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MEPCOHAJIN3NPOBAHHASA MEOUUMHA C TOYKWN SPEHUSA MEOULMHCKOW 3TUKMN
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Poccuiickast MeamUMHCKas akagemmns HenmpepbIBHOrO NpodeccroHanbsHoro obpasosaHns MuHaapasa Poccun, Mockea, Poccus

Havano XXI Beka 03HaMeHOBaI0Ch BbIXOAOM Ha MMPOBO (hapMaLeBTNHECKUIA PIHOK 6ObLLIOMNO KOMMYECTBAa IEKapCTBEHHbIX NPEenapaToB ¢ abCONOTHO HOBbIM
MOSEKYNSPHO-OPUEHTUPOBaHHLIM MEXaHU3MOM AEVCTBUS, YTO CTaslo BO3MOXHbIM Brnaroaapsi LOCTUKEHVSIM B 061aCT! MOMEKYSAPHON 1 KNETOYHOM Bronorim,

B 4aCTHOCTW, 3aBEPLUEHUIO NpoeKTa «[eHOM YenoBeka». |_|pVI 9TOM yaasioCb paoLumd)posaTb MHOIe MexaH3Mbl natoreHesa pPasyindHbIX 3aboneBaHui, BKItOHas
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The early XXI century was marked with entry into the market of a great deal of medicinal preparations with a totally new molecular-oriented mechanism of action.
These results could only be made possible through achievements in molecular and cellular biology and completion of the Human Genome Project, in particular.
Many pathogenic mechanisms of different illnesses, including oncological and autoimmune ones, were deciphered. The data stimulated the search for totally
innovative therapy methods targeting at the key links of the abnormal process pathogenetic chain, collectively known as ‘targeted therapy’. The issues of
personalized medicine, including the ethics, are considered through the study of the Coriell Institute.
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MepcoHananpoBaHHas MeauLHa — 3TO HOBast nMapaaurMa B
ovomedvUmHe. Ee ycreluHas peanusaumsa TpebyeT nHTerpamm
becrnpeLeneHTHbIX 00BbEMOB NH(OPMAaLIMN 1 PasHO0BPa3HbIX
COOBLLECTB, MNpPUYeM He TOMbKO MNPOgecCuoHanbHbIX.
CnocobHocTb cobupaTb, aHanManpoBaTb, OOMeHMBaTbCA
1N VHTErpupoBaTb OrMPOMHOE KOMMYECTBO OUONOrMYECKNX 1
KIMMHYECKMX AaHHbIX B PEXMME PeanbHOrO BPeMeHU ABSeTCs
HEOB6XOAMMbIM YCMOBMEM MEPCOHANN3MPOBAHHON MeaNLVHBI.

BromennumHa npeacTaBnsieT cobol CMOXKHYIO CUCTEMY,
MEeX[y CEeKTopamy KOTOPOW CyLLEeCTBYIOT K/to4eBble
B3anmosaBucumMocTh. Llenbto  nepcoHannanpoBaHHOM
MeaVLVHbI SIBISIETCS NpeobpasoBaHe 3ToM CUCTEMbI, MOITOMY
HEe0bX0OMMO MPU3HATL U MPUHATL ee CIOXHOCTb. Kntoyesble
BO3MOXXHOCTM [/ CO3[aHMs CamMOonoaaep KuBatoLLencst
NMOACKCTEMbI NEPCOHANN3NPOBAHHON MEAULIMHBI BO3HMKAOT
6narogapsi NOHVMaHNIO MOTOKOB PEeCcYPCoB M MHhopmMaLmn
B pamkax 6onee KpyrnHOW CUCTEMbI! KIVHUYECKOV MeaULIVHbI.

IMyraroLLas CIOXHOCTb MOACUCTEMbI MEPCOHATN3NPOBAHHOM
MeOVLIMHbI  [enaeT UCMNofib30BaHue WHMOPMAaLMOHHbIX
TEXHONOMI KPUTNHECKN BabKHbIM. OoHaKO MH(OPMAaLVIOHHbIE
TEXHOMOMMM B pamkax 6uoMeduLIMHCKOro coobLecTsa
pas3BMBalOTCA MEOJIeHHO, W OHW PEOKO CBS3aHbl MEeXy
nabopaTopusML JaXKe B pamMkax OAHOrO YHPEexXOeHWs, a Tem
6onee Mexzy pPasnnHHbIMU YHPEXKASHUSAMM.

TakuMm 006pasoM, [N PeLleHUst COXHbIX MNpobrem
OHKOJIOTMYECKUX 3aboneBaHuli 1 nogobHbIX PaspbiBOB B
1CCeaoBaTelbCKOM NPoLIecce, BUOMEaMLIMHCKOE COOBLLIECTBO

XX| Beka TpebyeT BHeAPEHWSA OrnepaLVOHHON COBMECTUMOCTM,
TO eCTb AOCTyNna K WHTErpUpOBaHHbIM MHCTPYMEHTaM 415
cbopa, aHanm3a 1 obMeHa AaHHbIMX B CTaHAAPTU3UPOBaHHDBIX
dopmarax. Takasi MHTeponepabenbHOCTb ABNSETCS CPEACTBOM
0N 0ObeAMHEHNS BCEX Y4eHbIX, KIMHUUMCTOB, NaLWeHToB 1
OPYrX yHaCTHUKOB, YTOObI OHM MO ObICTPO 0O6MEHNBaTLCA
3TOW CTaHOAPTU3NPOBAHHOM MH(OPMaLIMEN.

[MoTPebHOCTN MNEePCOHaNN3NPOBAHHOM  MeauLMHbl B
obmeHe nHdopMaLIMen OOMKHbI YOOBNETBOPATECS JyHLLMMA
npakTkamn B 06nacTv WMHMOOPMALIMOHHBIX TEXHOSOMMIA.
MPUNoXeHUsT NHPOPMALIMOHHBIX TEXHONMOMUIA MPOU3BOSBHO
pa3fensioTcs Ha NoAxodbl, UCMONb3yeMble ANt COEAUHEHNS
MHOpMaUMM 1 NOAXOMb! A1 COEAVHEHVS MOAeN.

Krnto4eBbIM MPEerMYLLIECTBOM KOHLIENTyanm3aumy nosiHom
NOACUCTEMbI MEPCOHaN3NPOBAHHOM MeOULIMHBI SBASETCS
CNOCOBHOCTb NMPEBPaTUTL OUOMEAULIMHY B CUCTEMY OBYyHEHUS.
Ecnn roBoputb 60nee KOHKPETHO, TO, OXBaTblBasi BECb
PKUSHEHHBI LMK B1MOMEeauLMHBI, MOXHO CUHEPreTUHecKn
06bedVHUTb  UCCNeOoBaHns, OKa3aHWe MeAULMHCKOWN
MOMOLLM, OLIEHKY KadeCTBa, n3mepeHne 3pheKkTUBHOCTU U
6e30MacHOCTY NPUMEHSAEMbIX NTEKAPCTBEHHbIX NpernapaTos.

l/IMeHHO NepcoHan3npoBaHHas MedyvLMHa noapasymeBasT
afjanTaumilo  MpPOrHO30B, MPeAcKasaHuii, OMarHOCTUKKU U
Tepanum K KOHKPETHbIM JTFOASIM, UCXOASA M3 X BMONOrMHECKINX
0COBEHHOCTEN, 4YTOObl rapaHTMpOBaTb, YTO KOHKPETHbIE
MeponpuaTsa OyayT cAenaHbl KOHKPETHOMY YenoBeKy B
KOHKPETHOEe Bpems. OTo TpebyeT He TOMbKO pPasBuTUS
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MEANLIMHCKNX TEXHOMOIM, HO 1 OQHOBPEMEHHOMO Pa3BUTIS
nydwen  MHMOPMaLUMOHHOM  UHMPACTPYKTYPbl,  fydllen
VMHTErpaumm KIMHUYeCKMX W UCCNefoBaTeNnbCKUX YCUnm,
MOCTOSIHHbIX WHHOBaUMA B MeOULMHCKOM 0bpa3oBaHunm
1, HakoHel, rMyDOKMX OTHOLLUEHWUI C MauyeHTOM, KOTopble
[enatoT ero NapTHeEPOM B MOSyHEHU MEANLINHCKON MOMOLL.

OHKOMOT VS — MVYIOHEP B MEPCOHANIS/POBAHHOM
MEOULIHE

ViccnepoBaTtenu  OHKOMOrMYecknx 3abonesaHuin - Oblan
Ha nepegHeM Kpae PeBOMOUUM MEPCOHaNN3MPOBaHHOM
MedVLUMHBbI, 1 MHOrMe npenapatbl MepBOro MOKONEeHNs
(TaMoKcudeH, mMmatuHMG 1 Op.) nepcoHanM3anpPoBaHHOM
MeauLMHbl Bbinn paspaboTaHbl AN UX nedeHnst. MpuymHamm
[aHHoro deHomeHa 6binv crnegytoLLve.

1. OHkonatonormss — 3TO  CJIOXHbI  KOMMJIEKC
3aboneBaHvii, MNOAXOAbl K W3YYEHUIO KOTOpbIX C
MOMOLLBIO  MOSIEKYNIAPHON MeduUMHbI MOSIBUANCE €eLle
[0 npoekTa «[eHOM 4enoBeka». Yke B KoHue XX Beka
ObINO  M3BECTHO, YTO OHKOMATOMOMMSA  BbI3blIBAETCS
FEHETUHECKUMN  USMEHEHUSMM — HaCNeACTBEHHbIMM
WA NPUOBPETEHHBIMKU, — KOTOPblE MPUBOAAT K
aHOMasIbHOM KNETOYHOW nponudepaum, 3amensieHuio
anonTosa, akTvBaumu mMeTtabonmama, HeoaHrMoreHesy U
MeTacTa3vpOBaHIO.

