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Iu3odppeHuss — HanboJiee pacIpoOCTPaHEHHOE TsXKeI0e MCUXMUYecKoe 3a00JieBaHKe, MPUBOISILIEEe K CEPbe3HOMY
CHIDXEHUIO BBICIIUX (hYHKIIMIA, TITABHBIM 00pa30M K M3MEHEHWMIO KOTHUTUBHBIX GYHKIIUIA U BOCIIPUSITUIO PEaTbHO-
ctu. B ero matoreHese y4acTBYIOT Kak reHeTudeckue (GakTopbl, TaK M (DAaKTOPBI OKPYXKAIOMIei Cpebl, OMHAKO eT0
reHeThyeckasi OCHOBa BCe ellle HyXaeTcsl B usyueHuu. Lleb uccienoBanust — BbISIBJIEHUE TEHETUYECKUX MapKEPOB
napaHouIHOM mu3odpeHun y Tatap u3 Peciyonuku batikoprocraH. [To1HOreHOMHOE reHOTUTIMPOBaHUE 00pa310B
IHK 65110 npoBenero Ha 6uouniie PsychChip, skmovasimM 610000 0qHOHYKICOTHIHBIX ITOJIUMOP(HBIX Bapr-
anToB (OHII). UccnenoBaHHas BbIOOpKaA cocTosuia U3 357 OONbHBIX MapaHOUIHOM 1Kn3o¢peHueii u 383 310poBbIX
WHIVBUIOB TaTapCKOM 3THMUECKOW TTPUHAIIEXKHOCTU. B pe3ysbTaTe IpoBeIeHHOTO UCCIIeIOBaHNS BIIEPBLIE yCTa-
HosjieHa acconmatiuss OHTI rs12376586 rena MAMDC2, pacnionoxeHHoro B o61actui 9q21.13, ¢ pa3zBuTreM nmapaHo-
UIHOM K30 peHun y TaTap, NpoxuBawux B Pecryonnke baiikoprocraH.

Knroueguie carosa: TeHeTHKa, IMM30(DPEHNS, TIOJTHOTEHOMHBIN aHAIU3 acCOLUMAIi, STHUYeCKas! MPUHALICKHOCTD,
aTHocneuduyeckue Mapkepsl, Pecydnrka baiikoproctaH, MexXnyHapOAHbI KOHCOPLUYM I10 MICUXUATPUIECKOM

reHetnke PGC.
DOI: 10.31857/S0016675824010093

In3odpeHuss — TSLKEI0e W XPOHUIECKOE IICH-
XMYECKOE PACCTPOMCTBO, PACIPOCTPAaHEHHOCTH B
Te4eHUe XW3HU COCTaBligeT okKojo 1%. 3aboie-
BaHME XapaKTepu3yeTcsl HaqudyueMm Opena, rauiio-
LUHALWMA, OTCYTCTBUEM MOTHBALIMM, aJlOTHUEH, U
KOTHUTUBHBIMUM HapylieHusiMu [1]. bausHeuoBbie
HUCCIeI0BaHUS TTOKa3aiu, 4YTO KO3(M@UUMEHT Ha-
CJIeayeMOCTH 1U30(MPEHUsT COCTABISIET MPUMEPHO
79—-81% [1].

[lonHOreHOMHBIE aCCOLMATUBHBIC MCCIIEIOBA-
Hust (GWAS) npuBenn K 3HAUUTEIbHBIM yCIIEXaM B
BBISIBJICHUM TTOJIMMOP(MHEIX JIOKYCOB PMCKa M aHa-
JIN3a TeHETUYECKOM apXUTEKTYphI 30 peHuu [1].
Tak, Hampumep KoHcopuuymM mo Icmxuarpude-
ckoii reHetuke PGC u apyrue mcciieqoBaTeIbCKIe
TPYIIIHI 3a TIOCIeAHEee NEeCITUIICTHE TIPOBENIN KPYII-
HoMacmTabHele GWAS-uccienoBaHusi M MIAECH-
TUPULMPOBATIA MHOXECTBO OTHOHYKJICOTHUIHBIX
nosmMopdHbIx BapuantoB (OHII), acconumnpoBaH-
HbIX ¢ mm3odpeHueit [2—5]. Kpome Toro, M. Lam
C COaBT. IPOBEIM METaaHaJU3 C ydacTheM 56418

