ATJIac TeHOMHBIX acCONHAINUH ¢ 3a00JeBaHNSIMA U YYBCTBHTEJIbHOCTHIO K
JekapcTBam B Boctounoit A3um u EBpomne

N3y4yeHnbl acconuanuy reHOTHIOB ¢ (peHoTHNaMH HA 6a3e Buooanka Anonnu (179 Teicad renomoB). /1151 3Toro
npoBeaeH Meta aHaan3 220 GWAS uccjie1oBanuii Ha NPU3HAKHU, CBSI3aHHbIE ¢ 3200J1eBaHUAMHI U YyBCTBUTEJIbHOCTHIO K
JekapcTBaM. Pe3yjbTaThl CpaBHHJIM ¢ JAHHBIMH JJI1 OPUTAHCKOTO U (PpMHCKOTr0 6M00aHKOB (Bcero 628 ThicA4 re HOMOB).
B xoae pa6oTsl HaiigeHo 60Jee 5000 HOBBIX JIOKYCOB, ACCOIMUPOBAHHBIX ¢ M€ IUIMHCKIMH NPH3HAKAMEI, MHOTHE M3 HHX
crenupuaHbI 1Jist nonyJasuui Bocrounoii A3un. /st MHOrHX 00Jie3Hell 00HAPYKEeHbI CKPHIThIE FreHeTHY€eCKIe
KOMIIOHEHTHI.

SInoHckue y4eHsle IPoBeIu MaclITaOHOe UCCIeJOBaHUE A BbIABIEHUs Oojlee IOJIHOM FeHOMHOI OCHOBBI 3200JI1€BaHUN B
HOMYJISILMAX Pa3HbIX PETMOHOB MUpa. OHU U3YYMIIM COOTHOIIEHUE T'€HOTHUIIOB U (DEHOTHIIOB, paccMaTpuBasi (heHOTUIIBI, UMEIOIIIEe
3HauyeHue AJ1s1 MeauuuHbl. CTaThs ¢ pe3yJIbTaTaMu 9TOH paboThl onyoinrkoBana B xkypHane Nature genetics.

Agtopsl ipoBenu Metaananu3 220 GWAS wuccienoBanuii Ha 6a3e buobanka Anonun (BBJ) (n=179 000) 1o HECKOJIbKUM KIMHHUYECKU
BakHbIM rpu3HakaM. Cpequ HUX ObUTH KOHEUHbIe KIMHUYECKre Touku 159 3a60eBaHuii (COBOKYIHOCTh KIMHMYECKUX MOKa3aTesen),
38 GroXxUMHUYECKMX OMOMAPKEPOB U YyBCTBUTENILHOCTD K JeHcTBHIO 23 nekapctB. Ha ciemyoiiiem 3rtare CpaBHUIN JaHHbIE,
nosy4eHHsie 1o bruobdanky Jnonuu, ¢ JaHHeIMU 110 BputaHckomy 6uobanky u ¢punckomy 6rodanky FinnGen u nipoBenn kpoce-
TOIYJISIIIMOHHBINA aHam3 (001ee Yruciio 00pasoB 628 TeicS). 3aqaua COCTOsIa B TOM, YTOOBI BBISIBUTH JIAHAIIA(DT TeHETUIECKUX
KOPPEJIAIHiA, B TOM YHCJIe TJICHOTPOITHBIX, B PA3HBIX MOITYJIAIHSIX.

B pesyabTaTe NpoBeAEHHOro UCCIeA0BaHUs yueHsle onucaay 5343 HOBBIX JIOKYCOB, aCCOLIMMPOBAHHBIX C U3yYE€HHBIMU (DEHOTUIIAMU.

