BbICOKHI pPHCK «00J1€3HI BHKHHTOB» €BPOIEHIIbl YHACJIEI0BAJIH OT HeaHAepTaJbIieB

JBa U3 Tpex reHeTHYECKNX BAPHAHTOB, HMEIOIHX HanboJiee CHILHYIO ACCONUAINIO ¢ KOHTPAKTypoii /[lonmonTpeHa
(HapymeHueM pa3ruéaHusi NAJbIEB PYKH), HOSBIJINCHL B TeHOME COBPEMEHHOT0 YeJI0BeKA OT METHCAIHH C
HeaH/IepTaJbllaMi. JTO MOBBICHJIO YACTOTY JIAHHOTO 320 0JI€eBaHNsI Y €BPOINEIIeB 0 CPABHEHHIO C JII0/IbMHU
a)pUKAHCKOTO MPOUCXOMKIEHHUS.

Onyo6ankoBaHo Ha PCR.news

MesxayHapoqHast TPyIIa YYeHbIX OOHAPYKUJIA CBSI3b MEXK]Ty MaTOJIOTUeH, KOTOPYIO MHOTIA HA3bIBAIOT «O0JIC3HPIO BUKUHTOB», U
TeHETUYECKUM HacJiequeM HeaHlepTaiblieB. Pe3ynbTaThl paboThl OyOIMKOBaHs B skypHasie Molecular Biology and Evolution.

ITpu KoHTpakType [diomonTpeHa (Kak o(pULUaNIbHO Ha3bIBAaeTCs 3Ta 00JIe3Hb) HECKOJIBKO MAJIbLIEB PYKH IOCTOSIHHO HAXOAATCS B
COTHYTOM I10 OTHOIIEHHIO K JIAJOHU COCTOSIHUM, UX HEBO3MOKHO BBIPSIMUTB. Yallle BCEro naTojiorus 3arparusaeT Oe3bIMsHHBIA 1
cpeanuii nanpipl. [IpnurHa B GUOpPO3HOM — NepepokIeHUH COSAMHUTENbHOM TKaHu. Kak mokaszasum 6JM3HeoBbIe HCClleJOBaHN,
nposeneHHble B [Januu, 6o1e3Hb Ha 80% onpezeinsieTcsi TeHeTHYeCKH, (haKTOphl PUCKa ee MPOSIBICHUS] — BO3PacT, NoTpediieHne
ankorods, tnaber. Hanbonee gacro oHa Bcrpevaercs y xuteneid CeBepHoit EBporisl. Tax, O JaHHBIM OJHOTO UCCIICIOBAHUS, B
Hopserun ot Hee crpanaer okosno 30% Hacenenus crapiie 60 jer. IMeHHO oaTOMY OHA MOJTy4r/Ia Ha3BaHUe «OO0JIe3HN BUKUHTOB». B
TO K€ BpeMsl y Jojel apprKaHCKOTo MPOUCXOKICHHS 00JIe3Hb BCTPEYAETCsl OUEHb PEAKO.

I'eneTnky o pyKoBOJCTBOM HoOeneBckoro aypeara Ceanre [Taa6o (MHcTUTyT 3BOMOIMOHHO# aHTporosorun Odmectsa Makca
ITnanka) u Xeioro 3edepra (KapoJMHCKUA MHCTUTYT) UCTIONIL30BAJIM IaHHbIE TPEX FeHOMHBIX 0a3: bruodanka Bemmkoopuranuu (UK
Biobank), ¢puncko# 6a3bi nanHbix FinnGen R7 1 6a3bl npoekta Michigan Genomics Initiative. Bcero oHu npoanani3upoBai reHOMbl
7871 genoBeka, cTpagamiero KOHTpakTypoil HiomouTpena, u 645 880 reHOMOB 300POBBIX JIIOIEH.

B xopie uccnenoBanust reHoMHbIX accorpatiii (GWAS) ydeHnble Halu 61 JIOKyc, reHeTHYecKue BApHUaHThl B KOTOPBIX ObLIN
JOCTOBEPHO aCCOIMHPOBAHBI C KOHTPAKTypo# domonTtpeHa.

[Mpesx/e Bcero ncenenoBaTeNy MOATBEPAMIIH, YTO JIIOAU a(PPUKAHCKOTO MPOMCXOXKICHHS UMEIOT FOpa3/io MEHBIINI TeHETHYECKUI PUCK
3a00JIeBaHMsI, YEM JII0JU €BPONIEHCKOro MporcxoxaeHus. Kak n3BecTHo, eBporedipl M appuKaHIbl paguKaIbHO OTINYAIOTCS 10
BEJINUMHE F€HETHUECKOTO Hacjeansl HeaHaepTaibleB. [1oaToMy ydyeHble cesany cielyIomuii 1ar: IpoaHaIu3upoBain 61 okyc
TeHOMHBIX acCOLMaINi ¢ 00JIe3HBIO, CPABHUB UX C (hparMEHTaMH I'eHOMa, 3aMMCTBOBAHHBIMU OT HeaH/iepTaiblieB. 11 cpaBHEHUS
UCTIOJIb30BAJI TEeHOMHBIE M10CJIeJOBATEIbHOCTY HeaHIepTaiiblLieB U3 JleHHCcoBOIl Memepsl, XopBaTcKoi nemepsl Bunansa u Yarsipckoit
Melepsl.