00abHBIX HIM30¢peHueid n 78818 300pOBBIX UHAN-
BUIOB, OOBEOAVMHUB pe3yJbTaTbl MCCACAOBAaHUI Ha
eBpPOMEHCKIX M BOCTOYHOA3UATCKUX MOIYJISIINSIX 1
BBISIBUIN 176 TeHeTMYECKUX MapKepOB PUCKA IIM-
30¢peHun [4].

C LIe1b10 BBISIBJACHUS 3THOCIIEIU(MDUUECKUX TeHe-
TUYECKUX (aKTOPOB PUCKA Pa3BUTHS MapaHOUIHOM
IU30(PPEHNM HaMU MPOBEAEH MOJIHOTCHOMHBbII
aHaqM3 accoluuauuu y tatap u3 Pecriyonuku bari-
KoptocTtaH. OO0BeKT uccienoBaHus — 357 mauu-
eHToB (184 MyxuwHbI, 173 XEHIIUHBI) TaTapCKOM
STHUYECKON TPUHAMIEXKHOCTA C AMArHo30M Iia-
panouaHas mu3odpenus (ITI) F20.xx — cornac-
HO C MeXIyHapoJHOU Kiaccudukauuu Oosie3Heit
necsaroro mnepecmorpa (MKbB-10), Haxomgiuxcs
Ha JedyeHMM B PecnyOGiaMKaHCKONH KIMHUYECKOI
rncuxuaTpudeckoii 6onpHuile Ne 1 MuHHCTEpCTBa
3npaBooxpaHeHust PecnyOonauku — bamkoprocTaH.
CpenHuii Bo3pacT 0OJbHBIX cocTaBui 24.9 + 8.9
net. CpeaHuit Bo3pacT Havajla 3a00eBaHUs COCTa-
Bua 22.4 = 7.3 ner. MHdopMauuio Mo 3THUYECKOI
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Puc. 1. I'padpuueckoe nzobpaxkeHue pe3yabTaToOB MOJTHOreHOMHOro aHaiau3a accouuanuu 395832 OHII ¢ mapaHouaHoM
mu3oppenueit y rarap (Manhattanplot). Ha ocu X ykazana xpomocomHas Jokanuzanuss OHII, Ha ocu Y — 3HaYeHUS OTpU-
LIATEJIbHOTO IECSATUYHOTO JioraprudMa ypoBHsI 3HAUMMOCTH p-value.

MIPUHAIJIEKHOCTH A0 TPEThErO MOKOJICHUS IOJIyda-
i IIyTeM orpoca. KoHTpoibHAs rpylina cocTosuia
n3 383 3MOpOBBIX WHAWBHUIOB TOM XK€ BO3PACTHOI
IPYMIIBI, HE COCTOSIBIIMX Ha ydeTe y IICHXHATpa U
HapKoJIoTa M OTPHULABIINX Yy CEOSI OTATOLICHHYIO
HaCJICACTBEHHOCTh IO IICMXMYECKUM 3a00JIeBaHU-
siM. CpeaHuii BO3pacT 3M0POBEIX JOHOPOB COCTABIII
32.4 £ 12.4 rona.

