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BBEOEHUE

KoHuenuua TOYHOM MeguuLUHbl WU TapreTHonM npodunNakIMKM, OCHOBaHHas Ha
pas3paboTke YHUKaNbHOro fliedeHns ONnsg KaXkaoro 4enoBeka, UCMOSb3yeT OOCTUXKEHUS
B 06nacTtu 60nblNX AaHHbIX, MCKYCCTBEHHOIO MHTENNEKTa U FEHOMHOIo TeCTUPOBAHMS.
O6beM OOCTYMNHbIX AAaHHbIX B COYETaHMN C AOCTMXEHUIMU B 061aCTUN BblYMCIUTENBHOMN
MOLWHOCTM U WUCKYCCTBEHHOrO0 WHTEN/IeKTa MOXET MNO03BOMUTb MUCCNeaoBaTensm
paboTaTb C MOCTOAHHO pacwupsloLlLenca 6a3om gaHHbIX MeaULUUHCKON MHPpopMaLmnm
019 pa3paboTkm NepcoHanM3npoBaHHOM Tepanuu.

Mcnonb3ya NOAHbIA MeOUUMHCKMA NPpodunb NaumeHTa, ero reHeTUu4ecknx OaHHbIX,
nctopumn 6onesHun, GakTopoB OKpyXKaloLLen cpeabl U obpasa XU3HMU, TOYHaAa MeguunHa
CTpemMmTcsa cosgaTb UHAMBMUAYANbHbIA N YHUKANbHbIM NPOTOKO IeYeHU U NPoPUNaKkTUKK.

TapretHaa npodunakTruka NPoBOAMTCSA B OTHOLIEHUN NUL, C MaKCUMasibHbIM PUCKOM
pasBUTUA BONE3HM Ha OCHOBAHUW Pe3ynbTaToB NPEAUKTUBHON aHANUTUKM U TEHOMHOIO
ceKkBeHupoBaHusa. [lporpaMmbl paHHEN [OMarHOCTUKM OTAeNbHbiX 3aboneBaHUM
dopMUpPYIOTCA C YyYeTOM MpOrHosa ¢GakTOpOB pUCKa pasBuUTUA 6ONe3Hn u puck-
npoduUnnMpoBaHNs NaLNeHTOB.

B nepBoHa4anbHOM MOHMMaHMK MEePCOHaNN3NPOBaHHas MeguLMHa OCHOBbIBasach
Ha aganTauun NevyeHua K MHOMBMAayanbHbIM 0COBEHHOCTSM NauneHTa, HO B KOHEYHOM
NTOre 3TO NPUBEIO K CMELLEHNIO NapagurMbl KIIMHUYECKOro fie4eHns oT MeTtoda npob
N ownbOK K «MpaBWU/IbHOMY NIEKapCTBY [O/19 MauMeHTa B HyXHoe BpemMs». CerogHs
COYeTaHMe rocygapCTBEHHbIX MHBECTUUWUMK, Pa3BUTUS OGUMOTEXHONOrMM M OuMPPOBKMU
npodunen 300poBba NEPEMECTUIO NepcoHanM3auuio 3a npegensl Bbibopa Tepanuu
B 06/1aCTb OTKPbITUS NeKapCTB, NNaHUPOBAHMUS U OKa3aHUA MeaULMHCKOM MOMOLLM.
[BUXYLLLEN CUNON 3TOM TPpaHCHOPMaLIMM SBNAIOTCA OOCTMXEHNS B 06/1aCTN ANArHOCTUKMN,
LMOPOBbLIX YCTPOUCTB M M306paxeHUn, a TakXe pacTyLWKUh apceHan aHalanTUYeCcKux
NHCTPyMeHTOB [1].

Y TOYHOW MegMUMHbl eCTb NoTeHuMan U3MEeHUTb OMAarHOCTUKY U Tepanuito MHOIMX
3aboneBaHuin, BKOYaAa OOHO M3 CaMblX pas3pyLIMTENbHbIX 3aboneBaHnin B Mupe — pak.
B 1o Bpema kak COVID-19, 6e3ycnoBHO, Bbi3Bas rnobanbHble UI3MEHEHMS 3a nocnegHue
rogbl, pak ocTaeTcs O4HOW M3 OCHOBHbIX MPUYMH CMEPTM BO BCEX CTPaHax, OXXnaaeTtcs,
yTo K 2040 rogy oH 6yneTt yHocuTb 16,4 MNH Xn3Hen B rofg, [2].

Mo mMepe pas3BUTUA KOMMbIOTEPHbIX W OUOTEXHONOrUM MOSBNSETCA BO3MOXHOCTb
noBblWaTb TOYHOCTb W Ka4yecCcTBO [AOMArHOCTUKM M nedeHusd. Hambonbwumi npopbiB
OOCTUraeTcs 3a CYeT FeHOMHbIX TeXHONOrui, Mo3BONAWMX pPa3BMBaTb TapPreTHYIo
MeguuMHY U NepcoHann3npoBaHHble MeToabl Tepanum, U B 3TOW CBA3W BCe Hosblue
CTpaH 1 ropoaoB MMpa BKIKOYAIOT UX B CBOWN MOBECTKMU.



TPEHAbI PA3BUTUA INMOBAJIbHOIO PbIHKA NMPELU3SUMOHHOM
MEAUUUHDI

CornacHo nccnepgoBaHuio komnanum Visiongain B 2021 rogy MUpPOBOM PbIHOK TOYHOM
MeanumHbl oueHnBancs B 63,3 mnpg gonn. CLUA, n, no nporHosam, cpeaHerogoBon TeM
pocTa cocTtasuT 10,8 % B Te4eHMe NporHosnpyemoro nepmoga ¢ 2022 no 2032 roa [3].

MpeunsnoHHas MeauuuHa CHUXaeT 3aTpaTbl Ha 34paBOOXpaHeHWe 3a cueT
yMeHblleHNss NoTpebneHns peareHToB, COKpaLLEHMS BPEMEHM aHannsa 1 NOBbIWEHUS
nx 2¢oGeKTUBHOCTN, TMOMOraeT B pPaHHEM BbISBIEHUN U CKPUHUHIE XPOHUYECKMUX
3aboneBaHun, ynydlwaeT pesyfbTaTbl JIeYeHUd MauueHToB, obecrneymBas BbICOKYIO
TOYHOCTb [OMArHOCTUKM W Hambonee 3ddeKTUBHble BapMaHTbl LefeHanpaBneHHON
Tepanun. [locnegHne [OOCTUMXEHUS B 06MACTM  TEXHONOTUMA TOYHOM MeOULUHDI,
WHTErpupoBaHHble C HEMHBA3MBHbLIMK NpoLeaypaMn, YCKopsatoT pa3paboTKy ObICTpbIX,
HEeLOoPOrmx N HageXHbIX METOO0B AMAarHOCTUKM N Tepanuu.

Takxe paspabaTbiBalOTCA HOBble TEXHONOrMWU U TeCTbl, KOTOpble O0ObeguHSAIOT
pasnuyHble GyHKLMKM cbopa Npob, aHanMTU4eCcKOoro BbiBoga M cYnTbiBaHUS. OXnagaeTtcs,
4YTO NPenmMyLLecTBa NPeUM3noHHON MeauLUnHbl U PacTyWmMin MapKeTUHr 3TUX MeToO0B
neyeHuns 6yayT CTUMYIMPOBATb POCT pPbiHKa B GaMKanume rogbl.

CornacHo nccnegosaHutio komnanmm Boston Consulting group, nporpamMmbl paHHEro
ob6Hapy>xeHuns 3aboneBaHNn 3BONIIOLMOHNPYIOT B CTOPOHY TOYEYHbIX CKPUHUHIOB UL,
C HambonbWMM PUCKOM pas3BuUTUS OONEsHU, U, NMOHMMas 3TO, OONbLIMHCTBO CTpaH
M MeranosMcoB MMUpa TakXe cMmewarwT ¢GoKyC C MNpoBeAeHUs MacCCOBbIX
NpodUNaKTUYeCKNX OCMOTPOB Ha TapreTHbI CKPUHMHE OTAE/bHbIX FPynn naumMeHToB [4].
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Beoywne wurpoknm BHeOpalOT 3SKOHOMUYHbIE MepenoBble MeToAbl, TakuMe Kak
CEeKBEHMpPOBaHME BCEro reHoMa 1 LiesieBOe CEKBEHUPOBaHNE, KOTOPbIe HaxoaaT LWMpPoKoe
NPMMeHeHne B W3YYeHUN TeHOMOB W CO3[aHMN MepPCOoHaNIN3UPOBaHHbLIX MEeTOLOB
neyeHns pasnnYyHbIX 3aboneBaHnii. Hapaay ¢ pacTywmm BHegpeHMeM 60nblnX OaHHbIX
B TOYHOM MeAuuuHe, KOTopble MOMOratT aHann3npoBaTb 3/IEKTPOHHbIE MeAULNMHCKME
KapTbl MauNMeHTOB M obecneymBaTb YYYLIEHHYIO NOAOEPXKY MPUHATUS KINHUYECKUNX
pelweHnin, 3To co3gaeT 6naronpusaTHble NepcnekTUBbI s PbiHKA.



Moaxon NPeun3noHHON MeauLnHbl MOXET MCMNONb30BaTbCS AN OLUEHKU U NeYyeHus
B Pas3NMyHbix 06/1acTAX MNPUMEHEHMS, TakuUX Kak WMMMYHONOrng, pecnupaTopHble
3aboneBaHus, OHKONOr1g, 3aboneBaHns LLEHTPanbHOM HEPBHOM cUCTEMbI. B HacTosuee
BPeMS OHKONOrmsa €BNAeTCd OCHOBHOM 061acTbio MPUMEHEHU NpPeLn3nMOHHOM
MeOuUuHbl. [nga paka MOJIOYHOM Xenesbl, Nerkux u KosiopekTaNbHOro paka 6binu
pa3paboTaHbl pasfinyHble OuarHocTuyeckme TecCcTbl U TeparneBTUYECKMEe CcpeacTsa.
B HecKkonbKux nccnenoBaHnax N3y4vatoTcsd BOSMOXHOCTM pa3paboTkn AnarHoCTUYeCcKmx
TECTOB M TepaneBTUYECKUX CPEencTB ANS APYrnmx nokasaHUW K paky, Takux Kak pak
npencTaTenbHOM Xenesbl, pak ANYHUKOB U nenkemus. NpuMeHeHne TOYHOM MeanLUHbI
TakXe pacwupaetca B 06/1acTu reHeTuYeckux 3aboneBaHUi. STOT NOAXOMA BCe valle
Ncnonb3yetcsa ONs reHeTU4YecKUx TecTOB Ha penkune 3aboneBaHus, B cCepaeyHo-
COCYaMNCTON reHOMUKE N B 061acTn HenporeHeTukn. NMpeunsnoHHaa MegmumnHa Takxe
BCe u4alle WCnonb3yeTca [AOs9 CKPWUHWUHra reHeTU4Yeckoro pucka HacneaCcTBEHHbIX
3aboneBaHnin, HEMHBA3MBHOIO MpeHaTaslbHOro TEeCTUPOBaHMA U dapMakKoreHOMUKMU.
Heckonbko Npou3BOAUTENEN JleKapCTB TakKXe cocpenoTtoyeHbl Ha paspaboTke
NPEeLn3noHHOM MeauLMHbl ONg HEeBPONIormyeckux 3aboneBaHWU, TakuxX KakK OonesHb
Anburenmepa n 6onesHb MNMapknHcoHa. KomnaHua Roche Diagnostics pa3pabaTtbiBaeT
onomapkep 6onesHun Anburemnmepa, komnanmm Takeda Pharmaceuticals n AstraZeneca
nccnenylot 6Guomapkepbl 6one3Hn AnbureiMepa M acTMmbl. B HacToaulee Bpems
OHKO/Orns npeanaraetT 3Ha4YnTe NbHbIA PbIHOYHbIMA NOTEHLMA, NOCKO/bKY 3TOT CEerMeHT
NPeUn3NoOHHON MeauLMHbl Hanbonee akTyaneH ons yny4yweHnsa BapnaHToB nevyenunsa. ns
3TOW LLeNn LWNMPOKO ncnonbaytorca TexHonormn NGS n xugkaa éuoncus, peanmsyemble
Taknmm KomnaHuammn, kak Illumina u Thermo Fisher, B Hay4YHOM napTHepCTBe
c dapmMaueBTUYECKMMKU KOMMaHUAMKU Ona pa3paboTknm [OMarHOCTUYECKUX TEeCTOB.
OXkxnpgaeTtcs, 4To No Mepe pacluMpPEeHMS UCNOb30BaHMS TOYHON MeaULIMHbI OHU OTKPOIOT
NnoTeHUManbHble BO3MOXHOCTW POCTa ANs OPYrMX YYaCTHMKOB pPblHKA, HE CBA3aHHbIX
c oHkonoruen [3].

OCHOBHbIMM UrpoOKaMM Ha pPblHKE TOYHOM MeaMUMHbl aBnatoTca KomnaHuu: Pfizer
Inc. Group Ltd., Qiagen Inc., Quest Diagnostics Inc., Illlumina, Agilent Technologies,
Novartis AG Inc., BioMérieux SA Industries AG, Abbott Laboratories International GmbH,
F Hoffmann, La Roche AG, Eli Lilly & Company, GlaxoSmithKline Plc, AstraZeneca plc
Corporation, Thermo Fisher Scientific, Inc., Myriad Genetics Inc. n Abnova Corporation.
3TN KOMMaHWM peanuayloT pasNn4yHbie CTpaTerum, KOTOpble BK/KOYAT CIUAHUSA
N MOrNOLWEeHNa, WHBECTUUUM B WUCCNedoBaHMA M pa3paboTkn, COTPYAHWYECTBO,
napTHEpPCTBO, PermoHanbHoe pacwmpeHne 6musHeca n 3anyck HOBbIX NpoaykToB [3].



FMOBAJIbHbIN NAHALWA®T FTOCYAAPCTBEHHbIX UHULIUATUB
B C®EPE MPELUU3MOHHOU MEAULUMHbBI U TEHOMHbIX
UCCNEQOBAHUU

JlaHgwadT MHMUMATUB NO CO30aHUI0 N COOPY reHOMHbIX AaHHbIX YenoBeka ObICTPO
pa3BMBaeTCa U 4OCTAaTOYHO pa3HoobpaseH. C 1990 roga CTOMMOCTb CEKBEHUPOBAHUS
reHomMa cHuaunacb ¢ 2,7 mnaH gonn. Ao 300 gonn., YTo OTKPbINIO HOBble BO3MOXHOCTU
ONng cos3faHusg XpaHWNUL, reHOMHbIX aaHHbiX. K Havany 2020 roga BO BCEM MUpe
HacuuTbiBanocb 187 reHoOMHbIX MHMUKMATKB, 50 % U3 KoTopbIX peanusytoTca B CLUA 19 %
B EBpone. bbino npoaHannsmpoBaHo 38 MSIH TEHOMOB C UCMOJIb30OBAaHUEM Pa3INYHbIX
MEeTO[0B, OT FeHOTUMUPOBAHNA 00 MNOSIHOFEHOMHOIro CEKBEHUPOBAHUSA, N OXUOAETCH,
yTo K 2025 roay 310 4YMcno BbipacTeT 4o 52 miH [5].

HaunoHanbHble reHOMHble 6a3sbl JaHHbIX PacTyT MO Mepe TOro, Kak CTpaHbl BCe
Oonblwe OCO3HalT MNOTeHUManbHble MNPeMMyLl,ecTBa TEHOMHbIX [OaHHbIX CUCTEM
34paBooxpaHeHus. MeguunHCKag NONEe3HOCTb AaHHbIX BapbUPyeTcs B 3aBUCUMOCTMU
OT KonmyecTtBa CoBpaHHbIX FEHOMOB, MOJIHOTbl FEHOMHbIX AaHHbIX, CBA3M C APYrUMMU
OAaHHbIMW, OTHOCALMMUCS K 3[paBOOXPaHEHMIO, OT 3aboneBaHMn UK rPynn HaceneHus,
KOTOpble OHW OXBaTblBalOT.

[eHOMHble WHWUUMATUBbI MOFYyT MOMOYb CUCTEMaM 3[4pPaBOOXPAaHEHUS BbISABATb
reHeTU4yeckme BapuaHTbl, MOBblWaKOWMe puck 3aboneeaHnsa, gumarHOCTUPOBaTb
naunveHToB Ha 6onee paHHUX CTaanax U NpegoTepalLath 3abonesaHunsa, pa3pabaTbiBaTb
COMYTCTBYIOLLYIO OMArHOCTUKY OS89 nepcoHanmsaumy nevyeHus ¢ NoMoLLbio N1IeKapcTs,
a TakKXe YCKOpATb OTKPbITUE, nepenpoduinpoBaHMe WU KJIUHUYECKYl pas3paboTky
NneKapcCTB.

BbisBneHMe TreHOMHOM W3MEHYMBOCTM B TMOMNYNAUUM UrpPaeT BaXHYK pPoJib
B K/JIMHWYECKOW [AMarHoCTuke reHeTnyeckmx 3aboneBaHuMin 4enoseka. bnaropgaps
ObICTPOMY TEXHONOrMYECKOMY pa3BUTUIO B 00/1aCTU  TEXHONIOrMM  MacCOBOro
napannenbHOro CekBEeHUPOBaHMUS, TakXe W3BECTHOro Kak CeKBeHUpoBaHue
cnepyouweronokoneHus (NGS), cnoxHble reHOMHble aHann3bl CTanMnNpoLle uaeLlesrne,
4yTO NpMBOAUT K Bonee 3dGEKTUBHOMY MCMNONb30BAHMIO STUX METOAO0B B K/IMHUYECKOM
npaktuke. OgHako uHTepnpeTaumsa gaHHbix NGS no-npexHemy 3aTpygHeHa u3-3a
psaoa npobneM, Bbl3BaHHbIX €CTECTBEHHOW W3MEHYMBOCTbIO MNoc/iefoBaTe/IbHOCTEMN
OHK B 4yenoBeueckux nonynaumax. MosatomMy paspaboTka M peannsaums NpoekToB,
HamnpaBNeHHbIX Ha ONMUcCaHne reHeTU4YeCckon N3MeHYNBOCTN MECTHOIO HaceneHmsa (YacTo
Ha3blIBA€MOIro « HaLMOHaIbHbIM reHOMOM») meTogoM NGS, aBnseTcsa oOgHUM U3 NyYLInNX
NoAxoO0B K pelleHuto aTon npobnembl. CneayowmM Warom npouecca aengercs oomeH
TakKMMM OaHHbIMK 4Yepe3 obLLeaocTyrnHble 6a3bl AaHHbIX. Takne 6a3bl JaHHbIX BaXHbI
0119 UHTepnpeTaunm NnaToreHHbIX BapmMaHTOB Npu peaknx 3aboneBaHnsax Uan oHKONOruu,
WNKW B LLeNoM ans ugeHTndumkaunm naTonornyecknx BapmaHToB B reHoOMe nauueHTa [6].