2. OHKoMaTonorMa — 37O Cepbe3HOe, 4acTO CMepTENbHO
onacHoe 3abonesaHue, 3PHEKTUBHOCTb TepaneBTUHECKIIX
CPefcTB OT KOTOPOro TPaaMUMOHHO Oblia KpaiHe HU3KOW.
Mockonbky BbI6Op Havbonee ahHeEKTUBHOMO NeHeHs Ans
nauyieHTa MoXeT BbITb CPOYHBIM PELLIEHNEM, KaCatOLLMCS
PKUSHU UM CMepTW, MoAxodbl MepcoHanv3npoBaHHOM
MeOVLMHbI MO CPaBHEHWIO C  OTHMMaOLMM  MHOro
BPEMEHN METOAOM «MP06 1 OLLIMOOK» UMEIOT BbIPaXKEHHbIE
npenMyLLEecTBa.

3. lMobo4Hble ahpeKkThbl NPOTUBOOMYXONEBbLIX
TepaneBTUHECKMX CPEACTB KpaliHe HenpusTHbI, 4acTo
06e300paXMBatOT NaLeHTa U NOTEHLMANBHO CMEPTESbHbI,
4YTO AenaeT eule Honee BaxKHbIM BbIGOP OMTUMASbHOMN
TepanuM C NepBOro MOCELLEeHNst Bpaya, YTobbl n3bexaTb
BBOWHE HEeraTMBHOro BO3OENCTBUSA HebnaronpusTHbIX
3hheKTOB OT HECMONE3HOrO NIEHEHVs.

Hanpumep, HaumoHanbHbin VHCTUTYT Paka CLLA (NCI)
pacrnonaraeT YHuKanbHbIM HabopoM aaAMUHUCTPATUBHbBIX
nnatpopM, KOTOpble OXBaTblBAlOT BECb XKWU3HEHHbIN
UMK padpaboTky BMoMeauLMHbl 1 CO3at0T YHUKaSbHYHO
cpefdy, Kotopasi MOXeT ObITb MPOTOTMMOM MapagurMbl
nepcoHannanpoBaHHon MeguumHbl. Okono 50 net NCI
NOAAEPXKMBAET KOMMIEKCHBIE OHKOJMOMMYECKME LIEHTPbI, B
KOTOPbIX COYEeTatOTCH Hay4Hble WCCNefoBaHvs, OkasaHue
MedVLMHCKOM nomow 1 npodunaktuka. CyllecTByeT
bonee 60 TakMx LEHTPOB, pacnpeneneHHblX Mo Bcen
CTpaHe M PacrnofiOKEHHbIX B CaMbIX MPECTUXKHBIX Hay4HO-
ncenenoBaTenbCknx 1 nededbHbix ydpexxaeHnsx CLUA. NCI
BK/toYaeT 6Gonee 50 cneumanMaMpoBaHHbIX MPOrpaMm
Specialized Programs of Research Excellence (SPOREs),
KOTOpble MOAAEPKMBAIOT TPaHCNSAUMOHHbIE UCCNefoBaHNS,
1n 10 nporpamm Cooperative Group, KOTOpble MPOBOASAT
MHOTOVHCTUTYLIMOHAbHbIE KIMHUYECKME MCMbITaHus. Kpome
TOro, B obnactu okasaHus wmeguiuHckor nomowm NCI
3anyctuna [porpaMmy OOLLECTBEHHBIX OHKONOMMYECKIMX
LeHTpoB (NCCCP) ¢ 16 obbekTamu, KOTopble oxBaTbiBatoT 20
MUIMOHOB YENOBEK.

B 2003 r. HaupoHanbHbin HCTUTYT paka (NCI) onpenenvn
HeobXx04MMOCTb B MHULMATVBE BHEAPEHVS UHOPMALIMOHHBIX
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TeXHOMOMMN GecnpeLeneHTHOro MacLuTaba B GYOMEaVLIMHCKOS
COOBLLECTBO B CBA3M C Tpemst akTopamu: pacTyLMM
KIMMHUYECKIM 1 9KOHOMNYECKUM BpeMeHeM OHKOMaTooru;

TpaHchopmMaumen  mnccnegoBaHui,  Kataansnpyemom
MONEKYNAPHOM  peBoOUMEN U MHOMOYUCAEHHBIMU
TEXHONOTMSAMN  TEHOMUKW, FEHEPUPYIOLLMMM  OFPOMHblEe

00bEMbI faHHbIX; N MPU3HAHWEM TOro, YTO «CYLLECTBEHHOE
€0VHCTBO» WCCNefoBaHUA U KIIMHUYECKOW MOMOLLM, YTO
MMEET MOLLHbIA NOTeHUMan Ons ynyylweHnss CXOO0B BCeEX
BWAOB OHKOMATOMONMN, Kak 3TO Obl10 cAaenaHo B obnacTu
[ETCKON OHKoNorMK. B KadecTBe MepBoro Luara B CO34aHum
VNHMPaCTPYKTYpbl MHDOPMATUKK, KOoTopasi no3sonvna Obl
nepcoHannanpoBatb MeauumHy, NCI B 2004 r. oduupmansHO
3anycTun nHnumaTtmey caBIG® (cancer Biomedical Informatics
Grid) B ka4ecTBe NUIOTHOM Nporpammel. Ee nepBoHavanbHas
Lienb 3ak/ioHanach B paspaboTke BO3MOXHOCTEN, KOTOpble
oTBeYany Bbl CaMOCTOSATENBHO ONpeAeneHHbIM MOTPEOHOCTAM
coobulectBa oHkonorndeckux ueHTpoB NCI.  (Bonee
noapobHyto nHdopmMaumo 06 uctopum caBIG® cMm. B oT4yeTe
o nunoTtHo thase caBIG® Ha canTe http://cabig.cancer.gov/
resources/report.asp.)

HecMoTpst Ha TO YTO PEBONOLMS B MOSEKYISAPHOM B1onorm
npousowna B KoHue XX — Hadane XXI BeKOB, KOHLEenums
«MULLIEHW» Bblna chopmMyMpoBaHa B Havasne NpoLUIoro Beka
HeMeLKMM y4eHbIM Maynem Spnmxom (Paul Ehrlich). OH cumTan,
YTO MULLEHb — 3TO (hepMeHT (Mbo apyras Bronorndeckast
MoJiekyna, opraHenna, uauonorndeckass 0CoH6eHHOCTb U
T. [i.), KOTOPbIA MPUCYTCTBYET B MAaTOreHHOM MVKPOOPraH13Me
1 HeOOXOoOMM [ANs XKN3HECTOCOBHOCTU MocneaHero, HO Npu
3TOM OTCYTCTBYET B OpraHv3me naupeHTta. Takum obpasom,
NleKapCTBeHHble Mpenapartsbl, obnagatoLlme CrnocobHOCTLIO
cneunduyeckn  NHrMbUpoBaTb  MOJNEKYSbl-MULLEHN,
[OMKHBbI - XapakTepu3oBaTbCA  UCKIIIOUYUTENBHO  LLIMPOKMM
TepaneBTUHECKMM NHOEKCOM, HanpumMep, AeMOHCTPMPOBaTb
BbICOKYIO aHTMbaKTepuanbHyt0 aKTUBHOCTb MNPV MUHVUMYME
NMo6oYHbIX 3hdekToB. MOA0OHbIN MPUHLMM NEXUT B OCHOBE
[ENCTBUS «KNAaCCUYECKNX» MPOTUBOMUKPOOHBIX CPeacTB —
AHTNOMOTVKOB, aHTUMUKOTUKOB, MPOTUBOBUPYCHBIX U T. [.
[MPOTMBOOMYXONEBBIE AreHTbl AOMKHbI 061afaTbh CXOOHBIMM
CBOWCTBaMU, HO pasnnyvs Mexady TpaHChOpMMPOBaHHbIMMU
N UCXOOHbIMWU KNeTKkaMn 6onee TOHKME U CIOXHble, YeM
pasnnynsa Mexxay 6akTtepusimm 1 denosekom [1]. MosieneHne
JIEKAPCTB HOBOIO MOKOMEHUS, Tak Ha3blBaeMbIX TapreTHbIX
MPOTVBOOMYXOMEBLIX MPENapaToB, CTasio BO3MOXHbIM JIMLLb B
koHLe XX Beka, 6narogapsi 6ypHOMY MPOrpeccy MONEKYSiPHON
OoHKonorum [2].

MPOBNEMbI BHEAPEHS MEPCOHANVI3VPOBAHHO
MEOULIAHBI

MNepcoHanMavpoBaHHas MeauLHa UCNONBb3YET Nexalllyto B ee
OCHOBE MEHOMHYHIO/TEHETUHECKYIO MHPOPMaLMIO O naumeHTe
07151 MPOrHO3MPOBaHKA pucka 3aboneBaHuii, AMarHOCTUKN
MMetoLLIencs  natonorin, npefoTepaleHvs  noboYHbIX
peakumMin Ha NekapCTBEHHbIE CpeacTBa 1 ajanTauum NeHeHns
(pnc. 1) [3-5].

YcnelHoe BHepeHne NepCcoHanM3npoBaHHOM MeaVLVMHbI
3aBMCUT OT HECKOSBbKMX (DakTopoB. Bo-nepBbiX, CyLLeCTByeT
OCTpast HEOOXOAVMOCTb B 00YHEHUN MEONLIMHCKIX PabOTHUKOB
yrnybneHHbIM 3HaHUAM reHeTukK [6-9]. OBbeM reHeTuKM,
TPaOVUMOHHO 13y4aeMolt B MeOVUMHCKMX By3ax, OrpaHnyeH
1N OObIMHO COCPEAOTOYEH Ha MOHOMEHHbIX HapyLUEHUSIX U
XPOMOCOMHbIX aHOMaIVsX, MPW 3TOM CTYAEHTbI NMPaKTU4ECKN
He 3HaKOMbl CO CNIOXXHOW FreHETUKON. Bo-BTOPbIX, BHEOPEHWE
NepCcoHaIN3MPOBaHHON MeaMLIMHBI TPeOYeT rocyaapCTBEHHOM
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Puc. 1. Cxema CTPyKTypbl NepCoHaN3MPOBaHHON MeaLMHbI

NOAAEPXKKN U HOopMaTMBHOrO Hagzopa [10-12], a Takke
00OLLECTBEHHOro 0OCY»KAeHNs 3ThU4ecKmx Bonpocos [13, 14].
B-TpeTbux, cMCTeEMbl MEOVLMHCKOM OOKYMEHTaUMn OOMKHbI
OblTb CTPYKTYPUPOBaHbI TakM 06pa3oM, YTOObl MPUHUMATH
FEHETNYECKME JaHHbIE Y HTErPUPOBATH VX C CYLLECTBYIOLLEN
MEOMLIMHCKON KapTol nauyeHTa C Lenbio UX 1UCMoNb30BaHWS
NPV MPUHATUN KIMHNHECKMX PELLEHNI.