[lonHOreHOMHOE TE€HOTUIHMpPOBaHMUE OOpPa3LIOB
HHK 6nu10 mpoBeaeHo Ha 6uouwntte IlluminaHuman
610-QuadPsychChip, BxmiouaBmee 610000 OHII.
GWAS-ananm3 [JaHHBIX NOJIMMOP(HBIX Bapu-
AHTOB BHINIOJIHEH C IIOMOIIBIO ITaKeTa IIPOTpaMM
PLINK 2.0 [6]. TTogpoGHOe omucaHue MOJHOTe-
HOMHOTO acCOLIMAaTMBHOTO aHa/lIM3a ObLIO OITyOJIr-
KoBaHO paHee [7]. g CHMXXEHUS OIIMOKM Tep-
BOro pomaa Oblia npumMeHeHa norpaBka FDR-BH
(FalseDiscoveryRateBengamini- Hochberg) Ha duc-
JIO MHOXKE€CTBEHHBIX CpaBHEeHU [8].

IToHOTEHOMHBIM aHaaU3 acCoLMalMii, BbI-
MOJIHEHHBIN Y MHOIWBUAOB TaTapCKOW 3THWUYECKOM
OPUHAIJIEXHOCTHU, BBISIBUJI Hauboiee BhIpaxkeHHbIE
paznuuus Mexay 0onabHbiMU TTII ¥ KOHTpOJILHOM
IPYMNMIoi Mo IMOJMMOP(MHBIM JOKyCaM, JIOKAIU30-
BaHHBIM B 001acTn 9921.12 (puc. 1). Camas Beicokas
accouyanyg [T nabmonaerca ¢ OHIT rs12376586
(p = 1.89E—07) (Tab6xa. 1).

ITo nanHbM mpoekTa “1000 reHOMOB”, yacToTa
BCTpeYaeMOCTH ajutenis rs12376586*G B mOmysiia-
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gaX Mupa BapeupyeT oT 6.8% B kurtaiickux (CHB),
9% B adppukanckux (AFR) u no 55% B nmomynsuu-
six eBporteiickoro npoucxoxnenust (CEU), (https://
www.ensembl.org/Homo_sapiens/Variation/Popula
tion?db=core;v=rs12376586;vdb=variation).

bmxaitiiyM reHoM, pacrosoXXeHHBIM Ha pac-
CTOSIHUM 0KO0J10 10 T. . H OT JAHHOTO MOJUMOP(PHO-
TOo JIoKyca, aBisetcss reH MAMDC2. XpoMOCOMHBIit
pervoH 9g21.12, B KOTOpoM pacriojiaraetcst JaHHbIA
TeH, aCCOLIMUPOBAH C PEIKUM BPOXIECHHBIM 3a00-
JIeBaHUEM, MPOSIBISIIOIIMMCS XapaKTepHbIMM YepTa-
MM JIMLAa U YMCTBEHHOM OTCTaJOCThIO — CUHAPOMOM
Kabyku y smmonnes [9]. I'en MAMDCZ2 xomupyet
o6e1ok MAM, conepxamuit momeH 2 (mephrin, AS
antigen, proteintyrosinephosphatasemu). M3BecTHO,
YTO JaHHBIA OEJI0OK y4yacTByeT B OOMeHe INIMKO3aMU-
HornmukaHoB. 'en MAMDC2 coctont n3 14 3K30HOB,
oxBatbiBast okoyio 183 T. 1. H. reHomHoi#1 JIHK, B Ha-
cToslIee BpeMsl B JaHHOM IeHe UACHTU(MULIMPOBAHO
1182 OHII. HapyieHue odMeHa TJIMKO3aMUHOIIM-
KaHOB MPMBOIUT K Pa3BUTUIO LIEJOTO KJjacca 3a00-
JIeBaHUII — MyKomnoJjucaxapuao3dbsl. K HacTosieMy
BpPEMEHU U3BECTHO MO KpaitHeit Mepe 11 HapylieHuit
o0MeHa MyKOIOJIMCcaxXapuaoB ¢ pa3IMYHbIM MEPBUY-
HBIM OMOXUMMYECKUM AedeKToM, T. €. AepUuumuToM
pa3HbIX (hepMeHTOB. Bes rpymmna oobeauHeHa IOBbI-
LIIEHHBIM HAKOIJIEHWEM B KJIETKaX KHCJIBIX MYKOIIO-
JIMCaxapyuI0B U MOBBILIEHHON KCKpPELME 3TUX Be-
LLIECTB ¢ MOYOI. BOMBIIMHCTBO 13 3TUX 3a00J1eBaHUI
XapaKTepu3yeTcs U3BMEHEHUSIMU CKeJleTa U BHYTPEH-
HUX OPraHoB, BbIpaxk€HHbIMU TPU pa3HbIX opmax
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Taommma 1. OTHOHYKJICOTUHIHBIC IMOJUMOpP(GHBIE BapUaHTHI, JIOKAJIM30BaHHBIE B objacT 9q21.12 M accolMUpOBaHHBIC
¢ TTapaHOWIHOM IMM30(peHnel y TaTap