ABCTPAJIUA

B 2016 rogy HauuoHanbHbIM COBETOM MO 34pPaBOOXPAHEHUIO U MegULUHCKUM
uccnegoBaHnam (NHMRC) 6b1510 UHULUMNPOBAHO co3gaHne ABCTPaMMACKOro asbsHca
3apaBooxpaHeHusa no reHomuke (Australian Genomics). OCHOBHOW Lenbio co3gaHus
albsiHCa 9BNgeTca npeofonieHne paspbiBa Mexay PpyHOamMeHTanbHbIMU FE€HOMHbIMU
NccnegoBaHNAMM U NX KNMHNYECKUM NPUMEHEeHMeM nyTemM cbopa pakTUYeCKMX JaHHbIX
Ona peanusaumm HauuMoHanbHOWM MOMIMTUKWU 30pPaBOOXPaHEHUs, MOCKONIbKY FeHOMHas
MeduLUWHa onpeaeneHa B KavyecTBe byayliero ctaHgapTa nevyeHnsa B ABCTpanumu.

AnbgaHC obbeauHaeT 32 KAUMHWYeckux ueHTpa, 80 opraHmMsauMOHHbIX MapTHEPOB
n 440 nccnepoatenen. B pamMmkax dnarMaHCKuMx NMpPOeKkToB ANbsSHCa, OXBaTbIBAOLWMX
13 KoropT peakux 3aboneBaHWM M LWECTb TPYNN OHKOMOrM4Yeckmx 3aboneBaHuM,
B HacToduwee BpeMss ANbIHCOM OTOOpPaHO OKONO 5 TbiC. Y4aCTHUKOB MCCNegoBaHug,
KOTOpble NpefocTaBuaInM [aHHble B pPexXuMe peanbHOro BpPeMeHU [N M3yyeHus
NPUMEHEHNSA TEHOMUKU B KNTMHUYECKON npakTuke [7].

JNeatenbHocTb Australian Genomics Bknw4vaer B cebda gBe B3aMMOCBSA3aHHble
paboThbl:

e Habop naumMeHToB A/19 FTeHOMHOIo TECTUPOBaHMNSA B paMKax ¢priarMaHCKUX MPOeKToB
no pegkum 3aboneBaHMsaIM U OHKONOTUWU U MPOBEAEHNE CBSI3aHHbIX UCCNeaoBaHMN No
KOHKPETHbIM 3abonieBaHNAM ON9 HEANArHOCTUPOBAHHbIX Cly4Yaes.

® B3anMo3aBUCUMbIE TPaHCASAUMOHHbIE UCCNeaoBaTeNbCkue nporpamMmbl  Ans
Pa3BUTUA  ONArHOCTUKW, MEOULMHCKON UHPOPpMATUKKM, HOPMATUBHO-MPABOBOW,
3TMYECKOM, MONUTUYECKOM M KaapOoBOM MHOPACTPYKTYpPbl, HEOOXOAMMOM AN UHTErpaLum
reHOMMKWN B CUCTEMY 3[1paBOOXpPaHeHns ABCTpanunu.

dnarMaHcKuMe NpoeKkTbl ONMPAOTCA Ha CYLECTBYOLWMA ONbIT U MHOPACTPYKTYPY A4
CO3[aHMa HaLMOHaNbHbIX KIIMHUYECKUX U UCCeaoBaTeNbCKNUX CETEN, a TakXe NPoBOaAsAT
KOFOPTHbIN aHann3 ang OTKPbITUA TFeHOB, NPOBeAEeHUS WCCNeaoBaHMMN MexaHM3MOB
3aboneBaHun n obecneyeHnsa Ao0CcTyna K KITMHUYECKUM UCMbITaHUAM. DTN UCCNeaoBaHns
obecneynBatoT nnatopmy ANA OLEHKM BO3OEUCTBMA TEHOMHOro TeCTUPOBaHuUS,
BKItOYAs [OMArHOCTUYECKYID U  KJIMHMYECKYK MOJIe3HOCTb M 3KOHOMMUYECKYIO
9PPEKTUBHOCTb, a TakXe [f9 OUEHKM HOBbIX MOAXOAOB K MpenoCcTaBleHUto
ycnyr.  Australian Genomics paspabaTbiBaeT 06beauHEHHbIN KaTanor reHOMHbIX
N PEeHOTUNUYECKUX AaHHbIX, COBMECTUMbIN C [nobanbHbIM anbgHCOM MO reHOMUKe
n 3pgpasooxpaHeHuto (GA4AGH). BeaeTcs akTUBHOE B3aUMOAENCTBUE C FPYNNaMn 3aLLnTbl
NHTEPEeCOB MaLMeHTOB, C ABCTPAMUCKNUM areHTCTBOM LUNPPOBOro 34paBOOXpaHeHUs
CO3[0aH COBMECTHbI KOMUTET [/ WHTerpauum pe3ynbTaToB TFEeHOMHbIX TeCcTOB
B HaLlMOHAaNbHYIO 3/1EKTPOHHYO MeauumnHcKkyto KapTy (MyHealth Record) [7].

B 2018 rogy komnaHua Australian Genomics obbsaBuna o ctapte muccumn Genomics
Health Futures nona nognep>Xku HOBbIX U PACLUMPEHHbIX KIMHUYECKUX UCCNeaoBaHUM
peakux 3aboneBaHWn, paka W CNOXHbIX COCTOSIHUMW, a TakXe paHHero pocTyna
K KITMHUYECKUM UCMbITaHUAM U Ananora gns nyywero noHMMaHusg a/IeMeHTOB FreHOMUKMU,
Ha4yMHaa OT KOHOUOEHLUNANbHOCTU U NPaBOBbIX BONPOCOB M 3aKaH4YMBas couuanbHbIMU
n ceMenHbiIMM acnektamu. Muccua Genomics Health Futures Mission nHBecTupyert
500,1 MnH gonn. B uccnegoBaHna B 06nactm reHOMHOM MeanuuHbl [8].



lMepBble MHBECTMUMN B paMkax Mmuccmm Genomics Health Futures BkntouvatoT Takume
NPOEKTbl Kak:

Muccuna MakKeH3u — aBCTPanumnCckuim NpoekT (purc. 1) Mo CKPUHUHTY PenpPoayKTUBHbIX
HOCUTenen. OTOT NPOEKT npeaslaraetT reHeTUYeCKUn CKPUHMHE napam, 4Tobbl BbIIBUTb
napbl C MOBbIWEHHbIM PUCKOM POXAEHUS OeTell C Cepbe3HbIMU TeHEeTUYEeCKUMMU
3aboneBaHMsSIMN, a TakXe TeCT Ha COCTOSAHUSA, NPU KOTOPbIX paHHee nevyeHne MOXeT
YyAy4lunTb 300poBbe pebeHka [9];

Puc. 1. UHTepHeT-cauT npoekTta «Muccua MakkeH3un»
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ProCan - MexayHapoaHblh MPOEKT, KOTOpbi paspabaTtbiBaeT KOMIMIEKCHYIO
nccnenoBaTenbCcKyto 6asy AaHHbIX FeHOMHOM MHGOPMAaLWUK, CBA3aHHOW C PAKoM, 4TO
MOMOXET CO34aTb TEXHOIOTUMN N UHCTPYMEHTbI 419 60/1ee TOYHOW AMarHOCTUKN U NeYeHns
OTAENbHbIX BOMbHbBIX PAKOM, YNYYLIUT MokKasaTenu BbIXXKMBAEMOCTM U NO3BONUT n3bexaTb
n36bITOYHOro nevyenms (puc. 2). 3ta amMbuumo3Haga nepBas B MMpe UCCneaoBaTenbckas
nporpamMMa HanpaB/lieHa Ha aHanM3 NnpoTeoMa paka 4enoBeka B HecnpeueaeHTHOM
MacwTtabe. Ha cerogHawHWM pOeHb o6bpabotaHo 10 Tbic. o6pa3uoB. XoOpoLo
aHHOTMPOBAaHHblIe 00pa3Lbl MOCTYNalT OT COTPYOAHWUKOB MPOEekTa U OGaHKOB TKaHEW M3
pasHbix cTpaH [10].

Cg https://www.cmrijeansforgenes.org.au/research/research-teams/procan




dPAHUUA

®paHLUy3CKUN HaLLMOHaNbHbIN aNibsIHC MO HayKaM O )XU3HU U 34PaBOOXpPaHEHUIO
(Aviesan) sanycTtun B 2015 rogy HauWOHanbHbIA MnaH: « MHUMLMATMBaA NO FreHOMHOMN
MeguumHe Bo ®dpaHumm 2025 roga» (PFMG2025), oTBevyalowmin 3a BHegpeHue
NPeLn3NOHHON MeguLUMHbI B CUCTEMY OKa3aHUg MeguLMHCKOM NMOMOLLM U pa3paboTky
HaUWOHANbHOW CTPYKTYpbl 0N «OONblIMX TFEHOMHbIX OaHHbIX» B MeguuumHe [11].
TexHonornyeckmne acrnekTbl npoekTa obecnedmBatoTcs 4epe3 France Genomique -
CTPYKTYpPY, KoTopas obbegunHAeT 4yeTblpe OCHOBHble GpaHLYy3CKMe rocyaapCTBEHHbIE
nccneposartenbckme opraHmsaumnm: CEA, CNRS, INRA n INSERM. lNnaH HanpaefeH Ha
MHTErpaumio reHoMHOM MeguuMHbl B 3[paBOOXPaHEHME U cOo3daHMe HauMoHaNbHOM
NHAYCTPUM FEHOMHOWN MeguLMHbI.

B nunoTHbix npoekTax nnaHa 3agenctBoBaHo 10 TbIC. 4YenoBek, B KayecTBe
OONTOCpoYHON Lenn OpaHuma nnaHnpyeT cekBeHnpoBaTb 235 TbiC. FTEHOMOB B rofi, YTO
cooTtBeTcTBYeT 20 TbiC. NayMeHTaM C peaknmm 3abonesaHnaMm n 50 TbiC. NAUMEHTaM
C MeTacTaTu4yecknm nnu pedpakTepHbIM PakoM.

@®paHuy3ckas nHuumaTmBa npegHasHavyeHa g9 BHeApeHUs CEKBEHMPOBaAHUA reHoMa
B MPOLECC JleYyeHUs, HayMHag C Ha3Ha4YeHUa aHanms3a reHoMa W 3aKaH4yMBas
MeaNLMHCKNM 3aKo4YeHnem (puc. 3).

Puc. 3. Cxema paboTbl C NaLMEeHTOM B paMKaX MpoeKTa reHOMHOU MeaUuLUHDbI
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Ona poctmxeHua uenn PFMG2025 no cosgaHuio HeobXoaAuMbIX MHCTPYMEHTOB
FEHOMHOM MeguUMHbI, a TakXe AN pearMpoBaHMa M aganTauum K pacTtyuwemy obbemy
CUCTEMbl C TEeXHOMOrnM4YeCKMMMU N HOPMATUBHbIMU WM3MEHEHMAMU O719 onepaTUBHOWN
peannsauynm cosgaHbl pa3nmyHble CTPYKTypbl [12]:

CeTb BbiICOKONPOU3BOAUTEJIbHbIX M1aTPOPM A1 CeKBEHNPOBaHUSA: NepBble OBe
nnatdopMbl 6binK 3anyuleHbl B ceHTa6pe 2019 roga n oxBaTbiBalOT BCeX MNaLMEHTOB BO
OpaHuunn: SeqOIA B pernoHe UNnb-ge-®paHc n AURAGEN B pernoHe OBepHb-PoHa-
Anbnbl.

Heckonbko KIMHUYECKUX CTaHAAPTOB AO0CTyNna K reHOMHOW OuarHoctuke 6binu
yTBEpX/AeHbl paboyen rpynnon nop pykoBoacTteoM HauuMoHanbHOro ynpasiieHUs
3apaBooxpaHeHus ®paHuum (HAS).

LleHTpanbHbI aHanusaTtop paHHbiXx (CAD) pana BHeOpeHUss UHCTPYMEHTOB,
HeobxoguMblXx ang obpaboTkKM U MCNONb30BaHMUS 3HAYUTENbHOro o6bemMa FeHOMHbIX
OaHHbIX KaK B KIIMHNYECKUX YCNIOBUSX, TaK U 019 MCNOSIb30BaHMNS B UCC/leg0BaHUSX.

YeTbipe NUMIOTHbIX UCCNeA0BaTeNIbCKUX NMPOEKTa peanunsyoTca ana npeogoneHuns
TEXHONIOrMYECKUX, KANHUYECKMX W HOPMATUBHbIX MNPEenaTCTBUM, cpegun KOTOpbIX:
oHkonorusa (Multisarc); penkune 3aboneBaHus (DEFIDIAG); obuwwnue 3aboneBaHus
(GLUCOGEN); POPGEN - npoekT nnaHuvpyeT nepevyncnmTb obuine reHeTuveckune
BapuaHTbl, NPUCYTCTBYOLWME BO PPaHLYy3CKOM HaCEeNEeHUN.

LleHTp cnpaBo4YHOW UWHPoOpMauun, WHHOBaUMM U 3KkcnepTusbl (CReflX)
paspabaTbiBaeT M cornacosbiBaeT NepesoBon OMbiT U cTaHAapTbl. OH TakXXe roToBUT
oyayuime TexHonornyeckne paspaboTkm M MHHOBALMK NOCPEOCTBOM akageMMU4eCcKoro
M MPOMbIWIEHHOro COTpyAHMYeCTBa, npexae 4YemMm obecneuyntb UX BHegpeHue
B KJIMHNYECKYIO MPaKTUKYy.

LleneBaqa rpynna no 06y‘-IeHVIIO n oGpasoBaHmo B HacTogduee BpeM4d
aHalIM3npyeT HauWoHallbHblE I'IOTpe6HOCTVI, 4YTOObl 3aN0XUTb OCHOBY Ond4 MHOIo-
n Me)K,EI,VICLI,l/II'I}'IVIHapHOl‘;I CUCTEMbI TEHOMHOI0 34PpaBOOXPaHEHNAd N pPa3BMBaTb HOBbIE
HaBblKN A4 pelleHNd KOHKPETHbIX 3a4a4 KaK aHa/in3a AaHHbIX, TaK U UX UHTeprnpeTaunn.

n



BEJINKOBPUTAHUA

KomnaHua Genomics England 6bina cosgaHa B 2013 roay ana peanusaunm npoekTta
«100 000 reHomoB». [lpoekT, ¢uHaHCcupyemblh HauMOHaANbHbIM MHCTUTYTOM
uccnegoBaHnn B o6nactu spgpasooxpaHeHus (NIHR) v HauuoHanbHoOn cnyxx6on
3ppaBooxpaHeHusa AHrnum (NHS), HanpaBfeH Ha CeKBEHUPOBAHME MOJIHbIX FTEHOMOB
nauMeHToB C peaknmm 3aboneBaHMsIMN N pacnpoOCTPaHEHHbIMU BUAAMM paka, a Takxe
yneHoB Ux ceMen. B koHue 2018 roga NpoeKkT AocTur ceoen uenm — cobpatb 100 ThiC.
reHomoB [13].

MepBoe B MMpPeE Hay4YHOE UCCeloBaHMe Nokasaso, YTO CEKBEHNUPOBaHNE BCEro reHoma
(WGS) MoxeT BbiSBUTb HOBble AMarHo3bl Oas NoAen C caMbiM LUMPOKUM CMeKTPOoM
peokux 3abofieBaHU, UCCNeOoBaHHbIX Ha CErofdHAWHUIA OeHb, U MOXEeT MPUHECTU
3HauYUTEeNbHYIO NoNb3y HauuoHanbHoM cny>x6be 3apaBoOXpaHeHuUs.

MnunoTHoe mnccnegoBaHWe pPeakux HEBbIABMEHHbIX 3aboneBaHW BKAOYaNo aHanms
reHoB 4660 yenoBek 13 2183 ceMen — BCe OHM OblIN NEPBbIMU Y4aCTHUKAMU MPOEKTA
«100 000 reHomMOB».

NMnnoTHoe uccnegoBaHmMe MNokasano, YTo ucnonbsoBaHne WGS npuBeno K HOBOMY
anarHosy y 25 % vy4yacTHukoB (puc. 4). N3 3Tux HOBbIX AuarHo3oB 14 % Obinu
obHapyXxeHbl B ob6nactax reHoma, KoTopble O6biinM 6bl NponylweHbl OpYyrumum
TpaguUMOHHBbIMM MeTofaMK, BKKOYad pApyrve Tunbl HENnoJIHOreHOMHbIX TeCTOB.
bnarogaps cekBeHMpPOBaHUIO BCero reHoma 6binn obHapyXXeHbl AnarHo3bl, KOTOpble
paHee HEeBO3MOXHO 6bln10 06HapyXuTb. MNMUAOTHOE MccnepoBaHWe MNOKasbiBaeT, YTO
WGS MoxeT adpdeKTUBHO NOCTaBUTb AMArHO3 nauueHTamM, CaKOHOMUTb pecypcbl NHS
N NPOSIOXKUTb NYTb A9 APYTrNX BMELWaTEeNbCTB.