[ononHuTeneHble Npobnemb! 418 NPOBeAeHNS foKa3aTeNbHbIX
vcenegoBaHu - 9EKTVMBHOCTM  MepCOoHaIM3MpPoBaHHOM
MeOULMHbI  BKITHOHaKOT HEOOXOOMMOCTb CO3AaHnsa  BOMbLUMX
KOropT 1 cbopa MPOLOSbHbIX AaHHbIX Ons MosyYeHus 6asbl
[JaHHbIX, KOTopas UCnonb3yeTcs AN pacyeTa addexTa feveHns
1 OLEHKWN MOTeHLManbHbIX 3aTpar v Bbirod. PasmMep KoropTbl
[OMKeH ObITb AOCTATOMHO BOMBLUMM, YTOObI yHeCTb:

1) reHeTuyeckne BapuaHTbl C  HU3KOW

BCcTpeyvaemocTu (1-2%),

2) BANUSIHME reHa Ha OKPY>KaroLLYytO Cpeqy,

3) B3aMMOOENCTBME reHa 1 reHa,

4) NOTepto yHaCTHMKOB MNPV NMOCAEAYOLEM HABMOAEHNN.

B 60/bLLMX KOrOPTHBIX UCCNEA0BaHNSAX TakKe BO3HMKAOT
BOMPOCHI corflacnsa 1 KoHduaeHumansHoctn [15]. Kpome
TOro, reHeTu4eckne uccnefoBaHus 60nbLUMX  KOropT
TPEBYT 3HAYNTENBHOW NHMDPACTPYKTYpPbl GrobaHKuHra,
FEHOTUMNMPOBaHNA 1 MHOPMALIMOHHBLIX TexHoNnorun [16].

4acToTow

Ba)xHocTb 6Mo6aHKuHra

BuobaHkmnHr  Bko4aeT B cebs cbop, onpeneneHune
XapaKTEPUCTVK, XPaHeHWe W1 pacnpocTpaHeHne LeHHbIX
6romaTepNanoB 1 CBA3aHHBIX C HAMM AaHHbIX AN1S HayYHbIX
ncenenoBaHuin. BruobaHKMHN MCnonb3yeTcs ANs CO3AaHus U
rnoaaepXKaHus B1UOXpPaHUULL, B Ka4ecTBe HalMOHabHbIX U
MEXIyHapOAHbIX PECYPCOB O/ U3yYeHus 3abonesaHuii U
cTapeHnst YenoBeka. HeoObXoaumo perynsipHO paclunpaTb
CUCTEeMbl yrnpaBfeHus uHdopMaumen, BktoYas Beb-
Katanor 6uomMatepmanoB W CBSA3aHHbIX C HUMW AaHHbIX,
4TOBbl COOTBETCTBOBATH MEHSIOLLMMCS AEMOBBIM U HayYHbIM
TpeboBaHNsM.

BO3MOXXHOCTU B1OXpaHUMLLA BKIIKOYAKOT 3HAYUTENBHOE
ynpaeneHve MeHOTUNMMHECKMIN AaHHBIMM C UCMOSb30BaHNEM

CTaHOapPTU3MPOBAHHOIO (PEHOTUMMYECKOro sA3blka U cOop
MPOAONBHBIX AaHHBIX 1t CBOUX KOMNEKUMiA 3a60oneBaHnii [17,
18]. Kpome Toro, BOSMOXXHO COTRYAHUYECTBO C HECKOSBbKIMM
permoHasnbHbIMK CUCTEMaMMN 30PaBOOXPaHEHNS!, KOTOpbIe
MOryT ObICTPO MNEepexoduTb Ha KOMIMIEKCHbIE CUCTEMbI
BNEKTPOHHBIX MEOVLIMHCKNX KapT. OTO MO3BOMSIET aKTVBHO
peliaTb 3a4aq4i Mo BHEOPEHWIO MEHOMUKM B KIIMHNYECKYHO
MPaKTUKY.

MOVICKI MYTEW PELLIEHIA MPOBJTEM
MEPCOHATIM3NPOBAHHOW MEOVILIMHBI

MpoexT «[eHom Yenoseka» [19], KoHcopuymym SNP [20] 1 npoekT
HapMap [21] 3anoxunm oCHOBY A5 CNneaytoLero NoKOAeHus
YCUANIA MO KapTUPOBaHWUIO MEHOB CIIOXKHbIX 3aboneBaHnii v
JIOKYCOB KOIMYECTBEHHbIX MpudHakoB (QTLs) [22], koTopble
MOryT 6bITb AOKMHNYECKNMN HANKATOPaMM NOTEHLMAaIbHOMO
3aboneBaHvs. YTobbl coenatb 3Ty MHOPMAaLIMIO MONe3HOM
0N ynyyleHns 340poBbs U KadecTBa »XM3HWU, HeobXoaMmo
co3gaTb MexaHu3m obmeHa MHopMaumen o reHeTUHECKIX
Bapuaumsix, CBSA3aHHbIX CO CIOXHbIMM 3ab0feBaHvsMU, C
JNIOABMX 1 MOCTaBLUMKAMU MEOMLIMHCKUX YCAyr, a Takke
MPOBECTY Hay4HO OOOCHOBaHHbIE NCCNEeNOBaHNS A5 OLEHKM
pesynsTaToB MOMYYEHNUS U UCMONb30BaHWs 3TOW MHOpMaLLAN.

Coriell Personalized Medicine Collaborative
(CPMC) — 310 uccnenoBaHve, B KOTOPOM WCMOMb3yeTcs
Hay4HO 0BOCHOBaHHbIN MOAXOA ANst ONpPeaeneHns None3HoCTM
1CNONB30BaHVS IMHYHOW MrEHOMHOM MHopMaLW B yNpaBneHnm
300POBbEM U MPUHATUN KIIMHUYECKUX pellennin. Llensto
CPMC Takxe sBnsieTcs co3faHue KOoropTbl ¢ HoratbiMu
FEHOTUMUYECKMMU 1 (DEHOTUMNYECKUMU  JAHHBIMU,  C
MOMOLLIbIO  KOTOPbIX MOXHO 0OHapY>XWUTb TEeHETUYECKNE
BapuaHTbl, BVSIOLME Ha TOKCUMYHOCTb U 3h(PEKTMBHOCTb
JIEKapCTB, a TakKe 0OHapY>XWTb HEW3BECTHbIE B HACTOsILLEe
BPEMSI BapuaHTbl MEHOB, MOBbILIAIOLIME PUCK Pas3BUTUS
OHKOMaTONOrNW U APYrX TshKembIX 3ab60neBaHui.

B fnaHHOM 1ccnegoBaHuM COBMECTHO y4acTBYHOT BpaYn,
y4eHble, CNeumanucTbl Mo STUKE, MTEHETUYECKME KOHCYIBTaHThI,
[0OPOBOSbHbIE YYACTHVKM WUCCNEQOBaHVA 1 3KCMepTbl B
obnact VHMOPMAaLMOHHBIX TexHonornii, obllas 3apada
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KOTOPbIX — JyuLUe MOHATL BAUSIHNE MEPCOHaNM3NPOBaHHON,
NN FreHOMHO-MH(OPMMPOBaHHOM, MeaVLMHBI 1 0BecneYnTs ee
3TUYECKOe, NPaBOBOE W OTBETCTBEHHOE BHeApeHMe. K KOHLLY
2009 r. B uccnenoBaHum npuHsnn ydactie 10000 Yenosek, a
KoHe4Has Lenb — 100000 y4aCTHUKOB.

mobanbHas uenb CPMC — cTtatb Mopgenbto
3TUYECKOro, MPaBOBOrO W OTBETCTBEHHOINO BHEOPEHNS
NepcoHaNM3nMpPOBaHHON MeaVLMHbI, OCHOBaHHOW Ha reHoMe.
ViccnenoaHne CPMC nocTpoeHo Takum 06pa3om, HTOObI
obecneynTb ANHaMMHECKYHO CBS3b Mexxay kommaHuelt Coriell n
yYaCTHUKaMW UCCNeaoBaHns C MOMOLLBIO 3aLLMLLEHHOrO BEO-
nopTana. Be6-onpockl nCnonb3ytoTcs Ans OLEHKM COCTOSIHNS
300PO0Bbst, a TakxKe JIMYHOM MHOPMaLMM O FeHETUHECKIX
BapviaHTax, NMosly4eHHoO B XoAe 1ccnefoBaHuns. Kpome Toro,
3TOT NOpTasl MO3BOMUT YHaCTHVKaM AEUTHCA CBOUMM AaHHBIMU
C MeoVLUMHCKUMK paboTHUkamu, B HacTosiee Bpems CPMC
rHaHCKHpyeTcs 3a cHeT A0OPOBOSIBHBIX MOXEPTBOBAHWUNI 1
VNHCTUTYLMOHANBHOM NOAAE KK, 63 Kakunx-nmbo satpar ans
OTHENbHBIX YHaCTHUKOB MCCNenoBaHyis.