Yacrora Yacrora
I'en No rs OHII Annens 1 ggﬁif{ilé: fgﬁggnlﬁ, Amtenb 2 p Pi OR
% %

— rs12376586 | g.72648582A>G G 0.359 0.496 A 1.89E-07 | 0.005 0.569
— rs11141100 | g.72591525A>G G 0.350 0.469 A 6.72E-06 | 0.158 | 0.6178

— rs4446788 8.72637119C>A c 0.519 0.424 A 0.000238 | 0.909 1.482

— 151565691 2.72609532T>C T 0.461 0.368 c 3.75E-04 | 0.925 1.459

- 157032845 2.72562231G>A A 0.379 0.465 G 1.18E-03 | 0.925 0.711
MAMDC?2 | 154744982 | g.72749590G>A G 0.221 0.157 A 1.56E-03 | 0.925 1.545
MAMDC?2 | 1510780851 | g.72766144C>T c 0.254 0.189 T 2.21E-03 | 0.925 1.489

— rs10868358 | g.72611680G>T G 0.251 0.187 T 2.79E-03 | 0.932 1.47

— rs10511975 | .72530831T>G G 0.296 0.372 T 291E-03 | 0.932 | 0.722

— rs11141106 | g.72593325T>G G 0.311 0.243 T 3.75E-03 | 0.932 1.404
MAMDC?2 | 151927103 | g.72722865G>A G 0.430 0.359 A 6.14E-03 | 0.932 1.336
MAMDC?2 | 1s10511980 | g.72738339A>G A 0.406 0.338 G 7.17E-03 | 0.932 1.338
MAMDC?2 | 14744977 | g.72728822G>A G 0.364 0.302 A 0.011 0.932 1.331
MDC2 | rs10511981 | g.72739478C>T C 0.0854 0.0548 T 0.024 0.954 1.592

Taommma 2. PacnipeneficHuMe 4acTOT TEeHOTUIIOB W ajutesiell moiuMopdHoro BapuaHTa rs12376586 B BbIOOpKax OOJbHBIX
MapaHOMIHOM MU30(hPeHNEN U B KOHTPOJIBHBIX TPYIIIaxX y TaTap

e n Bon:::pa @ | KOH:EJZCI (%) ? P OR (C155%)
rs12376586
G/G 47 193_ iy |94 220‘?3514_392.'127 8.2E—05 0.999 0.47 (0.31—0.70)
o | e |sne | e 2nn] e | e |
A/A 148 “316'26_Jj62_'7661 97 gfgg_iz;g; 3.2E—-06 0.451 2.09 (1.51-2.89)
G 236 | DBEL | 0 | et =ML 1soE-07 0.05 0.57 (0.46-0.7)
4 458 gg: ;fi%? 386 ig:;g:—;;:g; 1.89E—07 0.05 1.76 (1.43-2.17)
rs11141100
G/G s | BOEEL | s | BRI s3E-04 0.999 0.49 (0.32-0.74)
ZI U v ey I v B -
A/A 152 | PR | WA liE-0e 0.999 1.82 (1.32-2.49)
G 250 gi(s)}ié:gz 359 4436_'2897_1;01.;?7 6.72E—06 0.632 0.61 (0.49—0.75)
y a64 | ORI | a7 | SIS 606 0.632 1.64 (1.33-2.02)
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B Pa3IMYHOM CTCIICHU, COIIPOBOXIACTCS T'PYOBIMU
HapyIIeHUSIMA HEPBHOI CUCTEMBbI, IIPUBOISIINMU K
TsDKeoMy ciraboymuro [10].

