TEHETHKA, 2024, mom 60, Ne 2, c. 94—99

YIIK 577.21:616.895

KPATKHUE COOBIIIEHUA

IHOUCK STHOCIHHEHUPUNYECKNX MAPKEPOB PUCKA PA3BUTUA

MMAPAHOUJHON NIN30®PEHUMU Y BAIIIKUP 11O PE3YJILTATAM
ITOJIHO'EHOMHOTI'O AHAJIN3A ACCOLIMALIN N

© 2024 r. A. D. I'apeepal-23*

THnemumym 6uoxumuu u 2enemuru Yhumckozo edepanrvrozo uccredosamensckozo yenmpa Poccuiickoii akademuu Hayk, Ypa,

450054 Poccus
2Kemeposckuii eocyoapcmeentbtii yHusepcumem Munoopanayku Poccuu, Kemeposo, 650000 Poccus

SPoccuiickas meduyuHcKas akademus HenpepvleHoeo npogeccuonarbho2o oopaszoearnus Munzopasa Poccuu, Mockea, 125993 Poccus

*e-mail: annagareeva @yandex.ru

[Moctynuna B pegakiumio 05.07.2023 .
ITocne nopadorku 21.08.2023 .
ITpunHsTa k nyoaukanuu 24.08.2023 r.

B HacTosiiee BpeMst U3BECTHO, UTO IIM30(PEHUM SIBJISIETCSI MHOTO(AKTOPHBIM 3a00JieBaHUEM, B Pa3BUTUU KOTO-
pOro UTparoT poJib KaK FeHETUYECKKE, TaK U (haKTOpbl OKpYXatollleil cpeabl. B mocieaHue roabl, riaBHbIM 00pa3oM
Gyrarogapst MCITOJIb30BaHUIO TTOJTHOTEHOMHBIX aCCOLMATUBHBIX uccienoBanuii (GWAS), OGbUIM BBISIBJICHB MHOTHE
MOJIEKYJISIPHO-TEHETUYECKME MPOLIECCHI, TTOBBIIIAIOIIME TTPEAPACIONOXEHHOCTh K n3odpeHuu. Llenabo HacTos -
1LIETO UCCIIEIOBAHUS SIBUJIOCH U3yYEHNE TeHETUYECKUX (PAKTOPOB pUCKA pa3BUTUS IIN30(MPEHUU TIPU MPOBEACHUN
nojHoreHoMHoro aHanu3 accounanu (GWAS) y 6amkup u3 Pecnyonmku bamkoprocran. MccinemoBaHHast BbI-
06opka cocTosiia u3 139 601bHBIX TapaHOUAHOM 1M30MPpeHuei u 204 3m1opoBbIX MHAMBUIOB. [1oJITHOTEHOMHOE FeHO-
turmpoBaHue oopasuos JHK Obuto rmposeneHo Ha 6uountie PsychChip, BkmouasimM 610000 0fHOHYKIIEOTUIHBIX
noauMmopdHbIx BapranTos (OHIT).

Knrouesvie crosa: reHeTrKa, mMMU30GPEeHNS, TTOJTHOTEHOMHBIN aHAIN3 acCOLMAIIMM, STHUUYECKAas TPUHAIIC)KHOCTD,
aTHocTenmdruecKrie Mapkepsl, Pecrybnmka bamkopTocTad, MexIyHapOAHBIM KOHCOPLIMYM TI0 TICUXUATPUIECKON