Mocne nony4YeHUss WHMOPMUPOBAHHOIO  cornacus
Yy4aCTHUKOB MPOCAT chaTb [Ba MUNAMAMTPA ClOHbI ANs
npouAMPOBaHUS reHomMa C  MOMOLLb  MnaTdopmbl
Mukpo4mnos (Affymetrix 6.0 Genechip, Affymetrix, Santa
Clara, CA) n ueneoro npodunmpoBaHis SNP ¢ MomoLLibto
nnatdopMbl Ha ocHoBe OycuHok (lllumina BeadXpress,
lllumina, San Diego, CA). BHelLHss rpynna aKcnepToB Mof,
HasBaHveM «CoBeT Mo Hagsopy 3a WHOPMUPOBAHHOM
koropTol» (ICOB) cobupaeTcs He pexxe ABYX pa3 B rof Ans
PaCCMOTPEHWS TEHETUYECKNX BapuaHTOB, MPEeACcTaBAeHHbIX
komnaHuen Coriell, kak BapuaHTOB pucKa [ns COCTOSHNSA
300PO0Bbst. TOMBbKO MEHETUYECKME BapuiaHTbl, CBS3aHHble C
COCTOSIHVSIMI 3[10POBbS1, KOTOPbIE CHATAIOTCS MOTEHUMabHO
npuroaHsIMN ANs MEANLMHCKMX OeVCTBUIA (T. €. koraa ecTb
BO3MOXHOCTb CHU3UTb PUCK, 1 T€ BapuaHTbl, A1 KOTOPbIX
Oblna BoCNpomM3BeadeHa 3Ha4MTenbHas accouyvalus), 3atem
BO3BpAaLLAOTCS y4acTHMKaM Yepes 3allMLLEHHbIN BE6-nopTarn.
Y4yacTHVKM MOryT MNpefocTaBUTb AOCTYN CBOEMy Bpady
(Bpayam) ons nNpocMoTpa Pe3ynbTaTtoB M MOryT 3arnpocuTb
BecnnaTHoe 0bCyXXeHNEe CBOWX PEIYNETATOB C MreHETUYECKUM
KoHcynsTaHToM  CPMC. PasHoobpasHble  pe3ynbTaThbl
OLIEHVBaIOTCA C MOMOLLbO Be6-0MpoCcoB, 3amnofIHAeMbIX
y4aCTHUKaMN OTHOCUTENBHO WX OENCTBUM, OENCTBUM Bpada
1, B KOHEYHOM CYeTe, COCTOSIHWUS 340POBbSA. Y4HaCTHMKOB
NPOCAT eXerogHo OBHOBNSATL MH(OPMALIMIO O COCTOSHNM
3[10POBbS, CeEMbe 1 06pasde XMU3HW, YTO MO3BOSISET CO3aaTb
NpoaobHbIE AaHHble. TakM 06pa3oM, CyLLEECTBYET HECKOMBKO
OVHaMm4YHbIX acnektoB CPMC, BkJtoYasi MOCTOSIHHbIA aHanmn3
accoumaTUBHBIX UCCNeN0BaHWUI AN BbIABNEHNS MreHETUYECKIX
BapnaHTOB W NpeacTaBneHnst ux B Haa3opHbin opraH (ICOB),
NOCTOSHHOE WCCNEefoBaHNe MOyYeHHbIX pe3ynsTaToB U
©XKEerofHbI NPOAONbHbIA COOP MEAMLIMHCKIX KapT Y4aCTHUKOB.

BOBJEYEHVE MAPTHEPOB BOMbHNLIbI 11
MEOULIMHCKIX CNELMAIVICTOB

Y10 KacaeTcs 3agadu MHTerpauum reHOMHOW uMHopmaLmm
B MEAMLIMHCKYIO MPaKTuKy, TO obpa3oBaHne MedULMHCKMX
crneumanMcToB, 0CobeHHO Bpader 1 MefacecTep, BEPOSTHO,
cTaHeT orpaHu4ymBatolLmMm  waromM. WHctutyt  Coriell
MOHNMAaET BaXXHOCTb MPUBEYEHNS KIIMHULUMCTOB U OpYrux
MELANUMHCKMX CMeuvanncToB Ans pas3paboTky  ycneluHbIX
cTpaTeryin NHTerpaunm CrnoXKHOM reHeTUHeCcKon NHopMaLn
B COBPEMEHHYIO MEOVUMHCKYIO napagurMy W AenaeTt 3To,
npvienekas nx 8 CPMC B ka4ecTBe COaBTOPOB U YHACTHUKOB.
Kpome Toro, BbICOKO OLEHMBAETCS PacnpOCTpaHEeHHOCTb
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OHKOMaTONOrMN B OBLLECTBE M OMPOMHBIV MOTEHUMaN BASHKA
NepCoHaNN3NPOBaHHON MEAULIMHBI HA UCCNEA0BaHNS U NeYeHre
pa3nnyHbIX BUOOB paka. [oatomy komnaHus Coriell Hanaguna
COTPYAHMYECTBO C COCEAHNMN MEANLIMHCKIMU YHREXOEHNSMI
onst npoeefeHvst uccnepgoeaHus CPMC. WHctutyt Coriell
noowlpsieT y4actve B WCCNeAoBaHWN  MeOULIMHCKNX
PabOoTHNKOB W COTPYOHUKOB MEANLIMHCKIX LIEHTPOB. ST CBA3M
aKTVBU3VPYIOT MCCNefoBaHMe 1 OTKPbIBAOT BO3MOXKHOCTY 47151
0BYy4eHNst MEOVLIMHCKMX PabOTHNKOB MFEHOMVIKE.

OpHa vn3 ctpaternii 0byHeHNs1 MEANLIMHCKMX PabOTHMKOB
OyOeT BKYaTb ceMunHapbl, NpoBoauMble ydeHsiMu Coriell 1
Bpadamn 6onbH1L-napTHepoB. Coriell paspabaTbiBaeT cepuito
CEMVHaAPOB MO FEHOMHOW MeduUMHE B COTPYyOHWYECTBe
c 6onbHuUamMu-napTHepamn.  CemurHapbl  MOCBSLLEHbI
3aboneBaHvaM, BKtodeHHbIM B CPMC, 1 COOTBETCTBYIOT
TPebOoBaHSIM HEMPEPBIBHOMO MeAMLIMHCKOro obpazosaHis (CME),
YTO MO3BOMMT cryLaTensm nonyy4nts kpeautel CME. Ctpemsic
caenatb 0bydeHrie MakCUMasibHO AOCTYMHBIM A5 MEAMLIMHCKIX
paboTHNKOB, koMnaHusa Coriell MoXXeT padmeLLaTs CemMrHapsbl Mo
FEHOMHOV MeaviLMHeE B VIHTepHeTe B BUde BEO-TPaHCASLMI.

Peanusaums  reHoOMHOW  MeguuuHbl  noTpebyeT
[BYCTOPOHHEro 0bMeHa, B KOTOPOM Yy4deHble OyayT obydaTb
MeONLNHCKNX PabOoTHUKOB U  HaobopoT. 3STOT 0bMmeH
OyheT BKto4aTb TPaaULMOHHOE OOLLEHE B AOMOSHEHVE K
0OMeHY MeOVLUMHCKUMA U FeHETUHECKMI JaHHbIMU (B BUOE
SMEKTPOHHbIX MEANUMHCKMX KapT 1 60MbLIOr0 KonnyecTsa
Pe3ynbTaToB MreHETUHECKNX TECTOB, COOTBETCTBEHHO). Coriell
OXMIAET, YTO ryOOKOEe BOBMEYEHME HECKONBbKMX OOMbHMLL-
napTtHepoB B CPMC cTaHeT katanmsaTtopoM 3Toro auasnora.
Bonee TOrO, NpeanonaragTcs, 4To Mo Mepe Toro, Kak y4acTHUKM
CPMC 6yayT npurnaliaTe CBOVX MeOULIMHCKMX PaboTHUKOB
03HaKOMUTBCHA C WX INYHBIMU FEHETUYECKUMI pe3yNsTaTtami,
Coriell 6yneT MeTb BOBAEYEHHYIO 1 OOCTYMHYIO MONySUmO
MELANUMHCKMX pabOTHUKOB, CPedu KOTOPbIX MOXHO OyaeT
NPOBOANTL LieNeBble OMPOChI OTHOCUTENBHO MCMONB30BaHNS
FEHOMHOW MHOPMaLMN B MEOULIMHCKOM OBCNY>KNBaHUN.

HABOP YHACTHVKOB NCCNEOOBAHMA CPMC

Habop ntopen B CPMC npoBoanTCst B OCHOBHOM BO BpeMs
ceccuin  MHPOPMMPOBAHHOIO Cornacusl, MNPOBOAUMbBIX B
WHctnutyTe Coriell, 6onbHULAx-napTHepax Wnm apyrux
00LLECTBEHHbIX MecTax. [naBHbIn nccneposatens CPMC vnm
ydeHblih CPMC obcy»kaaeT aetanv nccnenoBaHnst, BO3MOXHbIE
PUCKW, copepXxaHue [OOoKymMeHTa 06 UH(OPMUPOBaAHHOM
cornacum 1 NpPenocTaBnseT ydyaCTHWKAM BO3MOXXHOCTb
3amaTb Bonpockl. [locne nognucaHus AOOKymMeHTa o6
MHMOPMMPOBAHHOM  COrflacuM  HOBbIM  y4YacCTHUKaM
npennaraeTcst caatb HebonbLLIOK 0bpaseL, CNtoHbI.

TpeboBaHWs K y4acTHMKaM OrpaHU4MBatoTCa Tem, YTO
OHW [OSKHbI OblTb cTaplle 18 neT, UMEeTb AeNCTBYOLLIMIN
aapec 3NeKTPOHHOM MOYTbl 1 OblTb FOTOBbIMM 3aMNONHATL BED-
OMPOChI B TEHEHNE HECKOMBKIMX NET. YHaCTHUKM MOTYT NPUHSATb
peLleHne (BO BpemMst peructpaummn unmn B ntoboe Bpems nocne
3TOro Yepes 3allyLleHHbI Be6-nopTan) o npenocTaBnieHnn
CBOWX aHOHVMMW3MPOBaHHbIX FEHOMHbIX AaHHbIX O BapuaHTax
M [OaHHbIX LUCTOPUX OONesHM Hay4yHOMy coobOLLecTBy ONs
npoBedeHMst accoLmMaTUBHbIX UCccnenoBaHui. ViccneqoBaHve
CPMC He siBnsieTcst nnaTHbIM A5 YHaCTHUKOB.