B kayecTBe npmMmMepa B YNC/I0 yHaCTHUKOB, MONYUYMBLLUNX OMArHO3 B paMKax MUIOTHOro
npoekTa, Bxogat [13]:

- 10-51€THA5 AeBoYKa, YbM NpeabiayLme ceMuaeTHMe noucku amarH03a BK1H04Yam HeCKO/IbKO
rocnuTanusaunii B peaHumauuto B teyeHue 307 aHeri Ha cyMmy 356 Tbic. pyHTOB CTEP/IMHIOB.
eHoMHas AMarHoOCTUKa o3BOJIM/a MPOBECTU €l U3/IeYUBAIOLLYIO TPAaHCIM/1aHTaLMI0 KOCTHOIO
Mo3sra (ctoumocTbto 70 ThiC. pYyHTOB CTeP/IMHIoB). KpomMe Toro, nporHoCTMYeCKOe TeCTUPOBAaHNE
ee 6paTbeB U cecTep rokKasaso, YTo Apyrue 4eHbl CeMbU He NoaBEePranch PUCKY.

- My>k4YuHa B Bo3pacte 60 s1eT, KOTOPbIN rogamMu 1e4uscsi OT cepbe3HOro 3abosieBaHus MoYek,
BK/ItOYas ABe onepauun ro rnepecagke royek. 3Has, 4TO ero [4oYb yHac/segoBasia Takoe e
3abos1ieBaHne, reHOMHbIV AnarHo3, CAe/1aHHbI MyTeM n3y4eHus BCero reHoMa ero v ero godepu,
M03BOJ/IN/ MPOBEPUTL ero 15-71eTHIOK BHYYKY. 3TO 10Ka3asio, 4TO OHa He yHacsiegoBasia 60/1e3Hb
M MOrna npekpaTuTb PeryJsisipHble JOPOrocTosme 0CMOTPbI.

- pebeHOK, KOTOpbIVi cepbe3HOo 3ab0se/s1 Cpasy Moc/ae POXAEHUS U, K COXAaleHWUo, yMep
B yeThlpe Mecsla, HO 6e3 gmarHosa M 3atpar Ha JsiedyeHume B pasmepe 80 ThiC. PyHTOB
CTeP/INHIoB. AHa/IM3 BCEro ero reHoMa BbiSIBUJI CEPbe3HOe HapylueHne obMeHa BelecTB 13-
3@ Hecrioco6HOCTM MPUHUMATb BUTAMUH B, BHYTPb KJETOK, YTO O6bSCHSIET ero 60s1e3Hb. 370
103BOJIN/IO MPEA/IOKNTb €ro MaaaLemMy 6paTty nporHOCTUYECKUI TECT B TEeYeHMe ofHOM Heagenm
rnocsie ero poxaeHus. Y mnaauwero pebeHka 6bl10 ANarHOCTMPOBAHO TO Xe 3abosieBaHne, HO
€ro MOXHO 6bl/10 /1e4YUTb eXeHeaesIbHbIMU UHbEeKLUMAMU BUTaMUHaA B, 4TO6bl rNpeaoTBpaTTb
nporpeccupoBaHme 601e3HM.

127
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MpuMepHO Ong 4YeTBEepPTM YyYaCTHUKOB MCCNefoBaHUA UX OMAarHO3 03Ha4vas, YTO OHMU
MOM/IM Mony4YnTb Gonee ueneHanpaBneHHY KIWHUYECKYD MOMOLLb. OTO BK/OYaso
OanbHENLWNIA CeMEeNHbIA CKPUHWHI, W3MeHeHue auneTbl, obecneyeHne BUTAMUHaAMMU
N/MNN MUHEpanamu n gpyrue MeToapl evyenus.

370 nepBoe wuccnegoBaHWe, B KOTOPOM aHanusupyeTcss [guarHocTuyeckoe
N KNMHMYeckoe BnuaHme WGS Ha LUIMPOKUIA CNeKTp peaknx 3aboneBaHnii B HaLMOHanbHOM
cuctemMe 3gpaBooxpaHeHud. [lonyyeHHble [JaHHble MNOATBEPXAAT ero LupokKoe
BHeJpPEHME B CUCTEMbI 34paBOOXPAHEHNSI BO BCEM MUpeE.

Bbicokasg adpdekTmBHocTb WGS [Ond  KOHKPETHbIX COCTOSIHMIA, HabnogaeMblx
B MWIOTHOM WCCNeOoBaHUM, BKAOYAsA YMCTBEHHYIO OTCTaNOCTb, HapyLeHUs 3peHUs
M cnyxa C puarHocTMveckom TouyHocTbto 40-55 %, nocnyxwuna OCHOBaHMEM [Os
BkNtoveHns WGS gna ouarHoCTUKM KOHKPETHbIX peakux 3abonesaHnin B HauuoHanbHbIN
KaTasor reHOMHbIX TECTOB.

Puc. 4. HekoTtopble KntouyeBble ¢akTbl npoekTa «100 000 reHoMOB»

Knioueekble hakTe
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EbIBOAEI HCNBeITaHWA

Kniouyesble yyacTHUKU npoekta «100 000 reHoOMOB»:

LleHTpbl reHoMHON MeauuuHbl NHS (GMC). 3T ueHTpbl 661K co34aHbl B paMKax
npoekta NHS. Kaxpgblh U3 HUX BkIOYan Heckosbko TpacTtoB NHS un 6onbHUL. OHM
npepocTtasnanm obpasubl JHK 1 knuHM4eckyto nHdopmMauuto onsg aHannsa.

lllumina, 6uoTexHonorM4yeckas KoMnaHusg, nony4mnna 3akas Ha cekBeHmpoBaHue JHK
YYaCTHMKOB, HanpaBmMB NMOJIHble NMocrefoBaTeibHOCTM reHoMa B Genomics England.

MapTHepCcTBO MO KAMHU4YecCKOW uHTepnpetauun Genomics England (GECIP)
obbeanHseT CMNoHCOpoB, wuccnegoBatenen, komaHabl NHS wn crtaxepoB. OHM
npoaHanuMsanpoBann paHHble, 4TOoObl obecrneynTb NpeMMyllecTBa AN MauneHToB
N YNYyYWUTb MOHUMaHNE FTEHOMUKMN.
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OgHuM 13 Hambonee BaXHbIX pecypcoB npoekta «100 000 reHomoB»
apngetcd HauuoHanbHag 6OubNMOTEKa TeHOMHbIX WUCcnegoBaHUM - bubnuoTeka
oengeHTMOULUMpPOBaHHbIX 06pa3L0B, FTEHOMHbIX OAaHHbIX U OPYrMX CBA3aHHbIX OaHHbIX
0 3J0POBbE, K KOTOPbIM YTBEPXAEHHbIE UCCNeaoBaTeNN MOTyT NONYYnUTb OOCTYN Yepes
6e3onacHyto nccnengoBaTenbCckyto cpeny.

B uenom gonrocpoyHbi nnaH passutus HaumoHanbHOM cnyX6bl 34paBOOXpPaHEeHNS
NHS npegycmaTtpuBaeT OOCTUXEHME cneaylowmnx 3agad [14]:

ecTaTb MEepBOM HAUMOHANbHOM CUCTEMOW 3[ApPaBOOXPaHEeHUs, NpeasioXuBLIen
CEKBEHMPOBaHME BCEro reHomMa B paMkax PyTUHHON MeOULIMHCKOM MOMOLLN;

e cekBeHupoBaTtb 500 TbiCc. MonHbIX reHomoB K 2023/2024 rooy W NOMOYb
npeobpasoBaTb 34paBOOXPaHEHNE K MAaKCUMaNbHOW Nob3e AN NaLMeHToB, B TOM Ynucne
ONa BCcex aeTein, OONbHbIX pakoM, UNKU OeTein, KoTopble Cepbe3HO 60MbHbl BEPOSATHbLIM
reHeTn4yeckmm 3aboneBaHunem;

e 00ecneynTb pPacLUMPEHHbIA OOCTYN K MOJEKYNAPHON OMAarHOCTUKE U perynsapHoe
reHoMHOe TeCTUPOBaHME A9 BCex Ntoaemn, 60bHbIX PakoMm;

e obecnevynTb paHHee BbIIBIEHWE U NNeYEeHNE COCTOSSHUIA BbICOKOIro pUCKa, BK/to4Yas
paclUnpeHne reHOMHOro TeCTUPOBaHNSA Ha CEMENHYIO TMMNOX0NECTEPUHEMMUIO;

® NPOBECTUN KOPPENALMUIO F€HOMHbIX OaHHbIX O/ NpeaocTaB/ieHUsS HOBbIX MeTOA0B
neYyeHuns, AMarHoCTUYECKMX MNOAXOA0B M MOMOLLM NaUMeHTaM B MPUHATUN OOOCHOBAHHbIX
peLleHNn 0 CBOEM NIeYEHUMN.
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AAHUA

JaTckuii HauuoHanbHbIM ULeHTp reHoma (NGC) 6bin yupexpgeH B 2019 rogy
B paMKax peanusauum nepBOM HaLMOHANIbHOW CTpaTerMum NepcoHalu3upoBaHHOM
MeaunuuHbl (2017-2020).

OcHoBHoe BuaeHue peatenbHocTu NGC 3akntovyaeTtcsa B pa3paboTtke 6onee TOYHOM
ONAarHOCTUKK, LLeNleHanpaB/ieHHOro JIeYeHUS U YCUNEHUN WUCCNedoBaHUMM B paMKax
OATCKOM CUCTEMbI 3APaBOOXPaHEHUS.

Llenbto [aTcKoro HauUMOHANbHOINO LEHTpa TreHOMa dBNASeTca noajgep>kka
pPa3BUTUS NepCcoHaIM3npPoOBaHHOWM MeOuLUHDI Ha onaro nauneHToB
B COTPYOHWYECTBE C pPerMoHamMm U [aTCKOW CUCTEMOW 3[OpaBOOXpPaHeHus,
nccnepoBaTenbCKMMM  MHCTUTYTaMKM,  accoumauvamMm  NauuMeHTtoB wW T. A
B kpaTtkocpoyHoi nepcnektuee LleHTp paspaboTaeTr M OyoeT OCYLLECTBAATb
COBMECTHYIO  HauuoHanbHYlO  UMHPpPACTPYKTypy 4Ong obecnevyeHna  Bpavam
gocTyna K CEeKBEHUMPOBAHWKD BCEro TreHoMa W XpaHeHus UHPopMaLunu
B HauuoHanbHoM 6a3e paHHbIX reHoma. [aTCKUMM HauWOHaNnbHbIM LEHTP reHoma
ynpasnseT HauMoHaNbHOM MHOPACTPYKTYPOM MEePCOHaNN3NPOBAHHON MeaULMHbI
OaHum  (puc. 5), cocTtoswen un3 LleHTpa cekBeHMpoOBaAHMS, HaunoOHanbHOro
BbICOKOMNPOWN3BOANTENBHOIO BbIYUCTUTENbHOI O LeHTpa (cynepkoMmnbloTepHOM
cucTeMbl) U HaumoHanbHoOM 6a3bl JaHHbIX FeHOMa A/19 06paboTKN N XpaHEeHUA FTeHOMHbIX
JaHHbIX [15].

Puc. 5. HaunmoHanbHasa MHGpPACTPYKTypa NepCcoHarIn3npoBaHHON MeguUnHbl [ aHUu

Maticnal infrastrectune for personaksed medicine

8] - @ ]
G - [ 1 T ‘ = eﬂ

Clinician A samphe Whole genome Data analysis An interpreter uses A clinician treats the patient,
BRSNS [lor example, bisad) LGB FICERG interpdetation softwane Lo bezied on inskght fram the
Consent Is taken from the interprat a patient's wariante genatic analysic
patient
Mational
WGS Conter
Hational E :E:
HPE Conter
—_— Hational
Ganame Database
Whaale genomds
seqUEncing
Precisoen Medicdng

Development Uinit

[l
|

h

|
E’
%
E

15



MpaBuTeNbCTBO [JaHWM M PErnoHbl B HacTosAlwee BpPeMs peanusyloT OOHOBEHHYIO
[aTckyto cTpaTernto NnepcoHann3npoBaHHON MeanuunHbl Ha nepuog 2021-2022 rogos,
COTPYAHMYasa B paMKax Tpex napansenbHbix aTanos [15]:

dT1an 1. MepBOHa4YanbHoe Ucnosib3oBaHue MH)PaACTPYKTYpbI ons
NOJIHOreHOMHOIro ceKBeHMpoBaHUS:

eCo3gaHne pykKoBOOALLEro KOMWUTETa MO BHEAPEHUIO MNepCOoHaNn3NPOBaHHOMN
MeaunuunHbl B JaHunn.

e [lanbHenllee pa3BuTME W BBOA, B 3KcnayaTauuto 6e30MacHOW, COBMECTHOM
N HaUWOHANbHOW TEXHOSIOrMYeCcKOn WHPPACTPYKTYpbl O/9 CEKBEHMPOBAHMA FeHoMa
N paclmpeHns XxpaHmnmu,a gaHHbIX.

oK 2024 rogy B cMcTeMe 34paBoOOXpaHEHNa ByaeT cekBeHMpoBaHO 60 TbIC. MOMHbIX
reHOMOB.

e[lpencraBnieHMe [aHHbIX KOMMJEKCHOroO TreHeTU4Yeckoro aHanmsa B CUCTeEMe
3[paBOOXpPaHEHNS AN HaLMOHaNbHOW 6a3bl JaHHbIX TEHOMOB.

dtan 2. UccnepoBaTtenbcKas WMHOpPACTPYKTypa [Ad MepcoHaNIn3npoBaHHOM
MeaULUHbI:

eBHeOpeHMe U [OanbHelllee pa3BUTME HaLMOHaNbHOM  MUCCNeaoBaTeNbCKOM
NHPPACTPYKTYPbl NEPCOHANN3NPOBAHHON MeaULMHbI.

e /lcnonb3oBaHne UccneooBaTenbCKon MHPPACTPYKTYPbl B MpoeKTax UccrenoBaHum
N paspaboTok.

e KoHCcONMaaunsa permoHanbHbIX LEHTPOB Noaaep>XKu AaHHbIX MepPCOHaNn3npPoBaHHOMN
MeOMULVHbI.

3Tan 3. JanbHeuwee pa3BUTUE NEepPCOHAIM3UPOBAHHON MeANLNHDbI U BKJTIOYEHUue
HEeCKONbKUX UCTOYHUKOB AAAHHbIX

® AHanM3 BO3MOXHOCTM  BKJIIOYEHUS  OOMONHUTENbHbIX WUCTOYHUKOB  AaHHbIX
B MHPPACTPYKTYPY NEPCOHANN3NPOBAHHON MeOULNHbI.
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PUHNAHONA

[eHOMHble JaHHble HaxoOsaTCa Ha nepefoHeEM Kpae 34paBooxpaHeHus OUHNAHOUK
M NO3BONAIOT NpPoBOAUTb 3PPEKTUBHbIN TEHETUYECKUIMA CKPUHUHI, [OMarHOCTUKY
N nepcoHannsupoBaHHOe neveHne. HauuoHanbHaa cTpaTterms reHoma 6bina
pa3paboTaHa ang obecnevyeHns adPeKTUBHOIo MCNONb30BAHMSA BCEX TEHOMHbIX JaHHbIX
B 3apaBooxpaHeHnn Kk 2020 roay ¢ akLLeHTOM Ha 340pO0Bbe K 6narononyyne HaceneHus.

HaceneHne ®uHNSHOUM 9BNSeTCS OOHUM K3 Hambonee reHeTn4yeckm M3yYeHHbIX
B Mmupe. Kpome T0ro, B ®UHASHAMN HAXOQUTCS HECKOJIbKO UCCNeaoBaTENbCKMNX LLEHTPOB
MUPOBOIro Kjlacca, KOTopble HBNAKOTCA MUOHEPaAMW TEeXHONOrM4Yecknx MHHOBAaL UM,
B TOM Yyncne LLeHTp nepeaoBoro onbitTa B 06/1aCTU reHETUKU CJI0XKHbIX 3aboneBaHuUm
(CoECDG).

MpaBuTenbcTBO OUHNAHOUM 3aMyCTUNO OBE HaUMOHasbHble CTpaTernm, CBsi3aHHbIe
CO 300poBbeM: HaumoHanbHyto reHoMHyto cTpaTternto (2015 rog) u CtpaTeruto pocra
CeKTopa 3[apaBooOXpaHeHuns ONs nccneaoBaTenbCKoM U MHHOBALMOHHOW OeATEeNbHOCTMU.
CooTBeTCTBYOLLME HALMOHaNbHble cTpaTerumn 6oinm obbeanHeHbl B paMkax MHMUnaTmBbl
NepcoHanM3MpoBaHHON MeauLMHbI, BO3rnaBnsemMon MMHUCTEPCTBOM COLLMANbHbIX AeN U
30paBooxpaHeHus OMHNAHOMK. OTa MHULMATMBA HanpaB/eHa Ha Co3aHne KOHKPETHbIX
HaLlMOHAaNbHbIX KacTepOoB MNepeaoBOro onbiTa, BKAOYas HaLMOHANbHbIA HENPOLLEHTP,
OHKOJTIOTUYECKNI LLeHTP, LEHTP reHomMa U LeHTp pa3paboTku NekapcTB, a TakXe Ha
rapMOHM3aLUIo onepaumin HauMoHanbHoro 6nobaHka.

YT106bI CTUMYyNMpoBaTb OMOMegUUMHCKME wuccnenoBaHus, DUHAGHOMSA co3aana
obleHaumoHanbHyo cetb 6MobaHkoB — PUHCKMIN KoonepaTmnB bnobaHkos (FINBB) [16],
KOTOPbIM NpeaocTaBngaeT UCCeaoBaTeNnsaM LEeHTPaM30BaHHbIM AOCTYN K KOMNEeKLUUAM
nycnyram GUHCKnx 6nobaHKoB.

B 2017 roay B cTpaHe Obin 3anyuieH npoekT FinnGen gna c6opa 6uMonormyeckmx
0bpas3uoB B TeyeHue wecTtn net ot 500 Tbic. y4yacTHUKOB no Bcen duHnaHoum [17].
3TO rocygapCTBEHHO-YaCTHOE MapTHEPCTBO MeXay HEeCKONbKMMU OpraHmsaumsamu,
BKNtOYas YHMBEPCUTETbI, papmMaueBTuyeckme KomnaHum, Cnyxby kpoBu KpacHoro
Kpecta OuHNgHOMM U HauMoHanbHbIN MHCTUTYT 30PaBOOXPAaHEHUS N COLMANbHOIo
obecnevyeHnd. C MOMeHTa CBOE€ro Co34aHus 3TOT MPOEeKT cTan TpaMnIMHOM Aand
YNyYlWEeHNsa MarHoCTUKM U NepCcoHann3npoBaHHOW Tepanuu B CTPaHe.