B nonynsnusx Bocrounoit A3uu HallIeHO MHOXECTBO paHee HEM3BECTHBIX TeHETUUECKUX Koppensaimii. Hanpumep, BapuaHnT
rs140780894 B rene cemeiicTBa riaBHOro Komiuiekca rucrocopmectumoctd (MHC), yuacTByomumii B natoreHese TyoepkyJiesa,
KOTOPBIN HE BCTPEYAETCs B EBPONENCKUX MOIMYJIAIMAX, B TO e BpeMs B SIMoHMY NpeacTaBiieH ¢ BHICOKON yacToTol. Hekotopsie
crietuuyHbie 17151 BocTtounoil A3uu accolMUpoBaHHbIE ¢ 3a00ieBaHUsIMU JIOKYChL: 18715 B rene CPSI (xonenuTuas), rs2976397 B
reHe PSCA (si3BeHHast 00JIe3Hb U paK xeiynka), 1s28362459 B rene FUTS3 (oJmmbl B MOYEBOM My3bipe), rs56043070, BbI3bIBAIOIIMIA
notepio pyakumm resa GCSAML (xpanuBHUNa). B momyssammsax Boctowynoit A3nm 00Hapy X mioch 215 réHOMHBIX acCOLMAIN C
YYBCTBUTEJILHOCTHIO K JIEKAPCTBAM, KOTOPbIE JAJIEKO HE BCEra COBIMA/IAIOT C JAHHBIMU 10 APYTHMM OHOOAHKAM.

ABTOpHI ITPOBEJN KPOCC-TIOIYJISIMOHHBIN MeTaaHaIn3 Mo TpeM 6nodankam. Maenrtudunmposam 1730 acconparmii ¢ 601e3HIMH,
12 066 — ¢ brmomapkepamu M 1018 — ¢ 4yBCTBUTEILHOCTBIO K JiekapcTBaM. 1o TpeM stum kareropusm 571, 4471 u 301 okycoB Obun
HOBBIMH, paHee He OMUCAHHBIMU. TeM camMbIM, KCCIIeI0BaTeN 3HAYUTEIBHO PACIIMPUINA T€eHOMHYIO KapTy CI0KHBIX TPU3HAKOB.

BoJBIIMHCTBO MPU3HAKOB, MMEIOIIMX OTHOIIEHHE K 3a00JIeBaHUSIM, TTOJIMTEHHBI 110 PUPOJIE, TO €CTh ONPEICIIAIOTC He OJHUM, a
MHOKECTBOM I'eHOB. B TO e BpeMs OBCeMECTHO paclpoc TpaHeHa IUIEHOTPONHOCTb, KOTla OAWH FeHeTHYECKUIl BapuaHT
obecrieyrBaeT HECKOJIBKO MIPU3HAKOB. B uncie 3aga4 paboTs! ObLIO MCceloBaHue JNaHAmadTa INIEHOTPOITHOCTH B HOIMYJISLIMSX
BocTtouHol A3MK IO CPABHEHMIO C €BPOIIEHCKAMHU.

Haubornee mefoTponHBIMH B MONYJISANUAX BoCcTOYHOI A31MH OKa3aJIMCh JIOKYCH B CEMEHCTBE I'eHOB TJIABHOTO KOMILIEKCa
ructocoBmectumoctt (MHC), Hanipumep BapuaHT 152523559 onpenensier 24 npusHaka; BapuaHTt 151260326 B rene GCKR
omnpenesier 20 npuzHakoB. IJs cpaBHEHHs1, y eBpOIIeiIeB HanboJee IeHOTPOITHBI BapuaHT 159265949 B cemeiicte renos MHC
omnpenenseT 46 Npu3HaKoB, 3a HUM cTouT 157310615 B nokyce ATXN2/SH2B3, onpepensiomuii 38 npu3HakoB; rs1260326 B jokyce
GCKR u rs2519093 B 5okyce ABO ompenensior 1o 28 mpu3HaKoB. B BOCTOYHOA3MATCKUX W eBPOMEHCKUX MOIMYJISAIMIX eCTh U 00IIre
ruieoTporHbie Jokychl, Hanpumep MHC u ALDH?2; ucciepoBaTeny HalluIM B HUX TIPU3HAKY TOJIOKHUTEbHOro otoopa. M3 atoro onn
3aKJIIOYMIIH, YTO €CJIM B Pa3HbIX HOIMYJISANUSX UMEIOTCs OONIME TUISHOTPOITHBIE JIOKYCHI, BEPOSTHO OHH MOAAEPKUBATICH HEJABHIM
orbopom. [ Haubosee rieiiorponHoro peruona reHos cemericrBa MHC mcciieioBaTesy oCTpOMIM KapTy IUIEHOTPOITHBIX
BapUAHTOB.