OHKONOIM’MYECKOE HAMPABJTEHVNE CPMC
MapTHepcTBO kKomMnaHum Coriell ¢ MeguUMHCKMK LieHTpamu,

BKJIKOYaA OHKONOMMYecKun LeHTp Fox Chase, nossonset
npoBOANTb UCCliefoBaHWe B AOOroJsiHeHne K OrnmcaHHOMY BblLLe
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0300POBUTENBHOMY HanpasneHuto. B yncno nepsbix 10000
Yy4aCTHMKOB BK/ItOHeHO 2500 maumeHToB C PakoM MOSOYHOWM
xenesbl 1 2500 naumMeHTOB C pakoM npeacTtaTesbHON
>kenesbl. CylLecTBYIOT AoKasaTelbCTBa TOro, YTO MCXOAHbIN
PUCK pPas3BUTUSE paka CUbHO 3aBMCUT OT MEeHETUYECKMX
Bapuauuii 1 4YTO Yy OHKOJSIOMMYECKMX OOJbHbIX peakums Ha
XMMUOTepaneBTUYecke npenapaTtbl, MNOOOYHbIE SABNEHUS
OT npuema NeKapCTB U KIMHUYECKME WUCXOAbl 3aBUCST OT
reHeTNYecKnx 0ocobeHHOCTeN naumeHTa. Takum obpasom,
co3aaHne OosbLUOW KOropThbl MaUMEHTOB C pPakoM rpyam
1N npocTtatbl ¢ 6oraTtbiMv  (DEHOTUMUHECKUMM  OaHHBIMM
13 HaLMOHa/IbHbIX PErncTpoB STUX BWOOB paka, a Takxe
FEHOMHO/reHeTU4eCcKol NHdopMaumern NaumMeHToB NO3BONUT
1ccneqoBaTtensM U3ydnTb POfib FEHETUHECKMX BapuaHTOB B
hapmMakoreHOMHbIX 1 KIIMHUHECKMX KOHEYHbIX Toukax. [ns
TeX y4aCTHWKOB, KOTOpble cornacsTcs npepoctasute CPMC
CBOV aHOHVMMW3WPOBaHHblE [OaHHble, 3TV [daHHble OyayT
[OOCTYMHbI LUMPOKOMY Hay4HOMY COOOLLECTBY Yepe3 pecypc
HavpoHanbHoro LieHTpa B1OTEXHONOrMYECKON MHDoPMaLmK
(NCBI) «basa gaHHbIx reHoTna 1 deHoTuna» (dbGaP).

PEMYIMPYIOLLII OPFAH: COBET MO HA3OPY 3A
NHOOPMIPOBAHHBLIMIN KOTOPTAMI

Llensto CoBeta no Hagsopy 3a MH(POPMUPOBAHHBIMM
koroptamu  (ICOB) saBnsieTca  oueHka  MeauuUyHCKOM
LlenecoobpasHOCT COCTOSIHWUI 3[0P0BbS U A0Ka3aTeNbCTB
noTeHUManbHOM — MeAULIMHCKOW  «Lieniecoobpas3HocTm»
FeHeTNYEeCKOro BapuaHTa pucka B OTHOLUEHWW [aHHOro
COCTOSAHUSA 340p0BbsA  (6onesHu). OCHOBHbIM  YCNOBMEM
011 paCCMOTPEHNS TEHETUHECKNX BapWaHTOB $SIBNASIETCA
[OCTOBEPHOCTb OMNyONMKOBaHHbIX B IMTEpaType UCCNeA0BaHWiA
accouvalmin, KoTopble CBUOETENbCTBYIOT O 3HAYUTENBHOM
CBSA3W MeX[y MeHEeTUHECKVMIN BapuaHTaMn U KOHKPETHbIMU
MaToNOrMYECKUMIN  COCTOSAHMAMK. Takum obpasom, ICOB
ONMpPefenseT, Kakas nnyHas nHpopMaums O reHeTUHECKMX
BapuaHTax OyfaeT Bo3BpalleHa y4YacTHMKaM WCCNefoBaHuns.
OpobpeHrie faeTcs B Tex Clyqasx, Korga 3HaHwe craTyca
y4acTHMKa B OTHOLIEHWN OMpPedeNeHHOro reHeTUYecKoro
BapuaHTa MOXXET MOBANSATbL Ha KypC fledeHnst, Ha3Ha4YeHHbIN
MEANLIMHCKM pabOTHUKOM, UK NMO3BOMUTL eMy AaTb COBET
OTHOCUTENBHO 300POBbsi MAM 0bpasda >XW3HW, KOTOPbI
MOMOXXET CHU3WUTb PUCK. VIcnmonb3dys mpocnekTvBHble BeO-
onpocel, nccnegosane CPMC onpepenut, OeiCTBUTENBHO
JIN UCNONB30BaHNE MHPOPMALIMN O BapUaHTE CHUXAET PUCK.
B cocTtaB 3TOro BHEWIHEro KOHCYNLTATUBHOIO COBETa
BXOAAT aBTOPUTETHbIE Y4eHble, MeOVLUMHCKNE PabOTHUKY,
crneumanmcT no sTuke 1 nactop obLMHbIL. KOHLEeNUms Takoro
coBeTa bblna NpeafioXkeHa JOKTOPOM KoxaHe 1 ero Konneramm
[23]. OTOT Noaxon, NpeacTaBnseT cobov Moaesb HaLVoHaNbHOM
CUCTEMbI OLIEHKN FEHOMHO-NH(POPMMPOBAHHON MeONLIHBI.
YyeHble CPMC n3yHaloT MEOVLIMHCKYIO W Hay4dHYHo
nmTepaTtypy A5 BbISBNEHVS BapyaHTOB reHOB-KaHaMAATOB Y
npenocTaBnsioT kpaTkue ot4eTbl B ICOB. ICOB paccmatpuBaeT
KavKAplh OTHET U rONOCYeT 3a 0f0bpeHVe, HeogobpeHne 1nm
3anpocC AOMNONHUTENBHON MHAOPMaLMN MO KaXKaoMy BapuaHTy
1N COCTOSHMIO. PaKTopbl, KOTOPblE HEOOXOAVMMO Y4MTbIBATb,
BKJIIOYaKOT:
— pekoMeHZauMu ynpaBfeHWs Mo KOHTPOMO 3a
npoayktamn 1 nekapcteamm CLUA (FDA), ueHTpoB
Mo KOHTPOSIO U NpodunakTke 3abonesanHuin (CDC),
HaUMOHamNbHbIX  WHCTUTYTOB  3[paBOOXPaHeHWs,
HaLMOHabHbIX accoumauni MeANLNHCKNX
cneumanbHOCTEN WKW APYrX MpaBUTENbCTBEHHbLIX
KOHCY/bTaTMBHBIX OPraHoB;

- CepbesHoCTb 3abofieBaHusl, COCTOSHVS UK
noTeHLManbHon  HebnaronpusaTHOM — peakuum  Ha
npenapar;

— KOJIM4ECTBO, pasMep M KayecTBO WCCNedoBaHWN,
[EMOHCTPUPYIOLMX CTATUCTUHECKM 3HAYVMYIO CBSA3b
BapviaHTa reHa ¢ 3abonesaHvieM. MeTaaHanmabl, €cim
OHV JOCTYMHbI, TAKXKE PacCcMaTpUBatoTCS;

— BeMHMHY 3ddekTa KOHKPETHOrO reHeTUYECKOro
BapviaHTa;

—  PUCKM 1 MPEMMYLLECTBA KIIMHUYECKNX BMELLATENbCTB
NN BMELLIATENBCTB, CBA3aHHbIX C 06pa30M XM3HW, ANS
MUHAMN3AUMN UM CHYKEHNST PUCKa;

—  3MIEMEHTbI AaHHbIX AN N3MEPEHVS Pe3ybTaToB.

YTrBepxaeHne ICOB osHavaeT, 4TO CBA3b MexXay

reHETNYECKM BapUaHTOM 1 COCTOSIHVEM Oblna NoATBEpKAeHa
1N YTO COCTOSIHWE CHMTAETCH MOTeHUManbHO MPUrOAHBIM NS
MEOVLMHCKOrO MpUMeHeHVs. YTBep)kaeHve He TpebyeT
HaM4Msa YeTKNX [oKasaTebCTB TOro, YTO AaHHbIN BapuaHT
noneseH AN BAUSHWUS Ha pe3ynbTaTtbl NledeHns. 3apada
CPMC — npepoctaBuTb [JaHHble O pesynsratax nns
onpeaeneHys None3HOCTY KaXKAoro reHETNHECKOro BapriaHTa.

ICOB cobupaeTcs He pexxe OByx pad B rof. Takas Yactota

NMO3BONSET WHTErpupOBaTb pe3ynbTaTbl  PeLeH3UPyeMbIX
1NCCnefoBaHW — accoumaumnin - ons  BbISBNEHUS  HOBbIX
accouvaumii 1 NoATBEPXKAEHUS NPedblayLLX pesynsTaToB.
BrnonHe BeposiTHO, 4TO co BpemeHem CPMC nonpocut
ICOB nOBTOPHO PacCMOTPETb Kak paHee OTKIOHEHHbIE
BapuaHTbl, B OTHOLUEHUW KOTOPbIX MOJSlyYeHbl HOBble
Hay4Hble [JoKasaTenbCTBa, Tak W paHee OTKIOHEHHble
COCTOSIHUSI 300POBbSt, B OTHOLLEHWUM KOTOPbIX BO3MOXHOCT
NPOMUNAKTUKA UV NEYEHNss U3MEHUIU MNOTEHUMANbHYIO
BO3MOXHOCTb AencTBus. PeweHns ICOB npuHumaroTcs
O0nbLUNMHCTBOM roflocoB. O6CYy>KAeHV B rpynne NpoBOAATCS
B 3aKpbITOM pexume, YTO rapaHTMpyeT, 4YTO Hay4Hble
BOMPOCbI 06CYy>XAatoTCsA B OOBEKTUBHOW, KPUTUHECKOW U
HeobpemMeHuTenbHoM obcTaHoBke. OOHaKO pes3ynsTaThbl BCeX
obcy»KaeHUn obHapoayoTCcsa Yepes Beb-nopTarn.

