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[TpoeKkT "1000 reHOMOB" NpuHec nepBbie NA0AbI

MexayHapoaHbli npoekT "1000 reHoMOoB", y4aCTHUKM KOTOPOro HaMepeHbl COCTaBUTL NepBbIM B UCTOPUM "KaTanor"
Bapuauuit reHoma, Bbi3bIBaOLLKX, B YACTHOCTH, pasnuyHbie 6onesHu, onybukoBan nepebie pesynbTaThl CBOeH
paboTbl.

YyeHble pacwmopoBanu reHombl 179 yenosek, B yucne KoTopbix xutenun Hurepuun, Anoruun, Kutaa n CLUA, a Takke
pesynbTaThl aHanusa 6onee 8 ThicAY OTAENbHBIX YYacTKOB reHoB. PesynbTaTthl UCCrieoBaHUs U ero MeToabl
onuncaHbl B ABYX CTaTbsX, OMyOIMKOBaHHbIX B CamblX MPECTWXHBLIX Hay4YHbIX XypHanax - Nature n Science. Camu
reHeTUYecKve AaHHbIe, KaK U BCce Apyrue, KoTopble NOSyYniiv U Nosyyat y4acTHUKM NpoekTa, ByAyT BbIIOXKEHbI B
WHTEpPHeTe W AOCTYMHbl AN CreumanucToB 1 nyGnuku.

MpoekT "1000 reHomoB" (The 1000 Genomes Project) 611 3anyuwieH B 2008 roay. B Hem pabotaeT MHOXeCTBO
uccrneaoBaTenbCKUX opraHusaumii, B yactHoctu, us CLUA, BenukobpuTtanuu, Januu, Fepmanuun, @uHnaHanu, Kutas,
FOxHow Kopew, ®paHuumm n LLBeiyapun. Poccuiickne MHCTUTYThI B NpoeKTe He yyacTBytoT. OcHoBHadA uenb 1000
reHoMoB" - 06HapPYX1Tb U onucaTtb Bonee 95% reHeTUYECKUX BapuaLmit, KOTopble BCTPEYatoTCH Y Ntofew C 4acToTown
6onblie 1%.

JnA aToro oHu nnaHupytoT Kk 2012 roay cekBeHWpoBaTh reHoMbl 6onee 2,5 ThicAYM YenoBeK, NpMHaAnexallmx K naTv
60mbLIMM MONyNALMOHHLIM rpynnam. 3To amOuuKnosHan 3aaayva, yunTeiBas, YTo BrepBble FeHOM YerioBeKa Oblin
npoYMTaH MeHee AeCATHU NeT Hasad, a COBCEM HeAABHO KOIMYECTBO pacLUM@POBaHHbIX NMOSHbIX FEHOMOB COCTaBIIAMO
NWLWLb AECATKM.

UTorom nepeoi, NnnoTHoW dasbl paboTbl NpoekTa ctanu 179 reHoMoB, NMPOUYUTAHHBLIX C OTHOCUTESNBHO HU3KOW
HaAEXHOCTbLIO - OT ABYX A0 LLECTHU NPOXOA0B (MOBTOPHbLIX YTEHUIH FEHETUUYECKOW NocneaoBaTenbHOCTH). B 310 umcno
BOLLSIM FEHOMBbI XXUTENen aMmepuKkaHckoro wrata KoTa, kutanues - xutenen NexkrHa, ANoHUEB, XMBYLLUX B TOKMO,
UNEHOB HUTEePUICKOro nnemMeHu opyoa.

Kpome Toro, ¢ BbICOKOW HaAeXHOCTbLIO (42 npoxoda) Obinu NpoYnTaHbl FeHOMbI YSIEHOB ABYX CEeMeN, Kaxkaan 13
KOTOPbIX COCTOANA U3 ABYX poauTtenei u aouyepu. OZHa ceMbA NpuHaanexana K nnemexu mopy6a, a BTopad Obina us
wrara HTa.

Bo BpemsA nepBoii daskl Bbinn Takke paclumdpoBaHbl 8,14 ThiICAUM reHETUUECKUX hParMeHTOB (3K30HOB), B3ATHLIX Y
697 uenosek u3 Esponbl, AnoHun, CLUA, Kutaa, KeHnu n Hurepuu.

"KonunuyecTtso nHdpopmalmm, nosly4eHHon Ha 3Toi, nepeon dase nNpoeKkTa, npumeyartensHo. MeHee yem 3a Asa roaa
Mbl MAEHTUdULMpoBanu 15 MUITMOHOB OAHOHYKITEOTUAHBIX 3aMeH (single nucleotide polymorphisms - SNPs), 1
MWIIIMOH BbiNaZeHWi unu BctaBok yyacTkoB JHK u 20 ThicAy 6onee 3HauMTENbHBIX PACXOXAEHWH yUaCcTKOB
reHomoB", - cooBbLmn conpeaceaatens npoekta Puyapa dypbuH (Richard Durbin) us 6putaHckoro MHcTUtyTa
CaHrepa.

"Bonbliana yacTb 3TUX BapUaHTOB - OKOJI0 8 MUJTTTMOHOB - He ObINK U3BECTHbI paHee. OT0 camblit 60sbLUONM KaTasnor
reHeTU4eCKnxX AaHHbIX, U OH HaxoAUTCA B OTKPbITOM A0CTyne, uTOObI MOMOYb YBENNUYUTb 3P PEKTUBHOCTL

reHeTU4eCKnx nccneaoBaHun, - OTMETHUN OH.

CucTeMaTUUYecKuii KaTanor reHeTUYECKUX U3MEHEHUI AACT YYEHbIM OCHOBY A7A U3YUYEHWUA CBA3U MeXAy reHaMu
MOBbILLEHHbIM PUCKOM TEX UINK UHbIX 3a60reBaHWi Y KOHKPETHOrO YEN0BEKa, U B KOHEYHOM CUETE MOXKET HauyaTb
HOBYIO 3pY B FEHETUKE U MeAULMHE.

Bce reHeTuyeckune BapuaHThl, 0OHaPYXXEHHbIE BO BPeMA NUMOTHOW ¢asbl, Tenepb MoryT ObiTb NPOBEpPeHbl Ha CBA3b C
TEeM WK UHbIM 3a6011eBaHWEM UM OCOBEHHOCTHLIO YerioBeKa (HanprUMep, CO CKITOHHOCTBIO K OXXMPEHUIO UMK C
MOBbILLEHHbIM PUCKOM HapKOMaH!K).
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