ABTOpBI HAIIIM TPU JIOKYCA C HEAHAEPTAIbCKUMU IAIUIOTUIIAMY, IPUYEM /IBA U3 HUX, Ha 7-i U 8-i1 XpoMocoMax, 3aHUMaJI BTOPOE U
TPEThEe MECTO IO CUJIE ACCOLMAIMU ¢ KOHTpakTypol diomourpeHa. Tpetuit BapuanT Ha 17-i XpoMocoMe MposiBIIsiI Oosiee cladyio
acconmanmio ¢ 0ose3HbI0. VccneoBarenu Takke MpoBel CpaBHEHHUE C TEHOMOM JEHMCOBLA, HO 3aMMCTBOBAHHBIX I'AIUIOTUIIOB CPEAH
BBISIBJICHHBIX JIOKYCOB HE OOHAPYKUIIH.

Tpu HeaH[IEPTAILCKUX TAIJIOTUIA, KOTOPhIE BCTPEYAIOTCS Y JOEH eBPOMENHCKOro MPOUCXOXKAEHHSI, IOCTOBEPHO MOBHIIIAIT PUCK
KOHTpakTyphl {iormontpena. ViceieioBaTeiu MojACYMTANM, YTO BKJIA/l HEAHAEPTAJIbCKUX AIUIOTUIIOB B HACIIEAYyEeMOCTh OOJIe3HI
coctaBisier 8,4%. DTo MPUMEpHO B UETHIPE pa3a BHIIIE, YeM CPEeTHSs BEIMIMHA HEaHIEPTAIBLCKOTO BKJIA/Ia B TCHOM COBPEMEHHBIX
Jofiert Hea(hpHKAHCKOTO MPOUCXOXKICHUS (OKOJIO 2%) U B ABAJIIATh Pa3 BHIIIIE, YeM OKHJaeMast BeIMYMHA HEaHIePTAILCKOTO BKIaIa
B HacseayeMocTh 0oses3nu (0,4%), NCXO/Is U3 YaCTOTHI OTIC/IBHBIX HEAHAEPTAILCKUX IAIIOTUIIOB B MOMYJIAIHUSIX.

AHanu3 nokasaj, YTo 3aMMCTBOBAHHBIE OT HEaHAEPTA/IbIIEB /TN PUCKA HAXOJATCS HE B 9K30HAX, a B UHTpoHax. BapuaHT camoro
CHJIBHOTO PUCKA U3MEHseT cIUtaiicuHr rena EPDRI B Tpex TKaHsX, UMEIOLIMX OTHOLIEHHE K 3a00IeBaHMIO: MBIIIIIAX, )KUPOBOKH TKaHU U
(pubpobdacTax. DTOT BApUAHT CIUIAMICHHTA IPUBOAUT K yKopauuBaHuio Oenka EPDR1, KOTOpBIii, MPenoIoKUTeIbHO, BOBJICUSH B
COKpaTUTeNbHYI0 (PyHKIMIO Muopuopodactos. ITo coceAcTBY ¢ HeaHAEPTAIBCKUM TaIUIOTUIIOM Ha 7-H XpOMOCOME HaxoJATCs 1Ba
JIOKyCa, TaKXKe acCOIMMPOBAHHBIE C KOHTPAKTypoil [JjomonTpeHa 1 CHIDKalomwe Kcrpeccrio reHa EPDR].

Takum 06pa30M, Y4Y€HbIC ITOKA3aJIM, YTO METHUCALUA C HEAHACPTAJIbIIaMU OKa3aJia OOJIBIIIOE BIMSHKAE Ha YacCTOTy BCTPEIAEMOCTU
«00JIe3HN BUKUHIOB» B EBpor[e. HpI/I 9TOM OHH IMOAYEPKUBAIOT, YTO MMOJYUCHHBIC UMW JaHHBbIC HE O3HAYAIOT TOI'0, YTO BUKWHI'H
ABJIAIOTCA TEHETUYCCKUMU HACJICAHUKAMU HEAHIEPTAJIbIIEB. «JT10 Cﬂy‘{aﬁ TOr'0, KaK CKpEHIMBAHNE HAIIUX IMPEAKOB C
HEaHACPpTaJIblIaMU MMOBJIUAJIO HA 3a00JIeBAEMOCTb COBPEMEHHBIX Hmﬂeﬁ, — ckazay Xbloro 3C6CPT. — OILHaKO IIpyu 9TOM MbI HE
JOJUKHBI IPEYBEJIMYNBATL CBA3b MEKAY HECAHACPTAIbIIAMUA U BUKUHTaMW» .
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