B yacTHocTu, B aBrycte 2022 roga B Xode reHOMHOro uccrneposaHua FinnGen,
KOOPOAUHUPYEMOro XeNnbCUHKCKUM YHUBEPCUTETOM, Obln BbIABNEH TUMNWUYHbLIA [ONg
OUHCKOro HaceneHus BapuaHT, 3allUWaloWKuA OoT cepAedHbix 3aboneBaHun. Puck
Pa3BUTUSA CepaeYHbiX 3aboneBaHNM Yy HOCUTENEN 3TOr0 BapuaHTa NPUMEPHO Ha OOHY
NATYIO HUXE, YeM B CpedHeM Mo Monynsaumu. 3aluTHbIA 3PPEeKT OT ULIEMUYECKOMN
6onesHn cepaua OTKPbIBaeT MepcrnekTuBbl B pa3paboTke neKapCTBEHHbIX CpeacTs.
PesynbTatbl nccnepgosaHnsa FinnGen MHTerpupoBaHbl B reHeTu4Yeckun noprtan Open
Targets (puc. 6), OTKPbITbI MCTOYHUK, KOTOPbIN 00beanHSAET AaHHble GYHKLIMOHANbHON
reHOMWKWN N NOHOreHOMHbIe accounaTUBHbIE UccrengoBaHus [18].

Llenb npoekTa nepcoHannsupoBaHHOWN MeauuuHbl B DUHNAHOUM 3ak/o4vaeTcs
B TOM, 4YTOObl HauMoHanbHbIN LLEeHTP reHoMa, HaumoHanbHbI OHKOMOMMYECKUM LLEHTP,
HenpoueHTp ®uHNaGHANK, HaumMoHanbHbIN LLEHTP pa3paboTku NeKapcTB U KoornepaTums
FINBioBank cospann cBom onepauuMoHHble MOOEenn U MexaHu3Mbl PUHAHCUPOBAHUS
B 2021-2023 rogax.
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Puc. 6. UHTepHeT-pecypcbl FinnGen n Open Targets
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B ®uHnaHonMM noaroToBka 3akOHa O FeHOMe B HacTosdllee BPeMsa HaxoauTcs Ha
3aBepllalolLert ctagun, OXKOaeTcs, YTO HOBbIA 3aKOH OyaeT MPUHAT napraMeHToOM
BTekyuwemMroay. OCHOBHag LLeNb 3aKoHa 0 reHoMe — 06ecneYnTb OTBETCTBEHHYIO, PaBHYIO
n 6e3onacHyt 06paboTky reHoMHON MHPOpPMaLMK Ha Bnaro 340poBbA N Bnarononyymns
rpaxpgaH. Ha ocHoBaHMKM 3akoHa 0 reHoMe B OUHNaHanM 6yaeTt co3gaH HaLMOHalbHbIN
LeHTp reHoma. LleHTp OymeT BbicTynaTb B KayecTBe HALMOHANbHOrO 3KCMEPTHOro
opraHa, onpepgenatwollero éyayuine HanpaBneHna U MeTodbl MCNONb30BaHUSA T€HOMHbIX
JaHHbiX. OOHOBPEMEHHO C 3akoHogaTenbHOM paboTon onepauuoHHble MOoAeNu
N MHPOPMALMOHHAA apXUTEKTYPa A19 FEHOMHbIX AaHHbIX OblN 00 beAVHEHDbI B OTAE/bHYIO
paboyyto rpynny akcnepToBs, pa3pabaTbiBatoliyto 6€30nacHbI MOTOK FTeHOMHbIX AaHHbIX
B CUCTEMY 3[paBOOXPaHeHuUs.
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LLBELIUA

KomnaHua Genomic Medicine Sweden (GMS) 6bina ocHoBaHa B 2018 roay ¢ Lenbto
BHEOPEHUA MHHOBALUMN B 001aCTU F€HOMUKU B KIIMHUYECKYIO MPaKTUKY WU BHEOPEHUS
YCTONYMBON MHOPACTPYKTYPbl ON8 TO4YHOM MeguuuHbl B LBeuun. GMS nonyvaer
rocygapcTBeHHoe ¢uHaHcMpoBaHMe LBeackoro areHTCTBa MHHoBauun Vinnova,
a TakXe COBMeCTHOe ¢UHaAHCMPOBaHME CEeMWU PErmoHoB C YHUBEPCUTETCKUMMU
OonbHMLUAMMU N MeaUUMHCKUMU daKynbTeTaMM CeMU LBEACKUX YHUBEPCUTETOB.
KomMnaHua  obbeauHaeT  KJWMHULMUCTOB, nccnepoBaTtenen, NPOMbILLNEHHOCTb
N opraHM3auun NaLueHToB C Lesbio BHEAPEHNA TOYHOM MeauLUHbI B 3paBOOXpPaHeHne
N NpoBeOeHNsa NepeaoBbiX NCCnegoBaHMin U pa3paboTok.

OcHoBHble uenn GMC [19]:

®/lcnoNb30BaHNE LWMNPOKOro CEKBEHUPOBAHMUA TEHOB B 3[paBOOXpPaHeHun [ans
YNyYlEeHNUs MarHoCTUKM N 0aNHaKOBOIro yxoaa 3a BCEMWU NaLMeHTaMMU.

e Co3faHMe HauuoHanbHOW nnatdopmMbl FeHOMUKM U 6a3bl JaHHbIX 3HAHWUN.

ebonee WMPOKOE WCMNO/Ib30BaHME TEHOMHbIX AaHHbIX W OaHHbIX O 300POBbe A4
nccnenoBaHui, pa3paboTok U MHHOBALLUI

® PaclimpeHmne y4acTums B KIMHUYECKUX UCMbITaHUSX.

e Co3faHMe Npeanocbinok Ansg nepBUYHOM NpoduUnakTUKM U PaHHEro BbIBNEHUS
CNOXHbIX 3ab0/1eBaHUMN.

Ha HauyanbHbiXx 3Tanax pgeatenbHoctb GMS Obina opueHTMpoOBaHa Ha MaLUEHTOB
C pefkKMMu HacneacTBeHHbIMM  3aboneBaHMsIMKW, pakoM  (remaTonormyeckue
3/10Ka4yeCcTBEHHble HOBOOOpa3oBaHWA, CONMUAHbIE OMyXoaM W OeTCKUM  pak)
N NHPEKUMOHHbIMK 3aboneBaHuamu. Cnepytouwasd ¢asa o0OxBaTbiBAET CJIOXHbIE
3aboneBaHus, BKOYasa, Hanpumep, cepaevyHo-coCyamncTbie U ayTOMMMYHHbIE, a TakXe
ncuxmnyeckme 3aboneBaHus.

CeMb ounmManoB — peruvoHasnbHbIX LLEeHTPOB reHoMHon MeaununHbl (GMC) co3aaHbl
no Bcen LUBeuun (B Meérebopre, JinHvyenuure, JlyHpe, Ctokronome, Ynncane, Ymeo
n 9pebpy), OXBaTUB TEM CaMbIM BCE PErNOHbI CTPaHbI.

B cootBetcTBUM co CTpaTernyecknum nnaHom GMC Ha 2021-2030 rogbl kK 2023 roagy
B CTpaHe OyaeT cekBeHupoBaTbCca 65 TbiCc. 06pasL,0B B rof, YTO OXBaTUT BONbLUNHCTBO
LWBEOCKNX NAaLUMEHTOB C peaknmm 3aboneBaHuaMm n pakom (puc. 7). Oxungaetcs, 4To
KOIMYECTBO NPOaHann3npoBaHHbIX 06pa3L,0B YBENNYNTCS CO BpeMEHEM U 3a 10-neTHUI
nepuog éyget npoaHanmanpoBaHo 6onee 800 Tbic. 06pa3yoB reHoB[19].

MaHenn reHoB OyayT WCMNoOMb30BaTbCa O/ aHanusa CONUAHbIX onyxonemn
N reMaTosiorM4yeckmnx 3N0Ka4YeCTBEHHbIX HOBOOOpPa30BaHWM [0 MNPUHATUS PeLLUeHUs
O NleYyeHun, Cc nocneaywlnMmn aHanmMsamMmum KPOBW O MOHUTOPUHIa PasBUTUS paka
C nomolubo 6eCKNeTouYHOoN unpkynmpytouen onyxoneson JHK.

CekBeHMpoBaHue Bcero reHoma (WGS) 6yneT npoBoanTbCcs A9 peakmnx 3aboneBaHumn,
OETCKOro paka u, B onpeneneHHon cteneHun, remaTonoruun.
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Puc. 7. O6bem cekBeHnpoBaHua GMS B nepuopg 2021-2030 ropgos

Sample volume per year during the period 2021-2030

Cancer Cancer Cancer
Solid tumours 10 000 Solid tumours 50 000 Solid tumours 75 000
Haematology 2500 Haematology 5000 Haematology 7000
Childhood cancer 200 WGS Childhood cancer 350 WGS Childhood cancer 400 WGES
Rare Diseases Rare Diseases Rare Diseases
4 000 WGS 10 000 WGES 15000 WGS
Complex diseases Complex diseases
Infectious diseases Infectious diseases

[Ona pocTuxXeHus uenerm nHnunaTnebl GMS Kak B KPaTKOCPOYHOM, Tak B OONTOCPOYHOM
nepcnektTnee 6bin cOOPMYNMPOBaH PSA NMAaHMPYEMbIX Pe3ynbTaTOB M 3TanoB B 4acTu
OVAarHOCTUKW U NeYeHuns, KIMHUYECKNX UCCneaoBaHnii, OeaTenbHOCTM HaunoHanbHOM
nnatopmbl reHoMUKK, Konnabopauunn, OCHOBaHHbIX Ha  KJ/IlOYEBbIX BoOMpocax
n BceobbemMnwoWwmx uensax, onpegeneHHbix GMS Ha nepuog 2021-2030 ropgos (puc. 8).

Puc. 8. OcHoBHble 3Tanbl pa3sutua GMS
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ronJIAHguUAa

FonnaHgms Nnpueep>XeHa OTKPbITOMY COTPYOHNYECTBY B FEHETUYECKUX UCCNeaoBaHUSIX.
BetynmBwnn B cuny B uione 2015 roga 3akOH O MNOBTOPHOM  WCMOb30BaHUM
rocygapcTBeHHON MHPopMauum TpebyeT, YToObl apXMBbl MEOAULMHCKMX OaHHbIX Oblnu
B cBobogHOM pocTyne gnsd obuwectBeHHOCTU. OTKPbITOCTb M NMPO3PayYHOCTb CO34anu
cpegun uccnegoBaTenen YyBCTBO OBOLHOCTK, YTO NPMBENO K SlydlleMy COTPYAHUYECTBY
N MHHOBaLMSIM.

B 2018 roaoy lNonnaHauma nognucana peknapauuto, oTkpbiBatowyt Kk 2022 ropay.
OOCTYyNn Kak MMHMMYM K 1 MNIH CeKBeHMpoBaHHbIX reHoMoB B EC. OHa cTana 18-m
rocynapcTtBoM —4neHoM EC, NpUHSABLLIMM y4aCcTNUe B COBMECTHbIX EBPOMNENCKUX YCUNUNAX
no obecneyvyeHmto TpaHCrpaHNYHOro AOCTyna K FreHOMHbIM AaHHbIM O 340POBbe, YTO
NO3BO/INA0 NPOBOAUTL 6onee KNNHUYEeCKkn adpPekTUBHbIE NCCNEOOBAHUS.

B yacTtHocTH, B UHCTUTYTE paka HupgepnaHaoB Habopbl JaHHbIX CEKBEHMPOBaHUS
BCEro reHomMa rnos3BOIMAM OTKPbITb HOBble BMOMapKepbl U UCCNegoBaTb MeXaHU3Mbl
YCTOMYMBOCTU K Tepanum paka. NMpnuMepomM MOXeT CNYXUTb naeHTUudmnKaumna Mmytaunm
KRAS npun pe3smcTeHTHOCTU K XMMMOTEPAnumM U posib annapaTta aHTUreH-npeseHTaumnm
B MMMYHHbIX peakuunax. NccnepgosaHna B MHCTUTYTe paka crneunmanmsmpyroTcs Ha
2 HanpasfeHusax: NpeumsnoHHas MeauunMHa Ha OCHOBE FEHOMMKWM N Npeun3noHHas
MeguuMHa Ha OCHOBe ONnyXosneBblX opraHoumagos. [Ona nposBefeHuns adpdeKTUBHDbIX
nccnegoBaHU rpynna CoCTOUT U3 MEeXOUCUUMNIMHAPHOW MeXOyHapoaHOMW KOMaHAbl
ONON0roB, y4eHbIX-BblYMCAUTENEN N KITNHULNCTOB.

FeHom HupepnaHpoB (GoNL) — npoekT B paMkax UHPpPacTpykTypbl 6nobaHKMHra
N OMOMONEKYNAPHbIX WCCNEeOOoBaHMW. 3TO NPOEKT N0 CEeKBEHWPOBAHWUIO BCEro
reHoma, coctoswun n3 250 Tpuo cemen (OByx poauTene’ U OOHOro MOTOMKA),
BO BCex MNPOBUHUMAX HuaoepnaHgoB, 4YToObl oOxapakTepusoBaTb W3MEHYMBOCTb
nocneposatenoHoctn [OHK B nonynaumn. GoNL cosgacT kKaTanor reHeTudeckux
BapuaLun YenoBeka B 3TOM BbIOOPKE, YHUKANbHO OXapaKTepnU30BaHHOM B OTHOLLIEHUN
MUKporeorpadmn4eckoro nosioXXeHus un WNMPoKoro crnektpa ¢peHoTmnnos. Pecypc byaer
npenocTaBNeH nccneaoBaTenbCKoMy U MeAULMHCKOMY COObLLECTBY A9 PYKOBO/ACTBA
WHTepnpeTaunen NpoeKToB cekBeHnpoBaHuga [20].

Cpenun nccnenoBaTeNbCKUX OpraHM3aLmin Heob6xXoaMMo BbIAeNNTb cneayoune:

e UHPpacTpykTypa 6MOGAHKOB UM OGUOMONEKYNSAPHbIX WUCCNeaoBaHUN —
Hupepnanabl (BBMRI-NL). BBMRI-NL gaBnsetcs HauMOHanbHbIM Y3/10M €BPOMENCKOM
BBMRI, wnccnepoBaTenbCko MHPPACTPYKTypbl And 61M06aHKOB, LENblD KOTOPOWM
aBnaetca obbeguHeHne nuaepoB B obnactu 6uobaHKOB AONd CTUMYIMPOBaHUA
onomMeanLMHCKUX nccneposannim [21].

eErasmus MC — UHCTUTYT reHeTUKU U MeaUUMHCKUX uccnepgosaHun (EMC).
EMC cTtpemMutca noHsATb QYHKUUKD FreHOMa M BbIIBUTb MPUYUHbI MeTabonmyeckmx
3aboneBaHui, paka, HapyLWEeHUN PasBUTUA HEPBHOM CUCTEMDI, CEPAEYHO-COCYANCTbIX
3ab60n1eBaHN U BPOX/OEHHbIX MOPOKOB pa3BuTua [22].

e HnaepnaHaCKUM MHCTUTYT paKa — OCHOBaHHbIM B 1913 roay HupepnaHackui
MHCTUTYT paka Bk/to4aeT B cebd BCEMUPHO M3BECTHbIA Hay4YHO-UCCNeaoBaTebCKUM
WHCTUTYT W CMeumanm3npoBaHHYIO OHKOSIOFMYECKYID KIWMHUKY, LENbld KOTOPbIX
aBnseTcsa 6bicTpoe NnpeobpasoBaHne pyHOaMeHTanbHbIX UCCNegoBaHUN B KIMHUYECKME
npunoxenus [23].
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* MHTErpupoBaHHbI OHKOJIOTUYEeCKUN UueHTp HwuaepnaHpoB Integraal |
Kankercentrum Nederland (IKN) - ueHTp, ocHoBaHHbiM B 1980 ropay, sBnsertcs
HE3aBUCMMbIM  Hay4YHO-UCCNEeaoBaTENbCKMM  MHCTUTYTOM  OHKOJIOTMYECKON U
nannMaTuUBHOW nomowm [24].

e KoHuopuuym lNeHomuka paka (CGC.nl) - ocHoBaHHbIM B 2013 roay, CGC.nl
npencrtaBngetr cobom KOHCOPUMYM MCCNeaoBaTeNnbCKUX TFpynmn, KOoTopbii obbeanHaeT
OnbIT 4719 NOHUMAaHUSA TEHOMUKU paka U MHTerpaunm NnpemmyLecTB B KIMHUKY [25].

elonnaHpckun kKoHcopuuym (RADICON-NL), B KOTOpbii BXOAAT BOCEMb
aKageMMYeCKNX TeHeTUYeckux LUEeHTPOB, [OBa HeakageMuU4eCKux oTaeneHus
WHTEHCUBHOW Tepanum HOBOPOXEHHbIX 1 HECKOIbKO OpraHmM3aLuin NaumMeHToB, ndydyaet
OOMNONHNTENbHYIO LLEHHOCTb CEKBEHUPOBAHMS BCErO reHOMa B Ka4eCcTBe TecTa NnepBoro
YPOBHS NMpU NevYeHnun nogen ¢ peaknmm reHetndeckumm sabonesaHmamm [26].
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U3PAUJIb

M3panunb akKTUBHO MNPOBOAMT WUCCMeaoBaHUa M pa3paboTku B obnactu TOYHOM
MeguUWHbl, 3TOMYy  CNocobCTByeT €ero  BbICOKOMHHOBALMOHHAsi  9KOHOMMKA,
MHOIFOYMUC/IEHHbIE CTapTanbl B cdepe 34paBoOXpaHeHus, OOWupHble UndpoBbie
OaHHble 0 300pOoBbe rpaxxgaH 3a 20 neT 1 paHee, a TakXe ero NMAepcTBo B obnactu
6nonHdOpMaTUKN N UCCNeaoBaHNsA reHeTUYEeCKOro CocTaBa ero nonynsaunm.

