HajigeHbl HOBbIE acCOUMAaNNH PeIKUX reHeTHYeCKNX BApHAHTOB ¢ (DeHOTUIaMu

AHan3 moutH 395 ThICAY SK30MOB JI0/I€ell €BPONENCKOro NpoOuCX0KAeHus N3 KoJulekuun buooanka Beiqnkoopuranun
MO3BOJIHJI 0OHAPYKATh HOBBIE ACCONMAIMH PeJKNX reHeTHYeCKUX BADHAHTOB ¢ (DEHOTHIIAMH, B TOM YHCJIE C
HACJeCTBEHHBIMHA 3a00JIeBaHHSIMU. Pe3yJbTaThl BUIOKEHBI B 00IIE/10 CTYIHYIO 623y JaHHBIX.

OuepeiHOE MacIITAOHOE TEHOMHOE UCCIIeJOBAaHUE TIPOBe/IeHO Ha Oa3e JaHHbIX Brobanka Benmkoopuranuu (UK Biobank), ero
3a/1a4eid ObLI IIOUCK acCOLMAIMI PeIKUX TeHETHUECKIX BAPUAHTOB C (DEHOTHIIAMHU, B TOM YKCIIE C HACJEACTBEHHBIMHU 3a00JICBAaHUSIMHU.
Il71s1 ee pelieHust yUeHbIe UCTIONb30BaIM KoJuieKiuio 3k30MoB UK Biobank, pe3ynbTaThl 3TOH paboTh! 0myOarKkoBaHbl B kypHaie Cell
Genomics.

XoTs myTeM ucclie1oBaHuid TeHOMHBIX accouranuii (GWAS) cnelMamcTsl yxe HalluIA ThICSIYM T€eHETUYECKUX BaPUAHTOB, CBSI3AHHBIX
¢ (peHOTUIIaMU, B TOM YKCJIE 3HAUUMBIMU C TOUKHU 3PEHUS] MEULIMHBL, KK MPAaBWJIO, OHM BKJIIOUYAIOT YaCThle BAPUAHTHI, & PeJKUe
OKa3bIBAOTCS 32 60pTOM. UTOOB! OHM TaKKe OBLIM OXBAUCHBI, I1€71eCO00PA3HO COCPEIOTOUNTHLCS HA aHAIM3e SK30MOB, UTO U CIEJIalu
aBTOPBI HCCIIeJOBAHUS.

U3 454 697 sx30moB, cekBennpoBaHHbix B UK Biobank Exome Sequencing Consortium, oto6paiu 450 953 xopoiiiero kauecTsa, u3
HUX 394 841 5K30MOB JIO/IEH €BPONIEUCKOTO MPOUCXOXKICHHUS.

Cpenu 23,9 MITH reHETHYECKUX BAPUAHTOB, ONPEAEIeHHbBIX B 9TUX 9K30Max, aBTOPHI BRICIVIIN PAMEPHO 8,1 MJIH BapHaHTOB,
satparuBaoimx 19 400 reHoB, A1 MOMCKA UX accouparui ¢ 4529 ¢enorunueckumu npusHakamu. Kaxapiit heHoTH ObLT
npezacTaBieH kKak MuHIMYM y 200 naauBuaoB B koywiekimu UK Biobank.

Ha xaxp1il MHTEpeCYIOLIMiIl TeHETUKOB (DEHOTHUI MPUXOIUIIOCH B CpeiHEM 18 reHeTUYeCKMX BaApUaHTOB, OTHOCSIIUXCS K YETHIPEM
KaTeropusiMm: MyTaluu, Beaylye K norepe pyHkuuu rea (pLoF); MucceHc-MyTalium, CHHOHUMUYHBIE MYTAllMK, a TaKXkKe UX
komOuHanmu. Hapsiy ¢ yxe U3BeCTHBIMU T€HOMHBIMH acCOITUALIUSIMU C YPOBHEM XOJIECTepPHHA, IVIOTHOCTBIO KOCTHOU TKaHH,
XapaKTEPUCTUKAM SPUTPOIIUTOB U JIp., aBTOPHI, HATPUMED, OMMCAIM PaHee He U3BECTHYIO accormanuio norepu pyHkiuu resa SCRIB ¢
Jerpajaanyen Oeoro BemecTsa Mo3ra Ha MPT.

VueHble 0TMEUaloT, YTo, XOTS MHIUBU/YaJIbHbIE aCCOIMAIINY TeHETUYECKUX BAPUAHTOB ¢ (heHOTHIIaMuU OoJiee 3HAaUMMBI, cBbiie 2200
accolMAIMH yaI0Ch BBISIBUThH TOJIBKO C IPYIIION BAPUAHTOB, HA YPOBHE MHIMBU/IYAIbHBIX ACCOLMAIIMI B TOM WIIK MHOM T'eHE OHU
MOTJIM OBITh [TPOIYIIEHBI. A TaKXe TO, YTO JOBOJIBHO PEJIKUE MYTALMH, Be/lylllke K noTepe (PyHKIMK IeHa, UTPAI0T CBEPXBAKHYIO POJIb
B TPYIIIOBBIX aCCOIMAIIUSX, 10 CPABHEHUIO ¢ 00JIee YACTHIMU MUCCEHC-MYTALMAMU U CHHOHUMUYHBIMUA BApUAHTAMH, KOTOpbIE Oojiee
CBSI3aHBI C MHANBUIYAIbHBIMU ACCOIUAIIUSMHE.

[MonyyeHHble JaHHBIE BBUIOKEHHI B 00Ie10cTynHYI0 6a3y B rpunoxeHnn Genebass (GENe-Biobank Association Summary Statistics).
ABTOpBI IOAYEPKHBAIOT, YTO OHU MOTYT OBITh ITPUMEHEHBI TOJIBKO K JIIOASM EBPOIEHCKOTr0 POUCXOKICHHS, TAKUM 00pa3oM, 3TO
JIMIIb OJIUH CPE3 FEHOMHOIo pa3sHooOpasus. Paciumpenue 3Toi 6a3bl Ha JIIOfeH pa3IMYHOTO IIPOUCXOXKIEHUS IOBBICUT €€
MpeJICKa3aTesbHYI0 MOLIHOCTb.


https://www.cell.com/cell-genomics/fulltext/S2666-979X(22)00110-0
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