Jlpyroe cpefoToune IIeHOTPOITHBIX 3(P(hEeKTOB HAXOAUTCS B JIOKYCe, OTBEYAIOIIEM 3a rpyIbl KpoBH cucteMbl ABO. ABTOpH IpoBesH
(benotumyeckoe uccienoBanue acconuanuii PheWAS Ha 6ase simoHckoro u 6putanckoro 6uodankoB. PazHoodpasue (peHOTHIIOB,
BKJIIOYAIOIIEe pacpocTpaHeHHbIe O0JIE3HH, TaKKe Kak MH(MAPKT MHOKapAa, 1 OMOMapKepsl, TaKKe Kak OCOOEHHOCTH KJIETOK KPOBH U
JIMIIAZIOB, OBUTH ACCOLMMPOBAHBI C TPYIIIIAMU KPOBH 10 000MM OMoOaHKaM. B yacTHOCTH, BbISIBJIEH HOBBILICHHBIA PUCK paKa jeJTyaKa
TIPY IPyTIIie KPOBU A U TOBHIIICHHBIH PUCK SI3BbI JKelly/iKa 1pu rpymie kposu O B SAnoHckom 6nodaHke.

CoueraHue MOJMIeHHOCTH U IUIEHOTPOIHOCTH 00YC/IaBIMBAET OUEHD CIIOKHYIO CETh FEHOTUITMYECKU-(PEHOTUITMYECKUX KOPPEJISLIHIL.
[prMeHEeHHBI aBTOpAMH MOIXOJ1 TO3BOJIKI UM [EPECMOTPETh CYIIECTBYIOIIYIO KIACCU(UKAIINIO OOJIE3HEH C y4eTOM TeHOMHON
OCHOBBI Pa3JIMYHBIX MMATOJIOTHIA. B 11e10M cyIecTByomas knaccudukanus 60Jie3Hel reHeTHYeCKH MoATBepamIach. Ho s MHOrMX


https://www.nature.com/articles/s41588-021-00931-x

3200JIeBaHMIA UCCIISIOBATEM HAIIUTM CKPBIThIE TEHETHUYECKUE OCHOBbI, KOTOPBIE OOBSCHSIIOT MOATUIIBL 3THX 3a00JI€BaHU, HATIPUMED
AJJIePrUYECKUX.
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CrnoxHasi CBsI3b MEXy 3a00sieBaHUsIMY (clieBa) U Ornomapkepamu (cnpasa). M3 crateu Sakaue et al., 2021.

Kak uror, ucciejoBaHie 3HAYUTEIBHO PACIIMPSIET ATJIAC TEHOMHBIX aCCOLMALNI, TIOATBEPKIAST HCTOPUYECKH CIIOKHBILYIOCS
KJaccupuKaruio 3a001eBaHUI U CIIOCOOCTBYET OTKPHITHIO OMOTIOrMYECKON MPUPOIbI CIIOKHBIX 3a00JeBaHuil. PaboTa OTKpbIBaeT
IIMPOKUI IMyTh IS IEPEOCMBICIICHHS OOJIe3Hel YeloBeKa Ha OCHOBE TeHeTHKH. OHa Takike MO3BOJISIET UCIIONb30BaTh MH(POPMAIIUIO O
reHax, aCCOLIMMPOBAHHBIX C 3200JICBAHUSIMU B COYETAHUH C UH(DOPMALIUEH O TeHaX, ACCOLMUPOBAHHBIX C YYBCTBUTEIBHOCTHIO K
JIeKapcTBaM, JUIsl HOBBIX (papMaKOreHeTHIECKIX MOZieIel pa3paboTKHU JIEKapCTB.

ITosydeHHBIE pe3ysIbTaThl OTKPHITO MpeCTaBleHbl Ha caiite PheWeb.jp

mexcm Haodescovl Mapxunoi


http://xn--c1acc6aafa1c.xn--p1ai/wp-content/uploads/new-1320.jpg
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