OVHAMINYECKOE BOBJTEHEHNE YHACTHIKOB:
PE3VYJIBTATBI MPOCMATPUBAKOTCA HEPE3
SALLUNLLIEHHBI BEB-TTOPTAI

Be6-noptan CPMC — 2710 Beb6-calT C  HECKOSbKMMU
hyHKumsMU. OH NO3BONSET:
1) cobuvpaTb faHHble C MOMOLLBIO OHMalH-0MPOCOB,

2) coobLaTe pesynsTaTbl FEHETUHECKX BApUaHTOB,

3) obyyaTb y4aCTHMKOB 1 MEANLIMHCKMX PabOTHMKOB,

4) 6esonacHO OeNUTbCS  NWYHOW  MHDopMaLmen
O TrEeHeTUYecKMx BapuaHTax C MeOULMHCKUMM
paboTHMKaMK,

5) sanpawwveaTb AOCTYN K AaHHbIM Y Yy4eHblX 4epe3
VIHTepHerT,

6) 3anpalvBaTb FeHeTUYEeCKOEe KOHCY/BTUPOBAHME Y

y4aCTHNKOB Yepes VIHTepHET.

370 06WEeAoCTyNHbIM calT ¢ nopTanoM A8 Bxoda
YHaCTHMKOB Ha 3allMLLIEHHbIN cepBep. B salumieHHon YacTu
canTa y4aCTHUKM MOryT HacTPOWUTb CBOK YYEeTHYIO 3anuncb
CPMC ¢ naponem, U3MeHTb CBOKO KOHTaKTHYHO MHOpMaLmio
(aopec aNeKTPOHHOW MOYTbl), OBHOBUTL BapuaHTbl cornacust
(Hanpumep, cornacuTbCs Ha NpefocTaBlieHne  CBOMX
AHOHVMMN3MPOBAHHbIX JaHHbIX 015 MCCNEeA0BaHUA MEHOMHbIX
accoupaumin (GWAS)) n npocmaTprBaTb MHOPMALIMIO O CBOUX
JINYHBIX FTEHETUYECKMX BapuaHTax No Mepe ee nybnvkaumm.

Kpome Toro, Ha BebG-noptane CPMC wumeeTtcs
3Ha4YUTENbHOE KOMMHYECTBO MaTepuasioB MO reHeTUHECKOMY
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OLIeHKa, UCXOofpI) aHkeTnposaHue || nHdopmaums. Cornacne

Puc. 2. ApxutekTypa Beb-noptana CPMC nccneposaHus

0bpasoBaHNi0. ST MaTepuasibl HanMcaHbl Ans ABYX PasdHbIX
ayauTOpUiA — HecneumanMCcToB U MeaMUMHCKNX paboTHUKOB,
XOTS1 MPY XKenaHuy oo HenoBeK MOXKET MOY4UTb OOCTYM
K 6onee NpoABWHYTbIM 0O6pasoBaTeflbHbIM MaTepranam.
ObpaszoBatenibHble CTpaHWLbl BKAOYaOT MHGOpMaLMio O
0a30BOM rEeHETUKE U TakKUX BaXKHbIX Hay4HbIX COObITUSX,
Kak «[eHOMHbI MPOEKT 4YenoBeka» W NpPoekT HapMap.
Taxkke npeacTaBneHbl obpal3oBaTefibHble MaTepuabl O
HacneACTBEHHOCTW, B1UAAX OHKOMATOMOMN, MHOroakTopHOM
npvpoae CNOXHbIX 3ab0neBaHnii, 3HA4YEHNM MOHATUS «PUCK»
1 VHTEeprnpeTaumm OLEHOK purcka 3aboneBaHuii, a Takxke O
npuYnHax, NO KOTOPbIM AaHHbI BUL UCCNEA0BaHMA BO3MOXEH
TONBKO CEeroaHsi.

C kaxdblM nocelleHnem Beb-nopTana y4acTHUKM
3aHOBO BOBMEKAKOTCS B MPOLECC. YYaCTHUKM  OOSMKHbI
BbIOpaTh CaMOCTOSATENBHbI MPOCMOTP PEe3Y/LTaTOB KaXKAoro
reHeTM4eCKOro BapuaHTa, 1 3T0 rapaHTUPYeT, YTO KOHTPOSb
Haf, pesynsratamy OCTaeTCs 3a YHaCTHUKOM U YTO yHaCTHMKaM
He coobWalT O pesynsratax, KOTopble OHW He WLYT
akTBHO. Jlua, pelumBLIME O3HAKOMUTBLCS C pe3y/sTaTtami
CPMC, nepepn NpoCMOTPOM NHGOPMALIN O CBOEM JIMYHOM
reHeTUYECKOM BapuaHTe MOCMOTPSAT KOPOTKoe oby4datolliee
BUOEO, B KOTOPOM [EHETUHECKNA KOHCYNbTaHT [JaeT
npeaBapuTesNbHble PeKOMeHAaLMM No AaHHOMY KOHKPETHOMY
BapnaHTy. CPMC noouwpsieT y4acTHUKOB WCCNedoBaHnst
npurnawlaTe CBOVIX fevallyx Bpadei Ans 03HaKOMAEHUst CO
CBOVIMW pesynsTaTtamn. YHacTHVK MOMyT paspeLunTb 4OCTyn
K CBOWM pe3ynsTataM HemocpeacTBEHHO CO CBOEW YYETHOM
3anucu Ha Beb-noptane CPMC.

Kpome TOro, Ha canTe pasmelleHa akTyasbHas
MHPOPMaLIMA O BO3MOXXHOCTSAX, OOCTYMHbIX yYaCTHUKaM,
Taknx Kak 6ecnnaTHble TeHeTUYecKne KOHCynsTauuu,
obpasoBaTtesibHble POpPyMbl U AOMOMHUTENBHbIE OMPOCHI,
cBsi3aHHble ¢ mnccnegoBanvemM. CPMC MoxeT pasdmellaTb
MHOpMaLIMIO O APYrX MCCefoBaHUsX, B KOTOPbIX MOryT
y4acTBOBaTb y4aCTHWKK. Ha pucyHke 2 npefcTtaeneHa

cXema apXUTeKTypbl MH(POPMALIMOHHON CUCTEMbI O
nceneqoBaHms.
BaxHbiIM  Ons cOXpaHeHust  KOHMWUAEHLMaNbHOCTN

YHaCTHUKOB ABNSETCA TOT (PaKT, YTO BCA NNYHaA nHdopmaLms
LUINDPYETCH N XPAHUTCA OTAENBHO OT reHoT1Na U MEAVLMHCKOM
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nHbopmMaLwn. [yxdakTopHasi 6e30MacHOCTb MCMOSb3yeTcst
ONS AMHAMUYECKOro cosfaHvst BeG-CTpaHuL, Mo Mepe Toro,
KaK y4aCTHMKM MPOCMaTPUBAIOT CBOW NWYHbIE JaHHbIe.

PEAITMCTVHYHBIE PUCK: OB bACHEHNA BEJINHNHDI
MOBbILLEHNA PNCKA

CPMC cTpemutcs coobulatb O peanncTUHHbIX PUCKaX,
CBSA3aHHbIX C MEHETUYECKUMK accouvaumsaMu, B dopmare,
MOHATHOM HecneuvancTam. Bce npeacTaBneHHble pesynsraThl
OyayT WANKCTPUPOBaTb M3BECTHbIA MOMYNSLUMOHHBIA PUCK
3aboneBaHns (cneumndny4eckmin O  PacoBbIX/MONoBbIX/
BO3PACTHbIX MPYyMM, eCi N3BECTHO) N CKOPPEKTUPOBAHHbIN
PUCK, OCHOBaHHbIA Ha FEHOTWME FeHeTUYeCKOro BapuaHTa.
XOTS B HEKOTOPbIX CllydHasx OMpefeneHHbIA reHoTUM MOXKET
3HaYMTENBHO MOBLICUTL PUCK, OXMAAETCH, YTO OOMBLUMHCTBO
FEHETUYECKMX BapWaHTOB, CBS3aHHbIX CO  CJIOXHbIMM
(MHOrohakTopHbIMK)  3a60M1EBAHNSAMM,  MOBLICAT  PUCK
He3Ha4nTeNbHO. [1oka He NOSIBATCSA MPOBEPEHHbBIE aNrOPUTMbI
08 00beVHEHNST PUCKOB, CBSA3aHHbIX C 6oee Yem OfHUM
FEHETUYECKMM BapuaHTOM, KaxKapli 13 HUX OyaeT npeacTaBneH
oThaenbHo. Bo Bce 0TYeThbl O pedynbraTtax BKIIKOYEHb! CCbIKN
Ha OCHOBHYIO NUTeEpaTypy.

[nst Toro, 4To6bl YHaCTHUKN 1 MEANLMHCKNE PabOTHUKMN
MOHUMaNN PUCKK, CBA3AHHbIE C MEHETUHECKUMYN BapraHTamu,
BK/tOYeHHbIMK B pe3ynbTtaTbl CPMC, Ha Beb-noptane Obin
cosfaH obpasoBaTenbHbii pasfen «[oHMMaHve LwaHcoB». B
3TOM pasfene, HanMcaHHOM Kak AJ1s HecrneuvanncToB, Tak
1N 0NS MEeOVUMHCKINX paboTHMKOB, OMMCBIBAETCA KOHLEMLIMS,
COrNacHO KOTOPOW PUCK PasBUTUSI CIOXHbIX 3aboneBaHni
SABNSETCS AMHAMWYHBIM 1 BKIOHaeT B cebsi B3aMOoecTee
reHOB C OKpy»katollen cpenon. Kpome Toro, obcyxxaaetcs
reHeTUYECKMIN BKNa4, B PasdBUTME COXHOro 3aboneBaHuvis,
paccMaTpuBaeTCsl BEPOSITHOCTb TOrO, YTO Ha MeHEeTUHECKMIA
PUCK Pas3BUTUA COXHOro 3aboneBaHus BAUSIOT AECATKU
OTAENbHbIX FEHOB, @ He OVH Bapy1aHT, O KOTOPOM B HACTOsILLiee
BpemMsi COOOLLaT 1 paccMaTpuBatoT pPedynbTaTtbl. Takke
OOBbACHAETCH, YTO, Yy4UTblBas TEKYLLUMA YPOBEHb 3HaHWW,
CemMeliHasi ICTOpWS, BEPOSITHO, SBNSIETCSA HBOMee 3Ha4YUTENbHbIM
hakTopoM puricka BOMBLUMHCTBA CNOXHbIX 3a00NeBaHWin, Yem
OOVH FEHETUNHECKNIA BapUaHT.



