOPSIIKA OKa3aHH
MEIUIIMHCKOW MOMOIIM MallMeHTaM C BPOXJAECHHBIMM U (WJIM) HACJIEICTBEHHBIMU
3a00JIeBaHUSAMMU.

[IymxoB A.A., MazanoBa H.H., KyzenkoBa JI.M., Xypkosa H.B., I'mo6a O.B.,
AnexceeBa A.1O. u n1p. MonekynspHas nuarHoctuka 6osie3nu Kpa66e y poccuiickux
nereil. HeBponoruueckuit xypnan umenu JI1.O. bapansna. 2020;1(1):21-28. DOI:
10.46563/2686-8997-2020-1-01-21-28.

PaiikoBuy M.C., [enumaesa 2.P., Opnos /I.B., Caiipymnmun M.A., 3Bepea H.H.,
Pesazan H.P. u np. Berpsnas ocna y 6epemenHbsix B Mockse B 2009-2019 rr. //
Nudexunonnsie 601€3HU: HOBOCTH, MHEHUs, 00ydueHue. 2021. T. 10, Ne 3. C. 74-82.
DOI: 10.33029/2305-3496-2021-10-3-74-82.

Pamkosa E. M., IllakupoBa A. A., Capkucsan E. A., JleBuenko JI. A., Yepkacosa C.
B., HlabensnuxkoBa E. WM. TI'emopparnueckas 001€3Hb HOBOPOKICHHBIX:
COBpPEMEHHBIE MOXO/bI K TUAarHOCTHKE, PO HIIaKTHKE U JeueHuto. Jlevamuii Bpay.
2023; 9 (26): 57-63. DOI:10.51793/0S.2023.26.9.007.

Hymosa C.B., Uyrynosa O.JI., CemenoBa H.A., Komnesa H.A., Muposniok O.B.,
HlarnaznanoBa A.A. u coasT. JluddepeHunanbHplil TuarHo3 npu CUHIPOME BSUIOTO
pebenka. Ilemmarpus um. I'.H. Cnepanckoro. 2022; 101 (1): 171-178.DOL:
10.24110/0031-403X-2022-101-1-171-178.

CasarteeBa O.1., Xoxnosa A.I1., Capkucsu E.A., [llabensuuxoBa E.W., Bopona JI. 1.,
[Maroxuna O.B., nu np. TeueHne HeOHATaIBHOrO MEPUOJA Y HOBOPOKIEHHOTO C
MHO>KECTBEHHBIMM TOPOKAMHM pa3BUTHUSI M JIMAarHOCTUPOBAHHBIM CHHIPOMOM
lonbaenxapa: kiauHHYeckoe HaOmonenue. Ilenmatpuss Bocrounas Espoma.
2025;13(1):130-137. DOI: 10.34883/P1.2025.13.1.012.

Camceiruna I'. A. HeonaranbHslii cencuc: pykoozctso / I'. A. Camcbiruna. — 2-e
u3 ., nepepabd. u gomn. — Mocksa: [90TAP-Menua, 2020. — 192 c.

Capkucsan E. A., Jlesuenko JI. A., ®€noposa T. B. Ilo3anss remopparudeckas
00JIe3Hh Y HOBOPOXKJIEHHOTO. Onucanne KIMHUYECKOTo HaOmromeHus // Quantum
Satis. 2020; 14 (3): 3740.

Capkucsn E. A., Xoxmosa A. I1., 3s6m08a U. 0., [llabensuuxora E. U., Bopona JI.
., CmonpsnHukoBa A. b. u ap. Accoumauns VACTERL B npaktuke Bpaua-
HeoHarouora. Jleqamuit Bpau. 2024; 1 (27): 8-15. DOI: 10.51793/0S.2024.27.1.001.
Capkucsn E.A., Abaceesa T.1O., Makynosa A.W., Hlymunos [1.B., Komaposa A.A.,
Xwkak S.P. u np. BapmaGenbHOCTh KIMHUYECKUX TMPOSBICHUNH M TPOTHO30B
curapoma KyOep B mpakTuke HeoHaTosnora u Hedposora. [lenuatpus. Boctounas
EBpoma. 2023; Tom 11, Ne 4: 555-568. DOI: 10.34883/P1.2023.11.4.012.
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Capxkucsn E.A., Bopona JILJI., Kantyruc C.C., lllymunos I1.B., JleBuenko JIL.A.,
[Maroxuna O.B. u np. OcoOeHHOCTH KIMHUYECKOW KapTUHBI U JUarHOCTUKU
CUHApOMa Armepra y HOBOPOXKIEHHBIX JeTel: KIMHUYEeCKoe HaOIoIeHHe.
[lequnarpus BocTounas EBporma. 2024;12(3):463-475. DOI:
10.34883/P1.2024.12.3.009.