Ha skcrmepuMeHTaIbHBIX MOIEIAIX KMBOTHBIX
¢ 00s1e3HbIO AblireiiMepa ObLIO YCTAaHOBJEHO, YTO
reH MAMDC?2, BBICOKO 3KCIIPECCUPYEMBI B MHU-
KPOIJIMU, TOJOXKUTEIbHO PETYJIUPYET BPOKAESHHbBIN
MIPOTUBOBUPYCHBIII OTBET HAa HEHMPOTPOITHYIO BHU-
pycHyto uHdpekuio [11]. Kpome Toro, cekBeHUpo-
BaHMe€ 5K30Ma BbISIBUIIO MyTalluu de novo B 32 reHax,
BKiogast MAMDC2, accounpoBaHHBIE C YMCTBEH-
Ho# oTcTanocTblo [12]. YueHble u3 Typuum uaeH-
TUPULIKUPOBAIM aCCOLIMALIUI0 XPOMOCOMHOIO Perv-
oHa 9¢q21.12—21.31 ¢ nmedeKToM HEPBHOU TPYOKH,
a IMEHHO ¢ MeHUHIromuenouesne [13].

B uccnenyeMoit Hamu BbIOOpPKE OOJbHBIX Y KOHT-
POJISI TATAPCKOI STHUUECKOM MPUHAIIEKHOCTY HAl-
0oJiee BRICOKII YPOBEHb aCCOLMAIINY ITApAaHOMITHOMN
mu3odpenun ooHapyxkeH ¢ OHIT rs12376586. I'o-
MO3UTOTHBIN TeHoTUum rs12376586*G/G y GOMbHBIX
napaHOMIHOI K30 peHne BCTpedancs peako, B
13.17% cnydaeB, a B KOHTPOJIE OIIPeaeIsICS Jalle —
B 24.54% cny4aeB (p = 8.02E—05; OR =0.47, C195%
0.31-0.70). Yacrora reHoruna rsl12376586*A/A
ObL1a 3HAYMTEIbHO BbIlIe y 00abHbIX IIIII, yem B
KOHTPOJIbHOM Tpymne uHauBumoB (41.46 u 25.33%
cootBeTcTBeHHO) (p = 3.2E—06, OR = 2.09, CI95%
1.51-2.89).

[TorpaBka Ha MHOXECTBEHHOE CpaBHEHUE
FDR moka3ama OTCYTCTBUE CTAaTUCTUYECKH 3Ha-
YMMBIX pasnuuuit (rs12376586*G/G p,, = 0.999,
rs12376586*G/A p,, = 0.881, rs12376586*A/A p,,, =
0.451) (tabm. 2).

AHanm3 pacrpeneseHUsT YacTOT aJuIejicii JaHHOTO
MOIMMOP(HOTIO JIOKYCa IT0Ka3aJl, YTO YaCcTOTa aJlIeIst
rs12376586*G y 6ombHbix [T1 66Ut HUXE (35.85%),
yeMm B KOHTpoJie (49.61%). Amnenb rs12376586%A y
6ombHbIx TT1II ompepensics B 64.15% cnydaeB, a
y 3m0poBbix — B 50.39%. Iloka3aTenb OTHOIEHUS
IaHCOB Wi aienst rs12376586*G coctasun 0.57
(CI95% 0.46—0.7), (p = 1.89E-07), a mns annens
rs12376586*A — 1.76 (C195% 1.43—2.17). I1pu BBe-
neHuu nonpaBku FDR ypoBeHb 3HAUMMOCTU OCTa-
Csl CTATUCTUYECKU 3HAYUMBIMU (rs12376586*G p,, =
0.05, rs12376586*A p,,, = 0.05) (Tabm. 2).