Psifas npepncrtaBnsetr coboil M3panbCKy0 HaLMOHaNbHYIO MHULMATUBY B 06nacTu
TOYHOM MeguuuHbl. B mMapTte 2019 roga m3paunibCKoe MpaBUTENbCTBO OMNpeaenuno
undpoBoe 3gpaBooOxpaHeHMe B WM3paune B KadecTBe «pBuratenss pocta»  Ons
onNTMMU3aLNM U3PAUNbCKOM CUCTEMbl 34paBooxpaHeHus. Psifas aBngetcd BaXKHbIM
KOMMOHEHTOM 3TOM pe3ofluum WU npegHasHavyeH gns cbopa paHHbIX O 340pPOBbe
n 6uonornvyeckmx obpasLoB OT COTEH TbiCcAY 4OOPOBONbLEB, CO3AaOLWMX COOBLECTBO
yyacTHuKoB. [lMonyyeHHaa uHboOpMauuUsa YCKOPUT pa3BUTME MeOULMHCKOW MOMOLM,
crneumanbHO MpegHasHa4YeHHOM AN Pas3/IMYHbIX 3THUYECKUX TpPYynn, COCTaBMAOLINX
HaceneHune N3pauna [27].

B pamkax nporpamMmmbl Psifas CTOMT 3ajada co3gaTb HaLMOHasbHYIO
nccnenoBaTenbCKylo CTPYKTYpPY, KoTopas 6yaeT Cny>XmnTb nCCnegoBaTenaM 13 Hay4HbIX
KPyros, GMOMHOYCTPUM WU OpPraHmM3auun 34paBOOXpPaHeHUns, 4Tobbl cnocobCcTBOBaTb
YKPEenaeHuto 300p0Bbs MyTeEM:

eMOMCKa HOBbIX CNOCOOOB YyBENUYEHUA MNPOLAOIKUTENBHOCTU >XU3HM YENOBEK3,
npenoTBpaleHns 3aboneBaHnin U paHHEN QUarHOCTUKM OMaCHbIX A5 XXM3HM COCTOAHUM
nyTeM aHanmi3a KoMbuHauum ¢GakTopoB, YTO MO3BOMSET MaLMEHTaM C pPasiMYHbIMU
XapaKTepucTukamm XXutb 6onee 340pOBON N NPOAOSIKNUTENBHOM XU3HbIO;

e pa3paboTKN HOBbIX METOAOB IEYEHUS N TepannKn, KOTOPbIE YYNTbIBAKOT YHUKANbHbIE
XapakKTePUCTUKN Pa3/INYHbIX OTAENbHbIX MauMeHTOB, TEM CaMbIiM MOBbILASA WaHCbl Ha
BbDKMBaHMeE, COKpallas MpOoLAO/HKUTENbHOCTb Tepanuu U npenoTBpalias CepbesHble
no6o4Hble 3ddeKTbl U MEAULMHCKMNE OCNTOXKHEHUS;

e MOMCKa HOBbIX NEKAPCTB M YAy4lleHUa CTapblX, 4ToObl MOXHO ObiNO AOCTaBUTb
NeKapCTBO 419 KOHKPETHOro nauneHTa B HY>XXHOM 003MPOBKE B HY>)XHOe BpeMs. Takas
aganTtauua MOXET 3Ha4YMTeNbHO MNOBbLICUTb 3PPEKTUBHOCTb MEOULMHCKOW MOMOLLM
N CHU3UTb PUCK HEGNAronpuAaTHbIX NOBOYHbIX 9 deKTOB.

Llenamu nunumnatmebl Psifas anatotca [27]:

e flyyllee nevyeHne n ynyduweHme npodunakTukKmn anas BCex n3paunsbTsH;

e co3faHue WHHOBALMOHHOW HaLMOHaNbHOM CTPYKTYpPblI ons obmeHa
dyHOaAMEHTaNlbHbIMU  TPAHCASUMOHHBIMUA FE€HOMHO-K/IMHUYECKUMW UCCNefoBaHUSIMMU
MeXxay  M3pauibCKUMMW  UccneposaTesibCKUMU  UHCTUTYTaMK,  OpraHuMsaumsmMu
30paBOOXpPaHEHNa 1 BUOMHOYCTPUEN;

e pa3BMTME ONAaronNpuSTHOM 3KOCUCTEMbI TOYHOW MeguuMHbl B M3paune nyTtem
obbeanHeHns 6GMoOMeanLMHCKOM OTpacnu, opraHm3anmnin 30paBoOXPaHEHUS U HaYYHbIX
KpYyros.

MUWHUCTEPCTBO 34paBoOXpaHeHna WMspauna pykoBoguT WHuumnatmeom Psifas
B COTPYOHMYECTBE C NATbIO OPYrMMU HaLMOHaNbHbIMU OpraHmnsaunsaMu: YnpasneHnem
nHHoBauumn N3paunns, CoBeTom no BbicwemMy obpasoBaHuto, biopo undposoro Mapaunns,
MuHucTtepcTeoM PpmnHaHCOB U MeaNLMHCKMUM KOPMNYCOM.
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MapTtHepcTBO U3pauna B ob6nactm TOoyHOM mMeguuuHbl (IPMP), cospaHHoOe
B2018 roay, HanpaBneHo Ha pacLIMpeHne nccnegoBaHMin NepcoHann3npPoBaHHON TOYHOM
MeOuLUWUHbI NyTEM NOAMAEPXKW WUCCNeaoBaHMN, KOTOpble, KakK OXWaaeTcs, npuBenyT
K 6onee rny6okoMy NOHMMaHMIO Bone3Hen YenoBeka 1 NPOABUXEHMNIO BHEOPEHNSA HOBbIX
Nnoaxoa0B K 3apaBooxpaHeHuto. Obwmnim 6rogxeT IPMP no3ssonset puHaHCUpoBaTb YeTbIpe
LMKIa nogaym 3aaBok. NpogonKnuTenbHOCTb Ka)a0ro npoekTa — Ao vetbipex net. K HUm
OTHOCSATCS WMCMOJSib30BaHWE NepenoBbiX anropuTMOB M UCKYCCTBEHHOINo WHTENeKTa
0119 NeYeHnsa paka MOJIOYHOM Xene3bl U 6one3Hn KpoHa, reHOMHOe CeKBeHUpOBaHME
N aHanns3 gns obHapy>XeHUa HOBbIX FEHOB OONE3HEN M NeYyeHus peakux 3aboneBaHui,
a TakXe pacClMpeHHbIM aHanm3 nsobpaXkeHn ¢ NOMOLLbIO MalIMHHOIrO oby4vyeHunsa anga
npoduUNMpoBaHNa pasINYHbiX BUOOB paka. B HacTosuiee BpeMs npoBeneHo 2 uukna
nogayn 3asBok [28].
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CLIA

MHununatmea Precision Medicine, o6basneHHaa npesnpeHtom  CLUA B. Obamon
B 2015 ropgy, sBnsercd MacwTtabHbIM WCCNeaoBaTeNbCKMM MPOEKTOM, B KOTOPOM
y4yacTBYOT HauuoHanbHble MHCTUTYTbl 3gpaBooxpaHeHns (NIH) u HeckKonbko Apyrux
nccnenoBaTenbCkUX LLEHTPOB. Llenbto npoekTa aBigeTcs NOHMMaHMe TOro, Kak reHeTuka,
oKpy>Xatouwaa cpega n ob6pas XX1U3HM YenoBeka MOryT MOMOYb OMpPeaenTb HauayyLwumn
nogxop K npodunakTmke Unn neyeHuto 6onesHen.

MHnumatmBa  Precision Medicine npecnegyeTr Kak  KpaTKOCPOYHble, Tak
MW OONrocpoyHble  uenn. KpaTKoCpoYHble  Uenn  BKJKYalT  paclwmpeHue
Npeum3noHHoOn MeguunHbl B o06nacTtm wuccnegoBaHu paka. WMccneposaTenu u3
HaunoHanbHoro uHctutyTa paka (NCI) HaperoTcs ucnonb3oBaTb pPacCLUNPEHHbIe
3HaHMA B o0ONnactTm reHeTukn u 6uonormm paka, 4YToObl HaWMTKU HoBble, 6onee
3 dEKTUBHbIE METOAbl IEYEHUS pPasnYHbiXx GopM 3Toro 3aboneBaHua. LONrocpoyHble
uenn MHuumatmebl MO TOYHOW MeguLMHE COoCpeaoTo4YeHbl Ha LMPOKOMacWTabHOM
BHEAPEHUN TOYHOM MeauLMHbl BO BCe obnacTtu 3gpaBooxpaHenmsa. C aton uenbto NIH
3anycTunm nccnegoBaHme, n3BectHoe Kak MccneposaTtenbckas nporpamma All of us
(«Bce Mbl»), B KOTOPOM y4acTBYyeT rpynna (koropta) n3 He MmeHee 1 M/TH ,O6POBOJbLIEB
co Bcex Tepputopuin CoegnHeHHbix LLITaToB. YYaCTHMKN NpeaoCcTaBnsaloT reHeTu4yeckme
JaHHble, 6uonormyeckmne obpasubl M OpPYyryio MHPOpPMaLMIO O CBOEM 3[0pPOBbLE.
[Nna NooLLpeHns OTKPbITOro obmMeHa AaHHbIMU YYaCTHUKM MOTYT MOSYyYUTb OOCTYM
K MHGOPMaLMM O CBOEM 3[00POBbE, a TAKXe K NCCNeaoBaHNSAM, B KOTOPbIX MCMOMb3YIOTCS
NX OaHHble, BO BpeMs nccnegosaHusa. Viccnegosartenn MOryT UCNOMb30BaTb 3TN AaHHbIe
0719 U3YYEeHUS LUMPOKOro Kpyra 3aboneBaHuni ¢ Lenbto 60n1ee TOYHOro NPOrHO3nMpPOBaHMUS
pucka 3aboneBaHusi, MOHMMaHUA TOro, Kak BO3HMUKaAKT 3aboneBaHus, M NOWUCKA
YNYYLEHHbIX CTPAaTErnm AMarHoCTUKM u nedvenms [29].

B mapte 2022 ropa cTtano u3BectHo o ToM, 4TO0 100 Tbic. pas3HoobpasHbIX
nocnenoBaTe/IbHOCTEN NOMHbIX FTEHOMOB TENEPb AOCTYMHbI B paMKax MCCrieg0BaTeIbCKOM
nporpammbl «Bce Mbi». Okono 50 % gaHHbIX NOCTYyNaeT OT 1ML, OTOXAECTBNAOWMNX cebs
C PacoBbIMU UM STHUYECKUMU FpynnamMmn, KOTopble NCTOpUYeckn Obinm HeaQoCTaToOuYHO
npencTaBfeHbl B UCCNeaoBaHMax. 3T AaHHble NO3BOMAT UCCNeaoBaTeNaM OTBETUTb Ha
BOMPOCbI O 340pOBbe N HONE3HAX, YTO NPUBEAET K HOBbIM MPOPbIBAM U OaNbHENLLINM
OTKPbITUAM, HanpaB/ieHHbIM Ha COKpaWeHMe YCTOWMYMBLIX Pas3/INyMii B COCTOSHUMU
3[0pOBbS.

[eHOMHble OaHHble AOCTYnHbl Yepes3 obnavyHyio nnatpopmy All of Us Researcher
Workbench (puc. 9) n BkntoyatloT MaccuBbl FTEHOTUMNPOBAHMS OT 165 TbiC. y4aCTHMUKOB.
CekBeHMpOBaHME BCEro reHomMma npenocrtaBnsger UHPoOpMauuto Mnoytm o060 BCeEM
reHeTUYeCKOM COCTaBe 4esioBeka, B TO BpeMsa KakK MaCCUBbl FeHOTUMNUPOBaHMS,
bonee 4acTto MCNOJb3yeMbI MOAXOA K FEHEeTUYEeCKOMY TeCTUPOBaHWIO, 3axBaTbiBalOT
onpeneneHHoe NogMHOXECTBO reHoMa.
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Puc. 9. UHTepHeT-nnaTtdopma All of Us Researcher Workbench
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B gpononHeHmne K reHOMHbIM AaHHbIM nnaTtdopma Workbench cogepxumT nHdopmauymio
N3 MHOIUX 3/1EKTPOHHbIX MEOULMHCKMX KapT y4aCTHUKOB 1 ycTpouncTB Fitbit. Mnatdpopma
TakXe CCblflaeTcd Ha [aHHble ornpoca aMepukaHCKoro coobuiecTtBa bropo nepenucu
HaceneHusa, 4Tobbl NpenocTaBuUTb 6onee nogpobHyw MHPOpMauMo O coobuiecTsay,
B KOTOPbIX >XWBYT Yy4YacCTHUKW. OTa KOMOWHauUMS AaHHbIX MNO3BOAUT MUCCNepoBaTeNnsm
nyywe NoHATb, Kak reHbl MOryT Bbi3biBaTb 3a60/1eBaHNA N BAUSATb HA HUX B KOHTEKCTe
OPYyrnx neTepMnHaHT 300poBbs. KOHeyHas uenb COCTouT B TOM, 4YTOb6bl obecnednTb
6onee ToYHble NOAXoAbl K MegUUNHCKOMY 06CNy>XMBaHMIO AN BCEX FPynmn HaceneHus.
YTo6bl 3aWUTUTb KOHOUAEHLUMANbHOCTb Y4YaCTHMKOB, Mporpamma yganuna BcCe
npamble MoeHTUOUKaATopbl M3 AaHHbIX M NOAAep>XUBaeT cTporne TpeboBaHMa ANS
nccnepgoBaTenen, xenawwmx nonyuntb goctyn [30].

HaunoHanbHbIN uUccnepoBaTe/lbCKUM MHCTUTYT reHoma uenoseka (NHGRI)
aBnsetca Begywen opraHusaumen B CLUA, koTopas paboTaeT Hag BbISBIEHWEM
NPenaTCTBMA Ha MyTU BHEOPEHUS TeHOMUKU B KIIMHMYECKYID MOMOLLb U 3aHMMaeTCs
pa3paboTkon pelleHnn ons wupokoro pacnpoctpaHeHnsa. NHGRI 6bin nepBoHa4anbHo
co30aH Kak HauuoHanbHbIA LEeHTP UCCegoBaHuM reHoMa venoseka B 1989 rogy ans
pykoBoacTeBa MexayHapoaHbiM npoekToM «'eHoM YenoBeka». NHGRI aBnseTca yacTbto
HaunoHanbHbIX MHCTUTYTOB 3apaBooxpaHeHuna (NIH). B anpene 2003 roma npoekT
«leHoM yenoBeka» Obls1 yCNeLwHOo 3aBepLUeH, ero rnaBHoOM Lenbto Obi10 CEKBEHUPOBaHNE
3 Mnpp 6yke OHK, cocTaBnsoowmx KHUIy MHCTPYKLMIA MO reHeTnke Yyenoseka [31].

NHGRInpoBOAUT WUMPOKYO NpOorpaMmMy nabopaTopHbIX U KNIMHUYECKUX UCCea0BaHnn,
HanpaB/ieHHbIX Ha Npeobpa3oBaHMe reHoOMUKK B 6onee rnybokoe NnoHMMaHue 61uonormm
yenoBeka M pa3paboTKy Gonee coBeplUEHHbIX METOO0B 0O6HapyXeHus, NPoPmnNaKkTUKm
N NevyeHna HacneacTBEHHbIX U TEHETUYECKMX 3aboneBaHnM.

Mporpammbl 1 nNpoekTbl NHGRI nogaep>XnBatoT UccnegoBaHUsS B OOHOM U3 LLIECTU
obnacten gna npoaBueHus o6nacTm reHOMWKU U yiydleHUs 300PO0Bbs YeNoBeKa,
cpenn HUX:

e bnonHpopmaTturka n BbluMcnmuTeNbHasa Guonorus.

ebyonoruna 6onesHu.

e CTpykTypa 1 6M0onormsa reHoMoB.

e Hayka 1 adpPeKTUBHOCTb MeaULUNHDbI.

e ODTNUYeCckune, NpaBoBble N CcouMaribHble NOCEeACTBUS.

e [1poekTbl O6uwero ¢oHaa MHCTUTYTOB 3apaBooxpaHeHms NIH.
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KUTAU

ToyHaa MeguumHa B Kntae nonyuymna mmnynoc B 2016 roay, korga npaBUTENbCTBO
BKIOYMIO 3Ty 06NnacTb B 13- NATUNETHUN SKOHOMUYECKUIM NnaH. MonnTnYecKni nnaH,
onpenenaLnm NpPUopUTETbI pacxoaoB cTpaHbl 40 2020roga, 0693ancsa « CTUMYINMpPoBaThb
WHHOBALIMM U NPOMbILLNIEHHOE NMPUMEHEHNE» B TOYHOW MeauLnHe Hapaay C Apyrumu
obnactamMu, TakKMMUM Kak «yMHble» TPaHCMNOPTHbIe CPeacTBa U HOBble MaTepuanol.

ToyHaa MeaouuMHa gBNSeTCcd 4YacTblo nnaHa «3poposBbin Kutam 2030», Takxe
3anyuweHHoro B 2016 roay. maBHaa uelb COCTOMUT B TOM, 4TOObl MCMONb30BaTb 3TOT
noaxop, Ana pelleHns HEKOTOPbIX Cepbe3HbiXx NpobneM 3apaBoOXpPaHeHNs, C KOTOPbIMU
CTaNKMBAETCH CTpaHa, 3TO POCT 3abonieBaeMoCTU pakoM 1 npobnembl, cBA3aHHble CO
CTapeHueM HaceneHus. Tekyuime nporHosbl npegnonaratoT, 4to K 2040 roay 28 %
HaceneHuna Kntaga éyget ctapwe 60 net [32].

C BctynneHuem B cuny 13-ro natunetHero nnaHa (2016-2020 rr.) Kutan nogreepaun
NPUOPUTETHOCTb TOYHON MeOULMHbI KaK CTpaTermmn, NO3BONSAIOLLEN YNYYLIUTb Pe3ybTaThl
neyeHns. MMHUCTEPCTBO HayKU U TeXHoNMOrMn Knutas MHULMMPOBANO MNPOEKT TOYHOM
MeOuUMHbl B paMkKax HauuoHanbHOM nporpamMmbl UCClefoBaHUU U pa3paboTok.
MuWHNCTEPCTBO MHBECTMPOBano okono 1,3 mnppg toaHen (200,4 mnH gonn. CLUA) B 6onee
yeM 100 npoekToB ¢ 2016 no 2018 rog. OHWM BapbUpPYIOTCH OT MOUCKA HOBbIX JIEKAPCTB
ONA NeYeHns XPOHMYecKMx 3aboneBaHWM, Takux KakK anabet, oo paspabotkm 6onee
COBEPLLUEHHbIX TEXHONOTMNM CEKBEHUPOBAHUA W aHanM3a MHOXecTBa KPYMHbIX rpynn
HaceneHusa, BK/OYaAOWMX COTHW Tbicay 4enoek co Bcero Kutag. Oxupaetcs, 4TO
kK 2030 roay TouHaa meanumHa B Knutae byaoet dnHaHCcnpoBaTbCs B pasamepe 9,2 mnpa, Aonn.