Capkucsu E.A., Bopona JIL/., Llymunos IL.B., [eptoruna II.P., Cnoka B.A.,
Jlesuenko JILA. u ap. Cungpom Ildaiiddepa 2-ro Tuma B mNpakTHKe Bpaya-
HEOHATOJOra M NenuaTpa: KimHuueckoe HaOmonenue. Ilenuarpust Bocrounas
EBpoma. 2024;12(4):632—-644. DOI: 10.34883/P1.2024.12.4.011.

Capkucsu E.A., Bopona JLJ., Lllymunos IL.B., [eptoruna II.P., Crnoka B.A.,
Jlesuenko JILA. m ap. Cungpom Ildaiiddepa 2-ro Tuma B NpakTHKE Bpaya-
HEOHATOJOra M ImenuaTpa: KimHHueckoe HaOmonenue. Ilenuarpust Bocrounas
EBpoma. 2024;12(4):632—-644. DOI: 10.34883/P1.2024.12.4.011.

Capkucsn E.A., CyxapeBa C.A., Xoxiosa A.Il., Makaposa JI.M., Xonogunosa H.B.,
3ybakoBa C.B. wu gp. KiumnHudyeckoe HaOmo/eHHEe HOBOPOXKAEHHOTO C
MUTOXOH/IpHAJIbHOM remnaronaTveil BeiencTsue myranuu B rene MPV17. Bonpocsl
nerckoi auetosorun. 2025; 23(2): 63-75.

Censuuna A.Il, KozonaeBa B.U., Capkucsu E.A., Xoxnosa A.Il., Komaposa A.A.,
Hudarosa E.C. u ap. PaHHAs AuarHOCTHKAa M TaKTUKAa BEIACHHS MAIUEHTOB C
HapymeHneM (opmupoBanus nona. Jlerckue mapekumuu. 2025; 24(1):43-50. DOI:
10.22627/2072-8107-2025-24-1-43-50.

CokonoBa M.A., Capkucsa E.A., lllymunos I1.B., Bopona JI.JI., Jlepuenko JI.A.,
Nmytuna FOJI. u gap. OcoOeHHOCTH KIMHHUYECKHUX TMPOSIBICHUN, BeICHUS,
JUArHOCTHKU U MCXOJOB y Aered npu cuHapome KpyszoHa. Poccuiickmii BECTHHK
nepuHaTosioruu u neauarpuu. Tom 69, Ne 1 (2024). DOI: 10.21508/1027-4065-2024-
69-1-78-85.

Conpnarosa T.A., Tuxomupos [I.C., Kpsuosa A.1O., Urnatosa E.H., Mucsko O.H.,
Crapkosa O.I'. u np. Hacnenyembiii XpoMOCOMHO-UHTETPUPOBAHHBIN BUPYC Tepreca
yernoBeka 6 y OOJIbHBIX 3a00J€BaHMUAMHU CHCTEMBl KpOBH. ['emaromoruss u
tpancdy3uonorus. 2025; 70(1):40-50. DOI: 10.35754/0234-5730-2025-70-1-40-50.
TrokaBkuna C.1O., KotueBa .M., JlonoxoBa M.A., I'peunna JI.A., babues C.A.,
Xapceesa I'.I'. [larorene3 u kiauHUYEeCKHue GOpPMBI TUCTEpHO3a yeroBeka. HOxHO-
Poccuiickuii  xypHan TepaneBTHuYeckod mpakTuku. 2024;5(1):99-111. DOI:
10.21886/2712-8156-2024-5-1-99-111.

Vuaiikun B.®. Uadexnnonnsie 6oae3nn y aetei: yueonuk / B. @. Yuaiikun. — 11-e
u3 ., nepepabd. u gomn. — Mocksa: [90TAP-Menua, 2020. — 688 c.

Xauatpsn JLLA., Knenkas U.C., PemuzoB A.H., HoBuukoBa I'.A., Macuan A.A.
Kanonmdopmuas Te€MaHTHO3HI0TETNOMa/CUHAPOM Kazabaxa—Meppurr:
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