[NomMopdHBIIT OTHOHYKJICOTUOHBIM BapuaHT
rs11141100 B ncciremyeMoit HAaM1 BRIOOpPKE OOTBHBIX
M KOHTPOJI TaTapCKOM 3THUYECKON MPUHAMLIEXKHO-
CTU TI0Ka3aJl BEICOKUIT ypoBeHb acconuanuu ¢ TTI
(p = 6.72E—06) (tabn. 1).
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Y 0oJbHBIX MapaHOMAHOU MIM30dpeHuei ya-
CTOTa TOMO3UTroTHOTO reHotuna rsll1141100%*G/G
(12.61%) Oblma 3HAYMUTETBHO HUXE TaKOBOU
B KOHTpoJbHOM rpynme (22.72%) (p = 3.3E—
04, OR = 0.49, CI95% 0.32—0.74). T'enotun
rs11141100*A/A 4ame BcTpedayncs y OOJIBHBIX
I — B 42.58%, 4yeM B KOHTPOJLHOI TIpyIIe
naauBuaoB (28.98%) (p = 1.1E-04, OR = 1.82,
CI95% 1.32—2.49). Yacrota annens rs11141100*G
B I'PYIIIIe 3M0POBBIX MHANBUIOB ObLIa 3HAYNTEIIb-
HO BhIlIe (46.87%), yeM y 60oabHbIx TT11I (35.01%)
(p = 6.72E-05, OR = 0.61. CI95% 0.49-0.75).
Yacrora amnens rsl1141100*A y 6onbHBIX TTII
(64.99%) npeBbliliana ero 4acTOTy B KOHTPOJbHOMI
rpyrmine, rae coctabuia 53.13% (OR = 1.64, CI195%
1.33—2.02). OmHako mociie BBEAEHWU MOMPaBKU
FDR ypoBeHb 3HAUMMOCTHU OKa3ajcs CTaTUCTHUYE-
CKM He 3HaYMMbIM (rs11141100*G/G p,, = 0. 999
rs11141100*G/Ap,, = 0.936, rs]]]4]]00*A/Ap
0.999, rs]]]4]]00*G Py, = 0.632, rs]]]4]]00*A
Py, = 0.632) (Tadum. 2).

Takum o6pa3oM, B IPOBEICHHOM HaMU ITOJHO-
TeHOMHOM MCCJIEJOBAHUY BIIEPBLIE YCTaHOBJICHA
accolMalys OTHOHYKJICOTUIHOTO MHOJIUMOPGHOIO
BapuaHTa rs12376586 rena MAMDC?2, pacrooxeH-
Horo B ob6jactu 9q21.13 ¢ pa3BuTHEeM MapaHOUAHOI
mu3odpeHnn y tarap. [eHeTMUYEeCKMM MapKepoM
pUCKaA pa3BUTUS MAPAHOUIHON MM30GPEHUN Y UH-
JUBUAOB TaTaApPCKOM STHUYECKOM MPUHAIIEXKHOCTU
SIBIISICTCA  ajuienb rs12376586*A. I'eHeTndecKuM
MapKepoM IOHMXeHHoro pucka passutus [1II y
WHAVBUIOB TaTAPCKOM 3THUYECKON IMTPUHAIJIEKHO-
CTU SIBJISIETCSI aJutelib rs12376586*G.