B 2019 roagy npaButenbctBo KuTas co3gano ABa UEHTpa OaHHbIX C OTKPbITbIM
OOCTYMNOM A1 noouw,peHns obMeHa reHeTUYeCKMMN JaHHbIMU: HauMoHaNbHbINA LLEHTP
reHOMHDbIX AAaHHbIX U ero 30HTUYHYIO opraHm3aunio — KMTauckum HauMoOHasbHbIN
LLeHTp buouHpopmauumu.

B koHue 2017 roga B Kntae 6bin1 3anyLeH NpoeKkT No onpeaeneHnio reHeTu4yeckoro
coctasa 100 Tbic. Yenosek. NccnepoBaTtenu, puHaHcmpyemble MUHUCTEPCTBOM HayKWu
N TEXHONOrnn, COOBLLMAKN O NIaHax UCNOb30BaTb FreHETUYECKNE AaHHble 3THNYECKOro
OONbLUNMHCTBA XaHb U AEBATU APYIrUX rPYNn 3STHNYECKMUX MEHbLUMHCTB A1 pacmndpoOBKU
HacneacTBEHHOM MHOPMaLMKN B reHax n cbopa reHeTu4eckom MHGopMaLmm oT Tex, KTo
CTpafaeT oT MHOXecTBa 3aboneBaHun, YToObl Nyylle NOHATb CBA3U MeXAYy KOHKPETHbIMM
reHamMun n onpeaeneHHbiIMK 3aboneBaHnaMm, TakMMm Kak anaber.

B 2016 rogy Kutanckasa akagemMus HayK o6basuna MHMUMATUBY NO TOYHOM MeauLuHe
CTpaHbl ¢ uenbto K 2030 roay cekBeHmnpoaTb 100 mnH reHoMoB Yyenoseka [33].

MpoeKkT TOYHOM MeauLMUHbI, onepupyrwmnin O6oNblWIMMKU  AaHHbIMK, Obln  3anyLeH
B 2021 rogy MHCTUTYTOM peakux 3abonesaHun npu 3anagHo-Kutanckom 6onbHULE
B YaHay, npoBMHUMNSA CbivyaHb. K 2025 rogy MHCTUTYT nnaHMpyeT co3gaTtbh 6a3y AaHHbIX
n3 100 Tbic. YyenoBek n3 Kutaa c peokmmm 3aboneBaHMAMM, BKIOYAA CMNUHAbHYIO
MbllLIEYHYO aTpoduto M anbbuHusam. OHa OyaeT copepXXaTb OCHOBHYK MeOULMHCKYHO
NHPOPMaALIMIO U OaHHble, Kacatowmecs bmonornyeckmux obpasuoB, Takux Kak KpoBb AN4
CEKBEHVPOBAHMNS FrEHOB.

C 2013 ropa 3anagHo-Kutanckon 6onbHULUEN B YaHOy NpoBOAMTCA UCCNeaoBaHue
bonee 24 Tbic. YeNnoBeK C HacneaCcTBEHHOW noTepen cnyxa. 3aboneBaHuMe nopa)aet
0o 2 n3 kaxabix 1000 geten, poxaeHHbix B Kntae. B HacTosuiee BpeMs, UCNONb3ys
reHeTU4Yeckme gaHHble noaen B 6a3e gaHHbIX CcnenoBaHms, Obinn onpegeneHbl paHee
HEN3BECTHble MyTaLllUn, CBA3aHHble C 3TUM 3aboneBaHnem [32].
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ANOHUA

B AnoHuMM akTMBHO NpoABUralTCa MccnepoBaHus B 06/1aCTM TOYHOM MeOULMUHbI,
C MOMOLLLbIO KOTOPOW NOCTaBNeHa LeNb A0CTUYb BbICOKUX Pe3y/1bTaTOB MO 4YacTu 34,0PO0OBbA
N 0ONFONETUA HaCeNeHus, YTo ABNAeTCs OOHUM U3 MPUOPUTETHbBIX HanpaBieHnin ANoHUK
ona noctuxeHusa Llenen yctonumeoro passutusg (LLYP).

AnoHna npuHUMana aKkTUMBHOE y4yacTMe B  UCCMEeOoBaHUAX YenoBe4YeckKomn
N MEeANLIMHCKOWN FreEHETUKM C MOMEHTA 3ap0oXaeHna aTo 06nacTu HaykKu. 3a AecaTuneTums
CTpaHa Hakonuna OrpoMHOe KONMMYEeCTBO 3HAaHMW O reHeTU4YecKoM OCHoBe Oone3Heln.
B yacTtHoCTKW, AnoHMa Obina OOHOW M3 LWECTU CTPaH, y4YacTBylWwMUx B rnobanbHoM
MeXayHapooHOM npoekte «leHOM 4YenoBeka», BHOCA 3HauuTesNbHbIM BKNapg,
B 3aBeplUeHne CeKBeHMpoBaHUa XpoMocoM 11 un 21. AnoHCKMe uccnegoBaTenm Takxe
yoenann ocoboe BHUMaHME JGYHKLMOHANbHON TreHOMUKe, CTPYKTYpHOM Ouonorum
n 6uonHdpopmMaTumke.

C 2015 ropa {AnoHWa akTUBHO MPOABUraeT BHeOPEHME FeHOMHOM MeauLWHbl Ha
HaLMOHaNbHOM YPOBHE B COOTBETCTBUM C OOCTUXEHUAMM B 006NacTU reHOMHbIX
TexHonormn. B 2018 roay B cTpaHe 6bin co3gaH LLeHTp reHOMUKU paka 1 nepeaoBon
Tepanuu ana coaencTBua OOCTaBke NauuMeHTaM reHOMHbIX NeKapCcTB OT paka. B unioHe
2019 roga ANOHCKOE perynmpylollee areHTCcTBo oaobpuio 2 Tuna TeCTOB FrEHOMHOIO
npodunnpoBaHnUa onyxosien B 167 60nbHULAX, NPEOOCTaBNEHHbIX B PpaMKaXx CUCTEMbI
MeanumMHCKoro ctpaxosaHua (FoundationOne CDx Cancer Genomic Profile n cuctema
OncoGuide NCC Oncopanel). K anpento 2020 roga 206 60nbHUL, NONY4YMNM paspelleHune
Ha MPoOBeAEeHMNEe FeHHbIX MaHeNbHbIX TECTOB ONS fie4yeHnsa paka. B Oyayuiem paHHble,
cobpaHHble 6onbHULLAMM, NPEACTaBNAOLWMMN FEHOMHYIO MEANLIMHY paKa, TakXXe MOoryT
ObITb NCNONb30BaHbI A9 YYYLIeHNa yxoaa 3a nauueHTaMu.

OpgHako reHeTn4yeckoe TeCTUPOBaAHME W KOHCY/bTUPOBaHME B HAMNOHMKM OCTatoTCA
orpaHn4yeHHbIMN. CnucTeMacTpaxoBaHUA NMOKPbIBAET TO/IbKO FrEHETUYECKOE TECTUPOBAHKNE
N reHeTn4yeckoe KOHCYNbTUpPOBaHME Mo 79 reHeTU4YeckmM 3aboneBaHnaM. Mexnay Tem
npeHaTasibHOE rEHETUYECKOE TECTUPOBAHME U NMPENUMMNIAHTALMOHHAa AMarHoCTUKa He
BO3MeLllatoTCs.

Knioyesble opraHuMsauum n KOMMaHuUm:

¢ INOHCKOE areHTCTBO MeANLUHCKUX uccnegoBaHum n paspaéorok (AMED): AMED
ABNAETCS WTab-KBAPTUPON HALMOHAsbHbIX MPOrpaMMm MeguLUMHCKUX UCCNegoBaHun,
NpeaoCcTaBNALLLEN rOCYAAaPCTBEHHbIE FPaHTbl HA UCCNenoBaHUsA B pasfiMyHbiX obnacTax
MeguuuHbl. B pamkax lpoekTa reHoOMa W fgaHHblX, CBA3aHHbIX cO 3gopoBbeM, AMED
npogsuraeT WUCMNosb3oBaHME WHOPACTPYKTYP TFEHOMHbIX [AaHHbIX W NoggepXueaet
HEeCKOJ/IbKO NPOEKTOB UCCIeA0BaHNIM U pa3paboTok B 06/1aCTVU reHOMHOM MeguuuHbl [34].

e RIKEN LLeHTp MHTerpaTtuBHbIX MegULUUHCKUNX HayK (IMS): ncnonb3ys MyibTUOMUKY
N TEXHOMNONMM WCKYCCTBEHHOro WHTennekrta, IMS cTpeMuTca BbISCHUTb MNaToreHes
3aboneBaHMin 4enoBeka W paspaboTaTb HOBble MeTOAbl NevyeHus. YeTbipe oTaena
COTPYAHMYAIOT B NPOABUXEHNM NMepeaoBbiX NCCNefoBaHNA, OXBaTbIBaOLWMX FTEHOMHYIO
MeOguUNHY, UMMYHOJOr M0 YenoBeka, CUCTEMHY0 B1uonormo 6onesHen 1 UMMYHONOr M0
paka [35].

e HaunoHanbHbin MHCTUTYT reHeTukn (NIG): ocHoBaHHbIn B 1949 rogy, NIG
MCMoNb3yeT NepenoBble reHeTUYeCcKne TeXHONOrmu Ona nposeneHns 61Monornyeckmx
nccnegoBaHuin. OH TakXe NpeaocTaBnseT reHeTUYeckme pecypchbl U yCcnyrn MMPoOBOMY
N HaLUWOHaNbHOMY Hay4YHOMY coobulecTBy [36].
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elLleHTp reHoMuku paka u nepepoBon Tepanum (C-CAT): HauMoHanbHbIN
OHKONormyeckui LeHTp 6oin ocHoaH C-CAT B utoHe 2018 roga ang cbopa, XpaHeHus n
ynpaBneHns reHOMHOM N KIIMHM4YeCcKon nHoopMaumen o 6onbHbIX pakoM. C-CAT Takxe
noadep>XnBaeT uccnenoBaHus, pas3paboTky M KNMHMYECKOoe BHeApeHuMe TFeHOMHOM
MeaWLMHbI paka C MOMOLLbIO 3TUX AaHHbIX [37].

e Kopnopauua Sysmex. Kopnopauua Sysmex 3aHMMaeTca paspaboTkow,
NPOU3BOACTBOM W NpoAaXKein gMarHocTuyeckmnx TexHonormn. OHa paspaboTana naHenb
npodunnpoBaHmnsa reHoma paka OncoGuide NCC Oncopanel System, koTopas Tenepb
noanagaeT nog AeMCcTBME CUCTEMbI MEOULMHCKOro cTpaxoBaHusa [38].

Cpeaun 3Ha4YMMbIX MPOEKTOB:

e Knorckaga aHuuknonegus reHoB u reHomoB (KEGG): KEGG - nepsasa B mMmupe
6aza [paHHblX, o0bbeauHaOWAas TreHOMHble, XUMMUYECKNe Un cuctemaTuveckue
dYHKUMOHanNbHble JaHHble, MONYyYEHHbIE B pe3ybTaTe CEKBEHMPOBaAHNA reHOMa U ApYyrmnx
BbICOKOMPOM3BOAMTENbHbIX 3KCMNEPUMEHTasbHbIX TeXHonormun [39].

eBioBank Japan (BBJ): 3anyuweHHbin B 2003 rogy BBJ gBngetca ogHUM
M3 KpynHemwmx B Mupe 6uobaHkoB 6GonesHen, copepxawmnm [OHK, cbiBOPOTKY
NKNMHUYecKyto MHGopMaunto boneevem 270 TbiC. ANOHCKUX NaumeHToB. OHHanpaBneHHa
npenocTaBneHne gokasaTenbCTB 419 KIIMHUYECKOro BHEAPEHMS NEPCOHANN3NPOBaHHOM
MeguuunHbl [40].

e MlHNMUMaTMBa NO peaKUM U HeBbISIBJIEHHbIM 3abonesaHuam (IRUD): ocHoBaHHas
B 2015 roay IRUD npogBuraeT MCNoNb3oBaHMe CEKBEHUPOBaHUS BCEro reHoMa 1an Bcero
3K30Ma A9 OAMarHOCTMKW NuL, KOTOopble paHee He Oblnn yCrnewHo AMarHOCTUPOBaHbI.
OHa Takxxe obMeHMBaeTCs gaHHbIMUK C OpYyrnMm ctpaHamm [41].

e MegnuuHckMn anbssHC reHoma SAnoHum (GEM Japan): Beoywmii npoekT
no6anbHOro anbsHca reHoOMuUKKU 1 3gpasooxpaHeHns GEM Japan cTpeMunTcsa ynpocTuUTb
OB6MeH reHOMHbIMU N GEHOTUNMNYECKUMWN OaHHbIMU, NOIYYEHHbIMWU B paMKaXx SAMOHCKUX
nccnenoBaTenbCKMX NPoOekToB B 06/1aCTn 3apaBooxpaHeHns n 6onesHen, C MECTHbIMU
n rnobanbHbiMM coobuiecTBamm [42].
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IOXKHA4 KOPE4

OxHaga Kopess wncnonb3yeT WHHOBALUMOHHbIE TEHOMHble UuccregoBaHUa  Ons
pa3paboTkm NnepeaoBbiXx METOLOB NIeYEHUS U NepenoBble TEXHONOM N AN FEHEeTUYEeCKOoro
TecTupoBaHus. MNpaButenocteo KOxHon Kopen nHeectnposano okono 55,7 MnH gonn.
CLWA B pa3paboTKy gaHHbiXx MeToaoB neveHus. MNMpoekT, Bo3rnaensembin Kopenckmm
YHUBEPCUTETOM, UCMOJb3YyeT reHOMHbI aHanns 6onee 10 TbiCc. 6OMbHbLIX pakoMm Ans
paspaboTkn NHOMBUAYaNbHbIX METOA0B /IeYeHuns paka.

HaunoHanbHbin 6M06aHK Kopewu, co3gaHHbii B 2008 roay, aBnsetcs oAHUM U3
KPpynHenwux B Mumpe n cogepxumt 6uoobpasubl 4yenoseka ot 6onee yem 820 ThbiC.
Y4YaCTHUKOB, BK/IIOYas KPOBb, Nna3my, TkaHu, AHK n nnyHyto reHeTn4eckyo nHpopmMaumio.
Ha ocHoBe 3Toro pecypca 6bin NpeanpuHAT psg KpynHOMacwTabHbIX FEeHOMHbIX
NpPOeKTOoB, B TOM Yncne Kopenckuim npoekT reHoMa u cosgaHme 6a3bl JaHHbIX KOPENCKOro
aTanoHHoro reHoma. Pecypc Kopenckonm accoumaumm (KARE) wmpoeHTuduumposan
FEHOMbI, CBSI3aHHble C OXWPEeHMeM, OMabeToM, TMMepTOHMEN U MHOTUMU OPYrUMU
3aboneBaHNAMMN.

3Ha4YnMble NPOeKTbI

e Kopenckaga cetb 6uo6aHkoB (KBN): KBN coctouT n3 HaunoHanbHoro 6uobaHka
Kopen, 17 pernoHanbHbix 6M06aAHKOB B YHMBEPCUTETCKUX BONbHUUAX U 2 APYrux
COBMECTHbIX 6uobaHkoB. KBN XxpaHuUT m cobupaetr 6moobpasubl 6onee 820 ThbicC.
yenosek [43].

e Kopeunicknm reHomHbin npoekT (1KGP): 1KGP BkniovaeTr 1094 nosHbiX reHoma
MW  [OaHHble nNo 79  KONMWMYECTBEHHbIM  KJIMHUYECKMM  MpusHakaM.  bbino
NOeHTNGUUMpPoBaHo 39 M/IH OOHOHYKNEOTUAHbIX BapMaHTOB, a chneundpuyeckue
ona Kopeun nattepHbl 6binM obHapy>XeHbl Ha OCHOBE HECKOJIbKUX TWUMOB FEeHOMHbIX
Bapuauun [44].

ePecypc Kopeiickon accoumauum (KARE): aHanM3 nepBort KOpewnckown
nocnenoBaTeNbHOCTU MHAMBMAYaANbHOro reHoma (SJK) Onsg BbISBNEHUA OCHOBHbIX
reHeTu4yeckux ¢GakTopoB pucka 3aboneBaHuim M nNpobneM CO 300POBbEM, TaKUX
Kak apTepuanbHoe [aBNeHue, OXUPEHUEe, MNNOTHOCTb KOCTEM U Ouoxmmmyeckue
XapakTepucTukn kposu [45].

eKopelickoe 3anupgeMuosiornyeckoe uUccnegoBaHue reHoma (KoGES):
pecypc anuaoeMmonorm4ecknx WCCreaoBaHUN FeHoMa AN U3YYEeHUS TeHETUYECKUX
N 3KONOrMYecknUx NPUYNH pacrpocTpaHEeHHbIX CIOXHbIX 3aboneBaHnin B Kopee, Takmx
KaK rMnepToHus, OXXnpeHue, pak u gpyrue [46].

e Kopelckas HauuoHanbHag cTaHpapTHas crnpaBoYHaga 6a3a paHHbix Variome
(KoVariome): 6a3a gaHHbIX NOJIHbIX FTEHOMOB C UCYEPTbIBAOLLUMM OAHOHYKNEOTUAHbIMU
BapuaHTaMW, KOPOTKMMW BCTaBKaMu W [Oeneunammn, BapuaunmaMm 4Yucna KOonui
N aHaNM30M CTPYKTYPHbIX BapuaLui ans BbISBEHUS HOBbIX 60N1€3HETBOPHbIX BAPMAHTOB
y KOpenckoro Hacenenus [47].

e Kopeickasa cnpaBo4yHaa 6a3a paHHbIXx reHoma (KRGDB): 6as3a [pgaHHbIX
n 6paysep reHoma, cogepxauime MHPOPMALMID O YacToTe KOPEMUCKUX FeHOMHbIX
BapPMaHTOB, YaCTOTHbIX Pa3INYMAX MEXAY KOPEUCKUM U OPYrMM HaceneHuneMm, a Takxe
OYHKUMOHANbHYO aHHoTauutio (perynatopHble 3neMeHTbl U PYHKUMM BapUaHTOB
KoOoupoBaHUa) BapuaHToOB canToB [48].
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eMpoekT Welfare Genome (WGP): nepBbih KpynHOMAacCLITabHbIN FTeHOMHbIA NPOEKT
C yyactTnem obuiectBeHHocTM B Kopee. lMpepoctaBun 1 TbIC. 300POBbIX KOPEUCKUX
[obpoBoNbLEB NOAPOOHbIE TEHETUYECKME OTYEeTbl A9 MPOBEPKM OOLLECTBEHHOIO
BOCMNPUATUA TEHEeTUYEeCKOro TecTUpoBaHug, OecnnaTHble MeauLUMHCKME OCMOTPbI
N reHeTn4Yeckoe KoHCybTupoBaHue [49].

