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3a/ay4a BbIABNEHNA F€HETUYECKUX MapKepoB, KOTOPble 3HaYMMO acCOLMMPOBAHbI C HEKOTOPbIM deHO-
TUNOM, ABNAETCA OAHOW M3 OCHOBHbIX B COBPEMEHHOW reHeTuke. AHanu3 6a3 AaHHbIX NOoKasblBaeT, 4To K 2018
rogy 6bi10 nposeseHo yxe okono 3000 GWAS (genome-wide association study) uccnegosanuii. Kak npasuno,
Hay4Hble rpynnbl Npu nposeaeHnn GWAS nccnefoBaHUIn OTTAZIKMBAOTCA OT KOHKPETHOro peHoTuna: cobupa-
10T BbIBOPKY 60/bHBIX (“cases”) u 3a0poBbIx (“controls”), ocyLecTBAAIOT reHOTUMMPOBAHWE UIN CEKBEHMPOBA-
HWe, CTaTUCTUYECKM aHaNU3UPYIOT NOIyYeHHble AaHHble. B JanbHelilem, faHHasA BbIODOPKa MOXeT yyacTBoBaTb
B MeTa-aHanus3ax, 0AHaKo, UCMONb30BaHWE 3TUX AAHHbIX ANA NpoBefeHus HoBbix GWAS uccnepoBaHuii 3a-
TPYAHWUTENbHO, NOCKO/IbKY 06pasLibl B KOMIZIEKLMU OMUCAHbI B KOHTEKCTE TOJIbKO OAHOTO KOHKPETHOro peHoTU-
na (3abonesaHus). C TOYKM 3pEHWUA NOBTOPHOTO UCMONb30BAHNA FEHETUYECKUX AaHHbIX 6olee NepcnekTUBHbLIM
BbIrnaguT npoekt UK 100 000 Genomes [1], B KOTOpOM pe3y/ibTaTaM MOJHOTEHOMHOTO CEKBEHUPOBAHUSA CO-
NOCTaBNAIOTCA INEKTPOHHbIE MeAMLMHCKME KapTbl. 3TO No3BO/AET reHepupoBaTb obydatowme BbIGOPKU AnA
LUIMPOKOTO CreKTPa OTHOCUTE/IBHO YacTbIX MY/bTU(AKTOPHbIX 3aboneBaHuii. OfHaKo, BO3MOXKHO, elwé bonee
MHTEPECHbIM UCTOYHMKOM AQHHbBIX ANA aCCOLMATUBHbIX UCCE[0BaHUI ABNAIOTCA KNMEHTBI direct-to-consumer
(D2C) komnaHwuii. Ha Tekywwmin MOMeHT, yxke 6onee 10 MUNNMOHOB NtOAEN UMEIOT PE3yNbTaTbl MMKPOYMNOBOTO
reHoTunuposaHua [3]. JlonosHeHne reHeTMYeCcKMX AaHHbIX OTBETAMM Ha OMPOCHWKM co3paeT becnpeueneHT-
HbI MaccuB AaHHbIx Ana GWAS uccnefosaHuit. OAHUM M3 NpUMepoB NAaTGopM, arpernpylolmx reHeTuye-
cKkne u beHoTUNMYeckne aaHHble kameHToB D2C komnaHuii sisnseTca OpenSNP [2]. KonnuectBo nosb3osate-
nei nnatdpopmbl, CAMOCTOATENBHO NPEAOCTaBUBLUMX AOCTYN K CBOMM AaHHbIM, npesbiwaeT 6 000 noaei, Ko-
TOpble B COBOKYMHOCTM OTBETUAMN Ha 6onee 50 000 aHKETHbIX BONPOCOB. Mbl UCMONB30BaNN 3TU AaHHblE ANA
obyyeHna 1 TeCTUPOBAHUA MOAENN MO NpefcKasaHuIo LuBeTa a3 U Boaoc. MonyyeHHble pesy/bTaTbl OKasa-
JICb COMNOCTaBUMbI MO TOYHOCTU UCCNEL0BaHWUAM, B KOTOPbIX cobupanack cobcTBeHHas Koanekuus obpasuos
ONA U3yYeHUn yKasaHHbIX Bbiwe deHoTunos (AUC > 0.9). Kpome Toro, 6biv npoaHannmsmposaHbl aHKkeTbl 3 000
KMEHTOB MeAMKO-TreHeTnyeckoro LeHTpa Genotek ¢ nocnepytowmm nposeseHnem GWAS nccneposanuid. Mo-
no6Hble “proof of concept” paboTbl AEMOHCTPUPYIOT NEPCNEKTUBHOCTb MCMONb30BAHMA aHKETHbIX U FreHeTuYe-
CKMX AaHHbIX, HAXOAALLMXCA B OTKPLITOM JOCTyne.

KntoueBble cnoBa: oTKpbITble AaHHble, reHeTu4Yeckune Tectbl, GWAS.
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