PaHee (Mo JaHHBIM JMTEpaTypbl) accolLMalus
napaHOWIHOM MU30(PPEHUU C JAHHOK 00JaCThIO U
reHoM MAMDC2 He Oblj1a BbISIBICHA HU B OTHOM 110~
nyasuuy. Pe3ynbTaThel UCCIeN0BaHU 110 U3YYEHUIO
€ro 3KCIpeccuu, MoJMMOPMOHBLIX BApUAHTOB BECh-
Ma orpaHu4yeHHbl. OgHAKO, YYUTHIBas TaHHbIE OO
ydyacTuu Oenka, Komupyemoro reHoM MAMDC2, B
00MeHe MNIMKO3aMUHOIIMKAHOB, MOXXHO MPEAINoIo-
XKHUTb, YTO NOAUMOP(HBIE BApUAHTHI 3TOr0O reHa MO-
TYT UrpaTh BaXHYIO pOJib B (GOPMUPOBAHUU CTPYK-
Typbl HACJEACTBEHHOM MpPeapacroiOXXeHHOCTH K
napaHOWIHOM IIU30(pPEHNU Yy TaTap.

Bce mpoueaypsl, BBIIIOJHEHHBIE B HCCJEA0BaA-
HUM C y4aCTUEM JIIOALH, COOTBETCTBYIOT 3TUUYECKUM
CTaHAapTaM WHCTUTYLWOHAJILHOTO W/WIA HaIMO-
HaJIbHOTO KOMUTETA IO UCCJIENOBATEIbCKON 3TUKE
1 XeJbCUHKCKOI neknapauunn 1964 r. u ee mocaeny-
IOILIMM U3MEHEHUSIM WJIM COIOCTaBUMBLIM HOpMaM
9TUKHU.
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OT KaxOoro u3 BKJIIOUYEHHBIX B HCCIICIOBAaHUE
YYaCTHHKOB OBLIO IIOJy4eHO HH(MOPMHPOBAHHOE
TOOPOBOILHOE COTJIACHE.

ABTOp BBIpaXkaeT OIPOMHYIO OJarogapHOCTh
coTpynHuKaMm JlemapramMeHTa IICMXUAaTpUIECKOit
MEIULMHBI U KIMHUYeCKUX HelipoHayk Kapaudd-
ckoro YHuBepcutera r. Kapaudd (Beaukobdbpura-
Hus1) M. O’Donovan, V. Escott-Price, M. Owen,
G. Leonenko 3a COBETHI IO TeHEpAlUM U aHAIU3Y
JNAHHBIX U 32 y9aCTHE B IIPOCKTE.

Hupexropy UBI" YOUILI PAH npod. B.K. Xyc-
HYTOWHOBOI 3a HAYYHOE KOHCYJIbTUPOBAHNE.
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Novel Genetic Risk Marker for Paranoid Schizophrenia in the Chromosomal Region
9q21.13 in Tatars: A Genome-Wide Association Analysis
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Schizophrenia, the most common severe mental illness, leads to a serious decrease in higher functions, mainly to a
change in cognitive functions and perception of reality. Both genetic and environmental factors are involved in its
pathogenesis; however, its genetic component still needs to be studied. The aim of the study was to identify genetic
markers of paranoid schizophrenia in Tatars from the Republic of Bashkortostan. Genome-wide genotyping of DNA
samples was carried out on the PsychChip biochip, which included 610,000 single nucleotide polymorphic variants
(SNPs). The studied sample consisted of 357 patients with paranoid schizophrenia and 383 healthy individuals of
Tatar ethnicity. As a result of the study, the association of the SNP rs12376586 of the MAMDC?2 gene located in the
region 9q21.13 with the development of paranoid schizophrenia in Tatars living in the Republic of Bashkortostan was
established for the first time.

Keywords: genetics, schizophrenia, genome-wide association analysis, ethnicity, ethnospecific markers, Republic of
Bashkortostan, international consortium for psychiatric genetics PGC.
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