KntouyeBble opraHusaumm n KoMrnaHum

¢ MHCTUTYT reHOMHOMN MeAULMUHbI: YaCTb UCC/leq0BaTeNbCcKOro LeHTpa Ceynbckoro
HaLUWOHaNbHOrO YHMBEPCWUTETa, MpPoBen npoekT reHoma CeBepo-BocTo4yHoM Asum,
nepBoe KOpPenckoe CekBEeHMpPOBaHME FeHOMa, aHann3 3anureHomMa MHAYLMPOBAHHbIX
NOPUNOTEHTHbIX CTBOMIOBbIX KNETOK, YacTb npoekTa Genome Asia 1000K [50].

e Kopenckumn ueHTp reHomuku (KOGIC), YnbcaHCKUW HAUNOHAaNbHbIA UHCTUTYT
Hayku u TexHonorum (UNIST): paspaboTan 6MonHPopMaLMOHHbIE MHCTPYMEHTbI A
aHannsa gaHHbIX reHoMa, 3aBepLmB NPoekT 10 TbiC. ybCaHCKNUX FEHOMOB (KpPYMHENLNM
NPOEKT NMYHoro reHoma B Kopee) [51].

eTheragenEtex: ¢dapmaueBTMyeckas ©  BMOTeXHoONOrMvyeckas  KoMMaHus,
npenocTaBnsoLLan yCnyru CEeKBEHNPOBAHUS HOBOIO NoKoneHus
N NepCcoHann3npoBaHHble yCNyrn no paspabotke nekapcts [52].

e Geninus Inc: 6MoTexHonornyeckas KomrnaHus, nNpeaocTaBnsaoLLas reHeTu4yeckmne
TeCTbl, TAPreTHyo NPOTMBOPAKOBYID Tepanuid M FreHOMUKY paka C MOMOLLbI XUAKOM
6uoncuum [53].

e Kopencknn 6MonHGOpPMaLMOHHDbIN LEeHTP: HalMOHalbHbIN UCcneaoBaTenbCKUin
LeHTp 6uonHpopmaTukun, paspaboTaBlinii OUOMHPOPMALMOHHbIE MPUNOXEHUa ANd
aHannsa MyNbTMOMHbIX AaHHbIX [54].

e KopelCKUA Hay4yHO-UcCNepoBaTe/lbCKUM WMHCTUTYT OMONOrMyeckux Hayk
M O6uotexHonornm: [ocygapCTBEHHbI  HayYHO-UCCNEeO0BaTENbCKUN  UHCTUTYT,
onyb6nMKoBaBLUMN NCCNeaoBaHus, CBA3aHHbIe C FTEHOMUKOM, B XXypHanax Nature, Science
Advances, knto4veBas opraHusaunsa KOxxHoun Kopen B chepe buotexHonorum [55].
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CUHTANYP

CuHranyp akTMBHO paclUMpua CBOE y4yacTue B UCCNefoBaHUAX B 061aCTN reHeTUkun
n reHommkn ¢ 2010-x rogos, CTaB MepBbiM, KTO 3aBepllMi CO34aHMe KPYMNHEeuLWero
B  MWpPE MHOFOSTHMYECKOro asmatckoro 6aHka reHeTUYeCcKMX [OaHHbiXx. 3ITOo
nccnegoBaHue 6bino npoeegeHo B 2019 rogy, COBMECTHbIM MPOEKT BKKOYas
CEeKBEHUpPOBaHME BCEro reHomMa OKONO 5 TbIC. CUHranypueB C KOHEYHOM Lenbio
NpenocTaBUTb LEHHY MHPOPMaUUD 06 YHMKaNbHOM FeHeTM4eckoM pasHoobpasum
asnaTckux nonynauunin. PesynbTaTbl nccnegoBaHus BbigaBuUan 98,3 MNIH reHeTUYecKux
BapMaHTOB CUHIranypcknux reHoMoB, 0 60NbLUMHCTBE N3 KOTOPbIX paHee He coobLianoch
B 6a3ax OaHHbIX, OPUEHTUPOBAHHbIX Ha 3anagHoOe HaceneHue. OTO UCCnegoBaHMeE He
TONIbKO MOMOXET Y4YeHbIM MOHATb FeHeTU4eckytd OCHOBY 3abofieBaHM B a3nMaTCKUX
nonynaumnax, Ho U NO3BOJUT TOYHO AMArHOCTUPOBATb HAac/NeACTBEHHble 3aboieBaHus,
pacwmpuTb BO3MOXHOCTU MCCNefoBaHMN XPOHUYECKUX 3aboneBaHnUn mn obnervymTb
noaxonbl NPOdUNaKTUYECKON MeOULMHBI U LeNeHanpaBneHHyo Tepanuto.

feHeTn4Yyeckoe KOHCYNbTMPOBaHME W TeCTUpOBaHME CTaHOBATCA Bce 6onee
OOCTynHbiMM B CuHranype. B 2019 roay 6bin oTKpbIT LLleHTp reHoMHOW MeauuMHbI
SingHealth Duke-NUS (SDGMC) gna okasaHusa cneumanm3npoBaHHOW FeHEeTUYECKOM
MOMOLLUM U YCKOPEHMS unccnegoBaHMin B 06nactm reHoMumkn. 3To 6bIIO caenaHo
C LUenbk YynyylweHus yxopga 3a nauymeHTaMm W CEMbSIMU C TEeHETUYECKUMMU
3aboneBaHMaMHU B CuHranype. YTBEpXKOaeTCH, 4yTOo co3pgaHue aTOro
LeHTpa NO3BOJINIO 6ecnpenaTCTBEHHO WHTErpmpoBaTb reHOMHYo
NOMOLWb B CUHranypckme MeauuUMHCKME  KIMHUKK, NpPeaocTaBnsdss  BaXHble
nepcneKkTmBbI reHOMMUKMH, nepCcoHann3npoBaHHOEe neyeHuve nauuMeHToB
C TreHeTnyeckumm 3aboneBaHmssMK, Oonee  KAYeCTBEHHYID  OLEHKY  pUCKa
M BMellaTeNnbCTBa 1 YN1EHOB CEMbM U3 TPYNMbl PUCKA.

3Ha4yumMblie NPOEKTbI

eCTpaterus HauMoHaNbHOU TOYHOM mMeguuuHbl (NPM): Crpaterns NPM
CuHranypa npeactaBnser cobon 10-neTHOWO [O0POXHYI KapTy WCCeaoBaHun,
HanpaBNeHHYI Ha YyCKopeHne OMOMeauUNHCKUX WCCNegoBaHuM W ynydlleHue
pe3ynbTaTOB B OTHOLWEHMM 300P0BbSA. ITa cTpaTerms pasgeneHa Ha 3 atana. Ha atane |
Oblnia co3gaHa cMHranypckas cnpaBoyvHas 6asa gaHHbix, cogepxkalas 10 TbiC. reHOMOB.
®asza Il BknovaeT B ceba npoekTt SG100k n no3BoOAUT BHEAPUTb FEHETUKY B KIIMHUKMN
M NONYyYNTb 3KOHOMMYecKyto Bbirogy. Ha atane Il k 2027 rogy 6yaet BHepgpeHa
reHoMuMkKa B MacwTabax HaceneHnsa n TouHaa meguunHa [56].

¢SG100k: B pamkax npoekTta nog HasBaHMeM SG100K 6yayT CekBEHMpPOBaHbI
nnpoaHannsanpoBaHbl reHoOMbl 0k0s10 100 TbIC. cornacmMBLUMXCS y4aCTHMKOB M3 CHMHranypa
KMTAMCKOro, Mananckoro n MHAMMCKOro NpoMCXoXaeHusa, 4To coctaBngeT okono 80 %
HaceneHua A3un. MNMpepgnonaraeTcs, YTo 370 6yageT camas nosfHaa 6a3a JaHHbIX TOYHOM
MeOMULMHbI B permoHe, No3BonstoLLas nonyvynTb rnybokoe npeacrasneHmne o6 asmaTtckom
reHOMHOM pasHoobpasun n asnatckux cneymobunveckmnx 3abonesaHuax [57].

e¢WGS 5000 cuHranypuen: 6aHK reHeTu4YeckKuMx AaHHbIX, COAep>Xallunh AOaHHble
NOSIHOrO CeKBeHMpoBaHua Bcero reHoma (WGS) noutu 5 TbIC. cuHranypues. Bo
BceM Mupe WGS Bce 4alle MCnonb3yeTcsl B UCCNegoBaHMsAX U 34paBOOXPaHEHNN NS
BbIIBNEHNSA TEHETUYECKNX BapuaLui C NpUMEHEHNEM NepeaoBbiX TEXHONOM NI, KOTopble
NO3BONAKOT BbICTPO CeKBEHMPOBaTb 60MbLIOE KONNYECTBO Ntogen. ITo uccnegoBaHme
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ABNAeTCS KpynHeuwmMm B Mupe aHanmaoMm WGS asmaTckux nonynsaumm, ocobeHHOo
NHOUNCKUX U Manancknx, U gaeT LueHHY nHpopmMaumnto 06 yHMKanbHOM reHeTU4eCckoM
pasHoObpasum HaceneHms Asmn, YTo MOXeT obecrnevynTb 6onee TOUYHY ONArHOCTUKY
reHeTM4yeckux saboneBaHui, pacwMpuUTb BO3MOXHOCTM UCCEO0BaHUN XPOHUYECKUX
3aboneBaHuin U HanpaBUTb NPOOUNAKTUKY N TapreTHyto Tepanuio [58].

e CUHranypcKkumn npoekT Bapuaunum reHoMa: npoekT, NpoBoAMMbIA HaumnoHanbHbIM
YHusepcutetoM CuHranypa (NUS), oxapakTepusoBan cTeneHb obuier n3MeHUYMBOCTH
reHoMa 4YenoBeka no KpanHen mepe B 1 M/IH OQHOHYKe0TUAHbIX nonMMopdnamos (SNP)
B o6bpasuax OHK kuTanues, Mananues n nHaniues B CuHranype. MNonyyeHHble gaHHble
Oblnn 3arpy>keHbl B 06Le00CTYNHY0 6a3y AaHHbIX FTeHETUYECKON M3MeH4YMBOCTK [59].

Knio4yeBble opraHusauum U KoMmnaHumu

e CUHranypCcKMM MUHCTUTYT FreHOMMKM: CO34aHHbIN B 2000 rogy MHCTUTYT peannayet
HaLlMOHANbHYIO NHULIMATUBY, LLENbIO KOTOPOW SBNSIETCA MCMNO/Tb30BaHME FTEHOMHbIX HayK
ONS ynyJlweHus 300poBbs yenoseka. OH yyacTBOBas B UCCe00BaHMAX MO OTKPbITULO
reHoB 6onesHen, nonynsaummn, 3BOJOLMOHHON FrEHOMUKE WU CTAaTUCTUYECKOM reHeTuke
[60].

ePrecision Health Research Singapore, (PRECISE): asnsetcs LUeHTpanbHbIM
OpraHoM, CO3[aHHbIM 19 KOOPAUHALMN BCEX YCUIUIA NPaBUTENbCTBA NO peanm3aumm
da3bl Il 10-neTHen ctpaternm CuHranypa B o6nactm TouyHon meguunHbl (NPM) [61].
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KATAP

KaTtap cTaBMT CBOEM Lenbio cTaTb MMOHEPOM B 06/1aCTU reHOMUKK cpeaun apabckux
CTpaH, BKJafbiBas 3HauUTeNlbHble CpeacTBa B 3[paBOOXPaHEHME W CTPEeMSCb
K CEKBEHWUPOBaHUIO KaXgoro Tpetbero xuntena Katapa k 2026 roay.

B pamkax nporpammbl Qatar Genome Program cekBeHWPOBaAHbl FEHOMbI MOYTH
KaXkg0oro 4ecsatoro xkutensa ctpanbl. K 2026 rogy ninaHMpyeTcs CEKBEHUPOBATb KaXXa0ro
TPpeTbero rpa)xgaHuHa.

B KaTape TakXxe peanusytotcs KpynHbie ob6pasoBaTefbHble MHMLMATUBbI B 061acTu
HayKW, TEXHONOT U, NHXeHepun n MaTeMaTuku (STEM), HanpaBneHHble Ha NPOABUXKEHME
HayKW U TEHOMHOW rPaMOTHOCTMW.

[ o6payHbI CKPUHUHT aBnsieTcs o6s3aTenbHbiM TpeboBaHneM B Katape ¢ 2009 roaa.
B KaTtape Habniopgaerca BbICOKUM YpPOBEHb KPOBHOPOACTBEHHbIX OpakoB, W 3TO
COMPSAXXEHO C reHeTn4yeckumMm puckamu. Mapbl, Xenatowme BCTYNUTb B 6pak, OOKHbI
CHavana nNponTu TeCTUPOBaAHME HA HanMune MyTauui, CBSA3aHHbIX C LEsbIM PSaoM
HacneacTBeHHbIX 3aboneBaHN, TakKUX Kak KUCTO3HbIM GUOBPO3, CNMHANbHaA MbllLeYHas
aTpodus, cCeprnoBUOHOKIETOYHAs aHEMUS N Tanaccemms.

Mporpamma CKpUHWUHra HoBopoXAaeHHbix (NBS) 6bina cospgaHa B 2003 roay
N NpefHasHaveHa ansgd TeCTMPOBaHUA BCEX HOBOPOXKOEHHbIX, POAMBLLUNXCS B KAaTapCKUX
6onbHMUax. AHann3 KpoBM npoBoguTcs 6ecnnatHO M NO3BONSET BbiSBUTb 6Gonee
80 3aboneBaHui. B pamkax gaHHOM nporpamMmbl y 1 TbiC. AeTen 6biin AMarHOCTUPOBaHbI
peakune 3aboneBaHns UM reHeTnYeckmne 3aboneBaHns, YTo NO3BONO HaYaTb leYeHne
n yxon Ha bonee paHHeM 3Tane.

3HavynmMblie NPOEKTbl U OpraHusayumn

e[1porpamma reHoma Kartapa (QGP): HauuMOHanNbHbIN NCCNeaoBaTENbCKUA NPOEKT,
HanpaB/IeHHbIK Ha W3y4YeHMe FeHeTUYeCcKoro cocTtaBa HaceneHums KaTtapa mn apyrux
apabckunx ctpaH. OH HamepeH co3gaTbh KpynHoMaclwTabHble reHOMHble 6a3bl AaHHbIX
019 uccnepoBaTenen, BHEAPUTb NPELN3NOHHYI0 MeAULUMHY B HaLMOHaNbHYO CUCTEMY
30paBoOXpaHeHuns [62].

e KaTapckun 6Mo06aHK: J01rocpoYHas MHULMATUBA B 00N1acTU 30paBOOXPaHEHMS,
HanpaBNeHHas Ha COKpallleHNne Yncra XpPoOHUYEeCKnx 3aboneBaHUM cpegn HaceneHus.
BaHk cobupaet 6uonormyeckme obpasupbl 1 MHOOPMALMIO O 3A0POBbe U 0Opa3e XN3HU
KaTapLeB, a TakXe nNpeaocTaBaseT MexayHapogHble Habopbl gaHHbIX [63].

eccnepoBaTenbCKMii KOHCOPLUUYM nporpamMmmbl reHoma Kartapa: KoHcopuuym
obbeanHseT uccnegoBaTenerd M3 pasdHbiX  YYpPEeXOeHUn Ons  KoopAauHauuu
obueHalUMoHanbHbIX YCUNNUIM NO KapTUPOBaAHUIO KaTapCKoro reHoma [64].

e UHCTUTYT BuomeguumHckux uccnegosaHun Kartapa (QBRI): QBRI cocTtout us
OBYX MCCNeaoBaTeNbCKUX LLEHTPOB: LleHTpa npuknagHbiX UCcnenoBaHWIM CTBOJIOBbIX
KneTok u LleHTpa nccnepoBaHnii reHoMHon MmeguunHbl. OH TakyKe BK/l0YaeT B cebs naTb
nccnepoBaTenbckux nabopaTtopuii: nCccneaoBaHnsa paka, NpuUKNagHbiXx UccrenoBaHumn
ovabeTa, nccnegoBaHnii 6MoMeanNUMHCKON MHXEeHepun, nabopaToputo nccregoBaHumn
TPAHCNAUMOHHON CUCTEMHOW Ounonormm wm nabopaTopuio UCCNegoBaHUA TEeHHOU
Tepanuu. QBRI CTpeMuTcs BHECTHU cBOM BKNag B npepocTaBfeHne
NepCcoHaNU3MpPOBaHHOM MeauLWHbI MNyTeM OTKPbITUA HOBbIX JIEKAPCTB, HOBbIX
OnoMapKepoB, HOBbIX METOAOB [FEHHOM Tepanunm U HOBbIX MNPUIOXKEHUN [ONg
nccnenoBaHMn CTBOJTOBbIX KNeTok [65].
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POCCHUA

focyoapCTBEeHHas MonuTuka B cdepe NPeumsnmoHHOM MeguuUHbl OTpa)keHa
B KoHLenuMu npeauKTMBHOWN, NPEBEHTUBHOW U NEPCOHANIN3UPOBAHHON MegULUHDI,
HanpaB/IeHHON Ha pa3BUTUE NHAUBUAYAJIbHbIX MOAXOAO0B K NalMEeHTy, B TOM Yyncne
00 pa3BUTUA Y Hero 3aboneBaHuit (Npmkas MuH3sapasa Poccun ot 24 anpensa 2018 .
N2 186), koTopas npeagycMaTpuBaeT NCMNONb30BaHUE:

e aHann3a reHeTu4Yeckmx ocobeHHOCTEN N UHbIX BUOMAaPKEPOB C LLENbIO BbIBEHNS
npenpacrnonoXeHHoOCTeN K pa3BuTUO 3aboneBaHM U BAUSIHUA Ha PUCKU pPasBUTUS
3aboneBaHn, MUHUMU3NPYIOLWNX TaKNe PUCKU;

® NMPUMEHEHNEe NepPCOoHaNM3MPOBaAHHbIX METOA0B flevYeHnst 3aboeBaHnin U KOpPPEKLUK
COCTOSSHMW, B TOM 4MCNEe MNepcoHanM3npoBaHHOE MNPUMEHEHNE NeKapCTBEHHbIX
npenapatoB n BKI1, Bkao4yaa TapretHoe (MuweHb-cneyndumnyeckoe), OCHOBaHHOE Ha
aHanm3e reHeTu4Yeckmnx oCobeHHoCTen U NHbIX BUOMapPKEPOB;

e 1ICronb3oBaHNe 6GMOMapPKEPOB A1 MOHUTOPUHIa 3ddEKTUBHOCTU NEYEHUS.