OB30P JINTEPATYPbI

MOHNMAHWE PE3YJIBETATOB: TEHETHECKOE
KOHCYIBTMPOBAHNE

[EHETVNYECKOE KOHCYNBTUPOBaHWE B 3MOXY FEHOMUKU U
nepcoHanM3npoBaHHOM MeduUMHbl  NOTPebyeT HOBOro
noaxofa, OT/IMYHOrO OT TPaAMLMOHHOIO KOHCYABTMPOBaHNS
MO MOBOAY HapYLLEHWU, CBA3aHHbIX C OOHMM reHom [24]. B
komnaHuy Coriell paboTatoT AMMIOMUPOBaHHbIE FEHETUYECKME
KOHCY/bTaHTbI, 3aHuMatoLlmecs uccnepoBaHem CPMC,
KOTOPbIE MOTOBbI MPEAOCTABUTL MEHETUHECKNE KOHCYbTaLAM
y4aCTHMKaM MO SMEKTPOHHOW Mo4yTe, TenedoHy U B Xode
JINYHBIX KOHCYNbTaLMi B odprce, a Takke Ha 0bpas3oBaTesibHbIX
dopymax, oTKpbITbIX Ana ydacTHMkoB CPMC. MeguumnHcKne
PabOoTHVIKA, Yl MaLWEHTbI yHaCTBYIOT B MCCNe0BaHUM, TakKe
MOrMyT 3arnpOCUTb OOCTYM K FEeHETUHYECKUM KOHCYyNbTaHTam
CPMC pns obeyxaeHns nccnenoBaHus M nHdopMaLmm o
FEHETNYECKMX BapuaHTax.

[eHeTMHECKME KOHCYNBTaHTbl OyayT perncTpmpoBaTth BCe
BCTpeuM ¢ y4acTHukamm CPMC B 3alupLLeHHo naponemM 6age
[aHHbIX, OOCTYMHOW TONMBbKO FEHETUHECKMM KOHCY/bTaHTaMm
CPMC. Ota 6aza paHHbIX MO3BOMUT EHETUYECKUM
KOHCYynbTaHTaM UMETb NEerkuin AOCTYMN K UCTOPUM KOHTaKTOB
MeXAy HUMWU U ydacTHUKOM. OHa MO3BOMUT FEHETUHECKUM
KOHCYfITaHTaM OTCNEeXMBaTb KOMMYECTBO BPEMEHWU W TUM
MPOBOAVIMBIX KOHCY/BTaLMI, a Takxe cobupaTh CTaTUCTUKY MO
TyNam 3aboneBaHnii 1 BapriaHTam, Mo KOTOPbIM 3anpalLvBaroTcs
KOHCyNbTaLMn. 9Ta cucTeMa OTCNEXMBAHNSA Takxxe MO3BONUT
FEHETUYECKNM KOHCYMIbTaHTaM BbisBNATbL 00uime obnactu,
BbI3bIBaOLLIE HEOOYMEHWE, HA OCHOBE KOTOPbIX B OyayLLEM
MO>KHO Oy[leT MPOBOAVTL 0Opa3oBaTeslbHble 3aHATUS Kak ans
obbiBaTener, Tak 1 Ans MegUUMHCKIX PaboTHMKOB.

AHKETbBI MO MCTOPWIA BONE3HW, CEMEHOW
NCTOPUI 1 OBPA3Y YKN3HW

YHaCTHUKIN AOMKHbI 3arOHUTE OBLUMPHbBIE aHKETbI MO MCTOPUN
00Ne3HN, CEMEVHOM UCTOpUM 1 0Bpasy »N3HW B pexnme
OHMarH Mnocne COo3faHus CBOEN NMYHOW Yy4YeTHOW 3anmMcn B
CPMC. 311 aHKeTbl A0MKHbI ObiTb 3anofiHeHb! 4O MPOCMOoTPa
FEHETUYECKNX Pe3ynbTaToB. YdacTHUKam OyaeT npeniiokeHo
06HOBUTL MHOpMaLIMIoO 06 UCTopuM BONesHW, CemMenHon
MNCTOPUK 1 06pase »XN3HW Yepes rof nocse BBoAa MHdopmMaLm
1 fanee Kaxkaple ABeHadLaTb MecsueB. STV daHHble OyoyT
1CMONb30BaThCA B ABYX Liensx: 1) B codeTaHun ¢ AaHHbIMU O
reHoTVNe ANs pacyeTa NepcoHaM3nNpPOBaHHOIO prcka, Koraa
3TO BO3MOXKHO, U 2) B COYETAHUM C JaHHbIMK O reHOTUMNE B
ncecnenoBannsax GWAS ans BbISBNEHWS OOMOMHUTENBHbIX
FEHETUYECKNX BapuaHTOB, CMOCOOCTBYIOLLMX Pas3BUTUIO
CNOXHbIX 3aboneBaHwn W/unnu metabonnama nexkapcTs
(019 Tex y4aCTHMKOB, KOTOpblE paspeLuviv MCnob30BaTh
CBOW aHOHVMMMW3MPOBaHHblE [aHHble [N accoumaTyBHbIX
1cecneqoBaHni).

Komnanust Coriell npnaHaeT BaxHOCTb AaHHbIXx CPMC B
ncenenoBaHnsx GWAS 1 cospana mMexaHnam (depes opmy
cornacust y4acTHVKa), MO3BONSIOLLMI yHaCTHMKaM COOBLLINTL
O CBOEM >XeflaH1V NPefoCTaBUTb CBOW aHOHVMU3MPOBaHHbIE
[aHHble wuccnegoBaTensM (Kak HEeKOMMEepPYecKuM, Tak
N KOMMEPYECKMM opraHusauusam). Takum  obpasom,
AHOHMMK3MPOBaHHble AaHHble CPMC 6yayT OOCTYMHbI BCEM
KBaNMULIMPOBaHHbIM 1CCnefoBaTensaM Yepe3 Beb-noprtan
NCBI dbGaP. Mogenb 3akntodaeTcst B NpoBeaeHU onpocoB
Yepes BeO-nopTar, YTo NO3BOMSET MPOBOANTL NEPEKPECTHYIO
MPOBEPKY AaHHbIX MO Pa3HbIM aHKeTaM. [1pof0NbHbIN XapakTep
3TOro MpPOeKTa, MOCTOosAHHas nybnukaums pesynsTaToB
FEHETNHECKIMX BapMaHTOB 1 MPockba O eXXerofHOM OOHOBEHNM

NHbopMaLm 06 0NpPOce NO3BOSAT CoBpaThb AaHHbIe, KOTOPbIE
TPAOULIIOHHO TPYAHO MOSYYMTb, TaKMe, KaK PEXIM NATaHNs 1
PUBNHECKMX Harpy30K C TEYeHMeM BPEMEHW 1 BO3AENCTBIE
OKPY>KatoLLIel cpefbl Mo Mepe NX BO3HVKHOBEHNSI.

NPOOONBHBIN CBEOP JAHHbBIX: SNEKTPOHHbIE
MEONUNHCKNE KAPTDI

YyacTHVKM MOryT BbibpaTb NpPefoCTaBleHNe MOCNEAHNUX
MEOVLUMHCKMX KapT OT CBOEro MocTaBLyMka MNepBUYHOM
MEAMLIMHCKON MOMOLLM B NMeYaTHOM BUAE WM B 3IEKTPOHHOM
dopmMe, ecnm OHM HaxoOsaTCsl B CUCTEME 3EKTPOHHbIX
MeanUMHCKnX kapT (EMR) 6onbHNLbI-napTHepa. O6HOBNEHHbIE
MEeAVLVHCKME KapTbl OyaQyT 3anpalumMBaTbCst eXEerofHo Ans
obecneyveHnss NpofonbHoro cbopa AaHHbIX. 3T Habopbl
[aHHbIX ByoyT OTCnexvBaTbCs Ha NPeaMET U3MEHeHWU B
rnokasarensx 310pOBbsl, CBS3aHHbIX C 3aboneBaHVaMU, AN
kotopbix CPMC npegocTtasmn MHMOpMaUMio O FeHETUHECKIX
BapuaHTax. MeouumHckne kKapTbl OydyT CpaBHMBATLCHA C
camooTHeTaM1 NaUmeHToB 06 NCTopuK 60Ne3HN.

CoTtpyaHukn CPMC paclumdpytoT YacTb UHOopMaLmm
13 MEOMLIMHCKON KapTbl B MEPCOHaSIbHO KOHTPOMPYEMYHO
MEAMLIMHCKYIO KapTy [As KaXkOoro ydacTHuka. Bce cuctembl
MHbopMaLmoHHbIX TexHonorun Coriell ByoyT obecrnednBath
COOTBETCTBME YCTAHOBMEHHbIM CTaHAapTaM OrnepauyioOHHON
COBMeCTUMOCTU (HL7) n onpeaeneHnsaM MeaUmMHCKNX AaHHbIX,
Takmm kak SNOMED un LOINC.

