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[To nanabsim BO3 nHCY/IBT siBiisieTcst TpeTheil IPUYInHOM CMepTHOCTH Jiiojeil B Mupe Ha 2021
TOJT ¥ BXOJIUT B JIECATKY HEBPOJIOTMYECKUX 3a00/IeBaHUll, BEIYIIIUX K ITOTEPE TPYIOCIIOCOOHOCTH.
Haubosbimuil 1mo:Ku3HeHHbI PUCK PA3BUTUS UHCY/IbTA TOCe 25 JieT HAOJII0IaeTCs y YKEeHINH
Bocrounoit Esponsr 1 Bocrounoit Asun [3]. Bemyres uccmenoBanus u ciucTeMaTn3alius JaHHBIX
0 BKJIJIe TeHEeTHYECKUX (DAKTOPOB B pas3BuUTHE 3a00JI€BaAHUS.

I'er GP1BA xomupyer ayibda-cyObeInHAIy TPOMOOIMTAPHOTO TJIMKONpoTenHa Ib Ha 1mo-
BEPXHOCTH MeMOpaH TPOMOOIIUTOB, KOTOPBINl BaKeH JIJIsi IEPBOHAYAJILHON aJIre3un TPOMOOIIH-
TOB TIOCJIE TIOBPEXKJIEHUS COCY/IOB K cyOsuoresmio. SNP, B wactHoctu rs6065, MOIyT BHOCUTH
BKJIJ[ B pa3BuTHe 3aboJsieBaHuii KpoBeHOCHOi cucrembl [2]. I'en COL4 A1 xomupyer asnbda-
1 cybbeaunnily Kostarena 6asanbabix MemOpan (IV tum). Hapymenus: B crpykType 6ekoBoit
MOJIEKYJIBI, B YACTHOCTHU IIpH 15605143, MOTYT OBITH IPUYNHON U3MEHEHUs apTePUAIHLHOMN KeCT-
KOCTH W MOBBIIIeHNsT pucka Kpoousnusuuii [1]. Ileanb nccsieoBanns 3aKI0UAETCS B U3y YeHUH
accormanuu rs6065 GP1BA u rs605143 COLJ Al ¢ puckoM pa3BUTHs WHCYJIbTA Y YKEHIINH.

Matrepuajom uccienoBanus nociayzkuim oopasibl JIHK, Bbigesennble n3 KpoBu 3/10pOBLIX
JKeHIMH (28 00pasioB) W KeHIWH, mepeHectnx uHCYIbT (70 obpasios). 3yuenue rs6065
GP 1 BA ocymectiieno metogom AC-IIP. Uccnenosarume rs605143 COL4 A1 ocymiecTBieHO
MeTOJIOM aHajm3a moauMopdusMa JUinH pecTpukinonHbix dpparmentos (ITIP®) ¢ ucnosibzo-
BaHUEM SHJIOHYKJIea3bl pectpukiiuu Dra I.

Hns rs6065 GP1BA npeobnanatomum B obenx rpyimnax okazajics renorun CC, gactora
renoruna CT s KOHTPOJIbHOMN 1 uccseyemoit rpynm cocrasuia 20.0 % un 18.6 % coorser-
crBerro. [Ipoanammsuposamu qacrory muaopHoro astesst (MAF): mag kKoHTposbHO rpyTiiis!
nokasaresb coctaBui 0.18, s uccsreyemoit — 0.12. Ilo ganabivm mpoekta 1000Genomes MAF
g rs6065 cocraBaser Bo BceM Mupe (.13, g esponetickoit oy — 0.09. g rs605143
rena COLj A1 gacrora renotunia GG Jijist XKEHIWH, TIEPEHECITNX WHCYJIbT, B 2.3 pa3a MeHbIIIE,
YeM JIJIs 3JI0POBBIX JKEHIIIH, & 9acToTa BCTpedaeMocTu renotuna AA B 2 pa3a MeHbIEe B KOH-
TposbHoil rpymie. [lokaszarenrs MAF cocrasui 0.39 B KOHTpOJIE, /IS UCCIIEyeMON TPYIIIBI —
0.54. Tlo mamaeim mpoekTa 1000Genomes MAF s rs605143 cocrapnsier Bo Bcem mupe (.39,
Juta eBporeiickoit onysanuu — 0.37. B xoje mpoBeieHHOTO ucc/ie/loBaHus He ObLIO BBISBJIEHO
BHAYUMBIX PA3IUdHil B 9acTOTaX T€HOTUIOB U ajuteneil s rs6065 rena GP1BA u rs605143
rera COL/4 A1. Tlonyuennbie pe3yabTaThl CBUAETEIbCTBYIOT O TOM, UTO UCCJIEyeMbIe TeHEeTH-
JecKre MapKepbl He aCCOIMUPOBAHDBI C M3MEHEHUEM PUCKA Pa3BUTHUS WHCY/IbLTA Y KEHIINH.
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