B Poccuinckon ®egepaummn Ha pasBuTUe MHHOBALIMOHHbBIX FTEHETUYECKMUX TEXHOMOIUN
B pamkax ®depepanbHON Hay4YHO-TEXHOJIOTMYECKOW MpPOrpamMmbl FreHeTU4YeCcKUx
TexHonoruu Ha 2019-2027 rogbl npeaycmaTpusaetca 127 mnpp, pyo.

[ns CKOOPAMHWUPOBAHHOW OEeATeNbHOCTM BCEero coobuiecTtea reHeTUKOB B pamMkax
peanuM3aumu HaunpoekTa «Hayka» n ®egepanbHOM Hay4YHO-TEXHUYECKOWN NPOrpaMMbl
Pa3BUTUSA TEeHEeTUYECKNX TexHonornm Ha 2019-2027 roabl opraHM30BaHbl TPU LLeHTpa
FeHOMHbIX UCCNegoBaHUA MUPOBOIrO YPOBHA MO YETbIPEM OCHOBHbIM HanpaBNEeHUSAM:
6nobesonacHOCTb, MeguLMHa, CeNbCKOE XO3AMCTBO U NPOMbILLIEHHOCTb [66].

LLeHTp BbICOKOTOYHOro pefakTUPOBaAHUA U TFEeHEeTUYEeCKUX TEXHOJIOrun pns
6uoMeagULLUHDI.

Muccuen LleHTpa aBnsetcsa pa3paboTka reHeTuYeckKmnx TEXHOMOrMN g NonyvYeHus
HOBbIX 3HAHU O HOPMasbHbIX U MAaTONOMMYECKMX NPOLLECCAX B OPraHn3Me U NpUMeEHeHne
3TUX 3HAHUN ONa peweHns npobnemM 300p0BbSA YenoBeka U 3PPEKTUBHOIO CHUXKEHUS
noTepb OoT 3aboeBaHUN.

fonoBHON opraHusauunen LleHTpa aBngetca UHCTUTYT MoneKynspHou 6uonorumn
nmeHnB. A. DHrenbrapata PAH. Bmapte 2020 roga coTpyaHMKuM IHCTUTYTa COBMECTHO
Cc konneramu wu3 lemMaTosIOrM4ecKOro Hay4yHoro ueHTpa MwuH3pgpaBa Poccuu
paspaboTann TecT-cucTemy, npeaHa3HadYeHHylo 019 BbISIBEHUA Y NOOEeN aHTUTen
K LMPKYIMpYOWeEMY B HacTosulee BpeMs Ha Tepputopun PO kopoHasupycy SARS-
CoV-2. Ha cerogHsILLHUI AeHb pa3paboTka y4YeHblX BOCTpeboBaHa PbIHKOM M HaXoaMTCA
B MPOMbILLIEHHOM NPOU3BOACTBE.

B LleHTpe BegyTcs MpPOEKTbl, KOTOPble MOryT CTaTb MPOPbIBHbIMKU B Jfle4eHUn
OHKonormyeckmnx 3abonesaHunnn. OHM cBA3aHbl C pa3paboTkon npenapaToB HOBOro
NOKONEHUS — OHKONTMTUYECKUX BUPYCOB, KOTOPble n3bunpaTtenbHo ybmnBaT OnyXxosieBble
KNeTKN U Npu 3ToM 6e30onacHbl AN 340Pp0BbIX KNeTok. [1719 npoBeaeHna 4OKINHUYECKNX
nccnenoBaHun LleHTpoM noarotoBfeHbl YHUKabHble LWTaMMbl BUPYCOB, KOTOpble
CNoCcOoOHbI paspyLllaTbh KEeTKM paka Mo3ra 1 paka MOJIOYHOW Xenesbl.

Btopaa 6aszoBaa opraHusauusa LleHTpa - WUHcTuTyT O6MOonorum reHa PAH -
NPOBOAUT MWHTEHCUBHble pPaboTbl MO CO3AaHUIO HOBbIX TEHOMHbIX pPeaakTopoB
C VYJYYWEHHbIMXU XapakTepucTukamu. B HacToswee Bpemsa Konnektms LleHTpa
onpegenun  NepcnekTMBHble  BapWaHTbl  pegakTopoB, obnagatowmx  HOBbIMU
cBoMcTBaMu. B 4yacTHOCTW, HalaeHHble BapuaHTbl Oonee KOMMAKTHbl U obnapatoT
NOBbILUEHHOW TOYHOCTbIO.
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B pesynbraTte obneryaetca pabota C cCUCTeMaMM TFEHOMHOro penakTUpPOBaHUS,
N Npu fanbHenLeM YCOBEPLUEHCTBOBAHNM HOBbIE PeaaKTOPbl MOTYT HANTU MPUMEHEHNE
B KJIWMHWYECKOM MpakKTUKe, [O/9 CO3[0aHUS CEeNbCKOXO3ANCTBEHHbIX >XMBOTHbIX WU
pPacTeHU C yNyyleHHbIMU CBOMCTBAMMN, XXMBOTHbIX MOAENen A9 UCNblITaHUSa NeKapcTB
NV ONa nevYeHns HacneacTBeHHbIX 3aboneBaHnin YenoBeka.

TpeTbs 6asoBas opraHu3auua LleHTpa - POCCUMMCKMW HaLMWOHa/IbHbIN
uccnepoBaTesibCKUN MeAULUHCKUIN YHUBepcuTeT uM. H. U. NMuporoBa — COBMECTHO
C KomnaHuen «buokap» paboTaeT Hag CO3OaHMEM HE MMEILWEro MUPOBbIX
aHanoroe npenapaTta Aas nevyeHnss ayToOMMMYHHbIX 3aboneBaHUin, Takux Kak 6onesHb
bexTepeBa n ncopuaTtudeckun apTput. OXupgaeTcs, 4YTO nauueHTam notpebyeTtcs
NPUHMMATb 3TO JNIeKapCTBO NMlIb OAWH pa3 B Heckonbko neT. lNpu atom Oyaer
OCTaHOBNeHa nporpeccua 3aboneBaHMs U UCKNOYEHbl NO6OYHble SABNEHUS, MOTOMY
4yTO npenapaT nogasnsieT TOMbKO MaTOreHHble KAOHbl NMME@OUUTOB, HEe 3aTparusas
3[0pOBble KETKM MMMYHHOW CUCTEMbl. Hayano KIMHUYECKUX UCMbITaHUM NpenapaTa
3annaHupoBaHo Ha 2020 rogp.

YeTBepTaa 6a3oBad opraHusaums LleHTpa - ®PIrbY «®depepanbHbii Hay4HO-
KIMUHUYECKUN LUEeHTPp PU3NKo-XMMUYeckonm mMeauuuHbl depepanbHoOro mMegmko-
6uonornyecKkoro areHTcTBa» - pa3pabaTbiBaeT reHoTepaneBTUYECKMe Mnoaxoapl
nna 6opbObl ¢ HenpogereHepaTUBHbIMU 3ab0NeBaHUAMU U NMPUYMHAMU UX PA3BUTUS.
BegyTtca Takxke paboTbl MO MU3y4YeHUO MexaHM3MOB GOPMUPOBAHUSA PE3UCTEHTHOCTU
3/10KaYeCTBEHHbIX OMyXoNfen K XumuoTepanuun, 4YTo aBNAEeTCs OAHOM M3 [NaBHbIX
npobnem coBpeMeHHOM oHkonormn. CoBmecTHO ¢ Hay4yHO-NpPOu3BOACTBEHHOM
dupmoit «Jlutex» paspabotaHa TeCcT-cUCTEMA O BbIABIEHUS aHTUTEN K KOPOHaBUpPYCY
SARS-CoV-2. Pa3paboTaHHble cOTpyaHMKaMu LLeHTpa TecT-cucTeMbl A5 BblIBEHUS
aHTUTEN K KOPOHaBMPYCYy NO3BOMASAT MNPOBOAUTb MOHUTOPUHI  KONEKTUBHOIO
UMMYHUTETaA Ha pasfIMYHbIX 3Tanax NMaHoeMumu, a TakXXe B MEeX3nuaoemMuosormyeckui
nepuopa, B TOM Yyncne n'y MegmunHCKoro nepcoHana.

B 2020 rogy CoBeT no rocygapCTBEHHOW Noagep)Kke co3gaHnsa U pasBUTUSA HAYUHbIX
LEeHTPOB MUpoBOro yposHa (HLIMY), BbinonHaOWMX nccnegoBaHns n paspaboTkm no
npuopmuTeTaM Hay4YHO-TEXHONOrMYEecKoro pa3BuUTUSa Nojg npepcenaTenbCTBOM  Buule-
npemMbepa lMpaButenoctBa PO TaTbsAHbl FonMkoBoOM yTBEPAMUN NepeyeHb U3 10 LEeHTPOB
no npuopuTeTaM Hay4yHO-TEXHONOMMYEeCcKOoro pas3BuTUS, onpegeneHHbiM CTpaTerven
Hay4YHO-TEeXHoornyeckoro passntung PO.

HLMY cospatotca B dopmMaTe KOHCOPUMYMOB B paMKax HaLMOHaNbHOro npoekTa
«Hayka» [67].

N3 10 yTBepxaeHHbIx CoBeToM HLIMY 4 cBsi3aHbl CO 34paBOOXPaHEHUEM N CO34aHbl
B pamkax npuoputeta 20«B» CtpaTterum «lepcoHanusnpoBaHHass MepguLUMHa,
BbICOKOTEXHOJIOFrMYHOE 3[4paBOOXpPaHEHNE U TEXHOJIONMU 300pPOBbecOepexeHns »:

e HLIMY «LndpoBon 6uogmnsaiH v nepcoHaIn3npoBaHHoe 3apaBooOXpPaHEeHUue».
B co3paHum ueHTpa yyacTBytoT: lNMepBbll MOCKOBCKMN rocygapCTBEHHbIM MEeANLMHCKUN
yHuBepcutetr uMm. WN. M. CeyeHoBa, WHCTUTYT CUCTEMHOro nNpoOrpamMMmMpoBaHUS
um. B. Tl. WMBaHHMKOBaA, HOBropoackui rocynapCTBEHHbI YHUBEPCUTET WMEHMU
Apocnasa Mypgporo, HUMN 6uomeguumHckon xummm mm. B. H. OpexoBuya, MHCTUTYT
KOHCTPYKTOPCKO-TEXHOIOrMYeCKON MHPOPMATUKN POCCUNCKOMN aKageMnm Hayk.

eHLUMY «HaunoHanbHbIN LEeHTp nepcoHann3npoBaHHOM MeguLUHbI
3HAOOKPUHHbIX 3aboneBaHun». OpraHusauunei, y4yacTBYIOLWEN B CO30aHUM LIEHTpPa,
onpepeneH HaunoHanbHbIM MEOULMHCKUA UCCNeaoBaTEeNbCKUIA LEHTP 9HA0KPUHOMOT UK.
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e HLIMY «MaBnoBcKun LEeHTp "UHTerpaTuBHas dusmnonorus -
MeauuUuHe, BbICOKOTEXHO/IOTMYHOMY  34pPaBOOXPaHEHUID U  TEeXHONOorusm
cTpeccoycTonuumBocTU” ». CospatennueHTpa: MUHCTUTYT pusmonorummm. M.M.Maenosa
Poccuinckon akagemMmm HayK, WMHCTUTYT 3BONOUMOHHON PUINOMAOTUM U BUOXUMUU
nm. . M. CeveHoBa Poccuinckon akageMum Hayk, MHCTUTYT Meauko-61Monornyeckmx
npobnem Poccurckon akageMum HaykK, CaHkT-leTepObyprckum rocynapCTBEHHbIN
3NEKTPOTEXHNYECKUIN YHUBEpPCUTET «J19TU».

e HLMY «LleHTp nepcoHanu3upoBaHHOW MeguUUHbI». B cospgaHum uUeHTpa
NPpUMYT  y4yacTume: HaumoHanbHbIN  MEAULUMHCKUA  UCCNeaoBaTeNbCKUN  LLEHTP
nm. B. A. AnmasoBa MuH3gpaBa Poccumn, HCTUTYT aKCNepUMEHTaIbHON MeaULINHbI.

B 2021 HavaTa peanusaums npoekrta no cosgaHuio LileHTpa reHOMHOro
CEeKBEHMUpPOBAHUA, MNMPU Yy4yaCTUM KOMMNAHUM «POCHePTb» Kak TEeXHOSIOrM4Yeckoro
naptHepa ®PegepanbHON HayYHO-TEXHUYECKOW MNpPOrpamMMbl Pa3BUTUS TEHETUYECKUX
TEXHONIOrMN, B paMKax KOTOpPOM nnaHupyetca cospatb 6a3y gaHHbix u3 100 Thic.
reHeTU4YecKkMx nocnenoBaTeslbHOCTEN poccusH [68].

Ha nepBoM 3Tane OCHOBHbIM pe3ynbTaTOM CTaHeT co3gaHue 6a3bl gaHHbIX
Ha 100 TbiC. MOJSIHOFTEHOMHbIX WCCNegoBaHMM NoOCnenoBaTeNbHOCTEN POCCUSH,
pPacrnonoXeHHbIX Ha cepBepax, Haxogsawmxca B Poccun. [Ona atoro 6yger
npoBegeHo MacwTabHoe p[o0O6pOBOAbHOE MOMYMAALUMOHHOE uccnegoBaHue. LOpyrum
HanpaBneHnem paboTbl LLeHTpa CTaHeT aHanm3 He MeHee 30 Tbic. 06pa3L0B NaLMEHTOB
C KOHKPETHbIMM 3ab0seBaHNAMM, YTO NO3BONUT ONPEeneNUTb reHeTUYECKNE MapKepbl,
BAMSIOWME Ha 300POBbe HOBOPOXAEHHbLIX, AeTel, B3POC/bIX W MOXMUMbIX OaeNn.
Bce wuccnepoBaHua 6yayT NpoBOAMTbCA Ha AO0OpPOBOMbHOW OCHOBe. MHBecTMLUK
B co3faHune LleHTpa reHOMHOro CekBeHMpPOBaAHWA Ha MNepBOM 3Tare oOLeHMBaKTCH
B 06beMe 22,5 mnpa pyob.
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3AKJTKOMEHUE

LLinpokoe BHegpeHne B KIMHUYECKYO MPAKTUKY reHoTepaneBTUYeCcKUX TEeXHOOorunm
OTKpbIBaeT cerogHs nepen mMeguumHon becnpeuegeHTHble BO3MOXHOCTM B 6opbbe
c 3aboneBaHMAMM, KOTOpble  paHee CuYUTanUCb HeusnedumbiMn. [eHeTnyeckue
TEXHONIOrMN B MeguuMHe npeTepneBalT CKAYoK PasBUTUS, NMPU 3TOM  K/OYEBbIM
3N1EMEHTOM MNEepPCOHaNM3NPOBaAHHON MegULWNHbI CTAHOBUTCS KOMIMNIEKCHOe FeHOMHOoe
npodunnposaHmne. CekBEHMPOBaAHME reHOMa BHeApPSeTCcsa B NpPOrpamMmbl ynpaBAeHus
300POBbEM, YTO MO3BONSAET BbIBNATH 3aboneBaHUs Ha paHHen ctaguu U NPoBOAUTb
adPeKTUBHYIO Tepanuto.

B HacTosdlee BpeMsi MeauUMHCKas reHeTuka aBNseTcs OAHOW M3 CaMbIX akKTUBHO
pasBuBatoLLnxcs obnactem MmegmumHbol. B Mmupe n B Poccuimckon ®egepaumnm ee ycnexu
obecneynBaloT pas3BUTUE 3OpPABOOXPaHEHUS U CNOCOOBCTBYIOT COBEPLUEHCTBOBAHUIO
OVNarHoCTUKK, NPodUNakTUKMU N NevyeHus uenoro psga 3aboneBaHMin, OTHOCSLLMXCS,
B 4aCTHOCTM, K Trpynne HacneaCcTBEHHbIX 3aboneBaHM, a TakXe OHKONOrnm4Yeckmx
bonesHen.

[MaBHOW 3agaverl MUPOBbLIX CUCTEM 30OpPaBOOXPaHEeHUs $BNSETCA aanbHeullee
BHEeApPEHNE FeHEeTUYEeCKMX TEXHOMOrMM B MPOLLeCCbl paHHEeNn AMarHOCTUKM Ha OCHOBeE
MO/THOFEHOMHOI0  CEeKBEHWPOBaHUSA, pacllMpeHne CrnekTpa [OuMarHoCTUPYEMbIX
3aboneBaHMin 1 yBeNMYeHMe MNONynaUMOHHOIro OxBaTa, nepexon K BO3MOXHOCTAM
TapreTHoOW Tepanuu.
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