KOH®UNOEHLUMATIBHOCTD 1 BESOMNACHOCTb
YYACTHNKOB

KomnaHust Coriell umeeT psin, MONoXeHU 0ns NoaaepaHns
LIeNIOCTHOCTH, KOHMUAEHUMAIBHOCTU 1 6e30MacHOCTM CBOVIX
OaHHbIX 1 MHOopMaLUVoHHbIX cucTeM. B Coriell penctsytoT
NoMMTVIKM 6830MaCHOCTU, FrapaHTUPYHOLLIME 3aLLUTY BCEX AaHHbIX
OT HeCaHKLIMOHMPOBAHHOMO AOCTyNa, a TakKe NMoaaepK1BaroTCA
KOHTPOJIbHbIE  >KypHasbl,  MNpouedypbl  PE3epPBHOro
KOMMPOBaHUSt 1 MPOBEPKM OLIMOOK [ANns  obecneveHns
TOYHOCTW W  3awuTbl  daHHbix CPMC. BesonacHocTb
[aHHbIX — 3TO cbanaHCUpOBaHHOE COYeTaHWe AerCTBUN
PYKOBOACTBa M MepcoHana, ornepauyoHHON OesTeNbHOCTU
N Mep TEeXHONOrM4eckoro KoHTpons. VIHdpacTpykTypa
MHpopMaLMOHHBIX  TexHonorun  CPMC  BkntodaeT  Tpu
BbICOKOVHTEMPMPOBaHHBIX TEXHOMOMMHECKMX YPOBHS:

1) Beb-nopTan,

2) cuctema ynpaeneHus nabopatopHon MHdopmMaLmen
015 ynpaBfeHnst  pacxofHbIMM  MaTepuanamu,
PeHOTMMNYECKMI JaHHBIMU 1 MPOLIECCaMMU,

3) 3awuuleHHas  annapaTtHaa  MHpacTpykTypa,
cofeprkallasi cepBepbl BEO-MPUIOXKEHNIA, CepBepbl
a3 [OaHHbIX, CEeTb MaCCVBOB XPaHEHWUs OaHHbIX
N ycTponcTBa ceTeBol 6He3zonacHocTu. JIMYHO
vaeHTudnympyrowas  Hdopmauma  wmndpyeTca u
XPaHUTCH B OTAENbHOW 6a3e [aHHbIX OT reHoTvna u
MEOVUMHCKNX [AaHHbIX. YYaCTHUKN Takke [AOSHKHbI
OyayT BOMTU Ha 3aLUMLLEHHBI BEG-NopTas, UCMomb3ys
NOeHTUgUKaTOp WTPUX-KOdA, UMsi Mofb30oBaTens U
HaOeXXHbll Naporb.

LIOCTYMHOCTb JAHHBIX CPMC A9 ICCNEAOBATENEN
BO BCEM MUPE

KomaHpa CPMC obcyomna ¢ HaumoHanbHbIM WHCTUTYTOM
VCCNeNoBaHVs reHoMa YesioBeka CTpaTtervio pasMeLleHns
AHOHUMM3NPOBAaHHbBIX JaHHbIX yd4acTHMKoB CPMC, koTopblie
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peLnan NoAenUTbLCA CBOUMWU [AaHHBIMU C YYeHbIMU AN
npoBedeHnss nccnemoBaHu 4Yeped Beb-noptan dbGaP.
WHcTutyT Coriell cTpemutcst obecnevnTb LWMPOKUIA AOCTYN
K 3TOMY LIEHHOMY Habopy [AaHHbIX. VIHCTUTYT yXxe [OaBHO
pasMellaeT faHHble Ha nopTtane dbGaP ans ncnons3oBaHNs
KBaMMUUMPOBAHHbIMX  YY4eHbIMW 1 y4acTBOBajl B
BO3BPALLEHUN TEHOTUMNYECKMX [OaHHbIX, MOMyYeHHbIX 13
obpasyos PpamuvHremMckoro unccnefoBaHVs cepaua, K3
XpaHnnw, HaumoHanbHbIX MHCTUTYTOB  HEBPOSIOMMYECKMX
3ab0neBaHuin 1 MHCYNbTa, a Takke HaumoHanbHoro NHCTUTyTa
0BLWMX MeguLUMHCKMX Hayk B Coriell.

NCCNEOOBAHVA MCXOOOB

MNocnenyroume nccnenoBaHns aencTeuin yd4actHukos CPMC
1N MEOVLIMHCKMX pabOoTHUKOB, a TakKe pesynstaTbl 340p0oBbs
YHaCTHUKOB ABNSKOTCS OCHOBOW 3TOr0 Hay4HO 06OCHOBaHHOMO
ncenefoBaHus. TujatenbHas oueHka WUCTopun 60nesHu,
CeMelHoM 1cTopumn 1 obpasa »U3HW Ha UCXOLHOM YPOBHE
npoBOAMTCH 00 06HAPOAOBaHNS PE3YNETATOB MNEePCOHAbHBIX
reHeTU4Yeckmx BapuaHToB. Kpome TOro, y4acTHUKW CMOryT
NPUHSATL y4acTue B MPOBEPKE MCXOOHOMO YPOBHST 3HAHWUI O
reHeTVKe.

[Mpy COOTBETCTBYIOLLEM MacLITabVpOBaHUM  daHHbIE,
cobpaHHble B CPMC, 6yoyT 1cnonb3oBaHbl A1 OLEHKM
TOro, YBENMYMBAKOTCA I pacxofdbl Ha 34paBoOXpaHeHVe B
pesynbrate BHEOPEHWSI TEeHOMHOW MeduUMHbl, UCMOoNb3ys
OOBEKTMBHbIE KPUTEPUM, TaKMe Kak KOMMYECTBO MOCELLEHWI
Bpayen, HasHa4eHHbIX aHannM3oB, OaHHble, CBA3aHHble C
rocnuTannsaumen, 1 peulenTsl Ha Nekapctsa. [lokazaTenn
Bpa4ebHOM NMPaKTUKKM, OCHOBAHHbIE Ha Onpocax yoexkaeHi
BpaYen 1 pekoMeHOyeMol NpakTuky, OyayT cobanaHcMpoBaHb!
nyTem un3dy4eHnst BbIOOpa, CAENaHHOro y4YacTHUKamu Mnpuv
PasNMYHbIX BapraHTax MeguUMHCKOro obcnyxmeanms. Coriell
OyneT paboTaTb C NapTHepamm 13 BONbHNL, Ha, PaspaboTKow
TaKMx rokazarefnier 1 C TakuMn opraHm3aumsmuy, kak LieHTp
OLIEHKWN TEeXHOMorum, 4Ytobbl obecnevnTb MOHUTOPUHE
COOTBETCTBYIOLLIMX 3NEMEHTOB KIMHNYECKMX AaHHbIX.
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SAKITKOHEHNE

CPMC — 210 HoBasi Moaesb TPaHCMALIMOHHON MeOLIMHbI, Kak
Hay4HO 0OOCHOBaHHOE UCCNeAoBaHne, NPU3BaHHOE OMNPENeTb,
KaKne a1eMeHTbI MepPCOHasTbHbIX TEHETUYECKNX AaHHbIX UMEOT
LIEHHOCTb /151 MPUHSTAS KIMHUYECKUX PELLIEHUIA 1 Pe3yrisTaToB
MeauLMHCKoro obcnyxmBaHnst. OcobeHHOCTSMN Beb-nopTana,
copepXallero MeauLMHCKNE KapTbl U MeHOMHble [aHHble,
ABNAOTCS BbICOKAA [OVHAMWYHOCTb 3a CHYET MOCTOAHHOIO
OOHOBNEHNSA 6asbl AaHHbIX U BO3SMOXXHOCTb MOCTOAHHOIO
MOBbILLEHVST YPOBHSI 00pas3oBaHVs B 00NacTu  reHeTVKn/
FEHOMVIKW BCEX YHaCTHUKOB CYCTEMbI. [on 3TOM A9 YHaCTHNKOB
CPMC pocTtyn Ha Beb-nopTtan 6ecnnaTtHbli, paBHO Kak 1 camo
yy{acTe B WCCNemoBaHuW, a [ns Yy4aCTHUKOB, PELUMBLLIMX
00HapoaoBaTb CBOW  AaHHble, WX aHOHUMM3UPOBAaHHbIE
FeHOTUMUYECKIE U DEHOTUMMHECKIE PesyrsTaTbl ByayT AOCTYMHbI
KBAMULMPOBaHHBIM YHeHbIM 1 AabHENLLIero aHanmnaa. TecHoe
MapTHEPCTBO C MYyHULIMMaNbHbIMM GOMBHALIAMI, & HE TOMbKO C
KPYMHbIMA KITMHAYECKUMA LIEHTPaMM MPU3BaHO CTUMYSIMPOBATb
y{acTvie Bpadei B NepCoHamManpoBaHHON MeauLVHe.

MonobHOro poaa NPorpamMmMbl MOMOTYT 3a50XKUTb OCHOBbI
HOBOIO TVNa 3APaBOOXPAHEHS!, KOTOPbIE MO3BOJSIST:

— OCYWeCTBUTbL  BHeOpeHue  HOBOW  MOAenn
TPAHCALUMOHHON MeaVLIHbI,
— co3fath  «MOACUCTEMY»  Yy4aCTHUKOB, KoTopas

0OBbEANHUT UCCNeoBaHNst, OKasaHue MeAULIMHCKON
MOMOLLIM 1 MHdOPMaLMIO O 300POBbE NOTPebUTENEN;
— paspywuTtb  TPaAWLMOHHbIE  U30NMPOBaHHbIE
CTPYKTYPbl, KOTOpbIE SBNSOTCA HapbepaMun Ha nyTu K
ObICTPbIM OTKPBITVAM W MOSYHEHNIO 3HAHWI;
—  YCKOPWTb 1 MOBBICUTb MPOAYKTVBHOCTb MCCNEa0BaHuin
1 YNYHLWNTD KIMHUYECKKE pedynbTaTbl.

MosiBneHve nogobHoro poaa Nporpamm B PO ¢ XOpoLUnm
drHaHCcpoBaHneM MNo3BOAMAO Obl  AOBOABHO  ObICTPO
BHEOPWTb MPUHLMMbI NEePCOHaNM3MPOBaHHOW MeanumHbl B
peaibHyt0 KIIMHUYECKYHO MPaKTUKy W, B MEPBYIO ovepedb, B
OHKOJMOrWto, rae aTa NoTPEeBbHOCTb 3HAYUTENBHO BbILLE, YEM B
Opyrx obnacTsax MeauuyHbI.
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