reHetuke PGC.
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In3zodpenus — TsKeneiinee ICUXUTISCKOE 3a-
b6oneBaHue. PacrpocTpaHeHHOCTh IIM30(GPEHUU B
TeUCHHNE XKW3HU B OOIICH MOIYJSIIMU COCTABIISICT
npumepHo 1%. Bricokas 3a601eBaeMOCTh M CMEPT-
HOCTb JIe/IaIOT IK30(PEHUIO CEPhe3HOM ITPOo0IeMOii
JJist 3apaBooxpaHeHus [1]. KoadduuueHTt Hacneny-
eMOCTU IH30dpeHun coctabiseT 81%, 4To yKa3bi-
BacT HA BaXXHYIO POJIb T€HETUYECKON KOMITOHEHTHI
B matoreHese gaHHoro 3abosneBaHus [1]. IToaHore-
HOMHBIE accoumaTtuBHbie uccienoBanust (GWAS)
YIYYLIWIM Hallle TOHMMaHUE O BKJIaae creuuduye-
CKUX TeHETUYECKMX (PaKTOPOB B PUCK Pa3BUTHSI TN~
3opeHun. GWAS npenocraBuin ybenuTeIbHbIE
JIOKa3aTeJbCTBA BaXKHOW POJIM pacIpOCTPAHEHHBIX
TeHEeTUYEeCKMX BapMAHTOB B OIpeAcIeHUN MHINBU-
IyalbHOTO (pOoHA YSI3BUMOCTM K IIM30ppeHun [2].
Ha ceronHsmHuii n1eHb ObLIO MPOBEIEHO HECKOb-
Ko KpynmHomaciuTabHbix GWAS B pa3iuyHbIX MTOMY-
JISILUSIX MUpa, U ObUTM UACHTUDUIIUPOBAHBI COTHU
MOJMMOP(MHBIX JIOKYCOB pPUCKaA IJIS IIM30(PPpEeHUN
[3—6]. Kpynueitmuit GWAS Ha ceromHAIIHUI 1eHb
uaeHTuuurpoBaa 287 He3aBUCUMBIX MOJIUMOPd-
HBIX JIOKYCOB PMCKa pa3BUTHS 30 peHNH [6].

C 1IeNpI0 BBISIBJICHUSI 3THOCITEHU(UIECKUX Te-
HETUYECKMX (PaKTOPOB PHCKa pa3BUTUS MapaHOWI-
HOIl mm3odpeHn HaMU IIPOBEICH ITOJHOICHOM-
HbIA aHAJIM3 aCCOUMALIMM y OalKup U3 Pecnyoavku
bamkoproctan (puc. 1). OO0beKT uccieaoBaHUST —
139 nmanuenToB (70 MyX4uH, 69 XEHIIWH) OalIKup-
CKOM 3THMYECKON IMPUHAIJICKHOCTH C JUATHO30M
napaHougHas mu3zoppenus (ITHT) F20.0 cormacHo
C MeXAyHapomHOR Kiaccudukanuu OoJie3Hei ae-
caroro mnepecMotpa (MKDb-10), Haxomgmiuxcsl Ha
JledeHUU B PecnyOaMKaHCKON KIIMHUYECKOM TICUXU-
arpmyeckoif 6ompHUIIE No 1 MuHHCTepCTBa 31paBo-
oxpaHeHust Pecriyonuku bamkoproctaH. CpenHuit
Bo3pacT 60JbHbIX cocTtaBua 24.9 = 8.9 ner. Cpen-
HUI Bo3pacT Hauvaja 3abojieBaHUsl cocTtaBuia 22.4
* 7.3 ner. UHpopMaLIMIO MO 3THUYECKO MpUHAI-
JIEXKHOCTH 10 TPETHETO MOKOJESHUS MOJIydalu IyTeM
orpoca.

KonTponbHas rpynmna, coctostia u3 204 3mopo-
BbIX MHAMBUAOB (108 MyxxuuH, 96 XEHILUH) TOM
K€ BO3pAaCTHOI I'PYIIIbI, HE COCTOSIBIIIMX Ha y4eTe y
TICUXMaTpa M HApKOJIOTa ¥ OTPULIABIIIME Y CEOST OTSI-
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Puc. 1. I'padnueckoe n3obpakeHre pe3yabTaToB MOJHOTeHOMHOTO aHanu3a accoumaruu 395832 OHII ¢ mapanounHoi
mu3odpenueit y 6amkup (Manhattanplot). Ha ocu X ykazana xpomocoMHast jokanuzauusi OHII, Ha ocu Y — 3HaueHMst
OTPUILIATEIEHOTO AECSITUYHOTO Jjorapudma ypoBHs 3HAYUMMOCTH p-value.

TOIIIEHHYIO HACJIEICTBEHHOCTD ITO TICUXMYECKIM 3a-
6oneBanusaM. CpeTHMIT BO3paCT 3IOPOBBIX JOHOPOB
coctaBwi 32.4 = 12.4 rona.

IlomHOTeHOMHOE TEHOTUIIMPOBAaHUE OOPa3IOB
JHK 6bu10 npoBeaeHo Ha 6uouunne IlluminaHuman
610-QuadPsychChip, skmouaBmee 610000 omHO-
HYKJICOTUOHBIX MoauMopdHbIx BapuaHTtoB (OHII).
IlonmroreHomukbIit aHanu3 accouuanuu OHII BeI-
MOJIHEH ¢ MOMOIIbIo Mmakera nporpamm PLINK 2.0
[7]. IToagpoOHOE omycaHWe MOJHOT€HOMHOIO acco-
LIMaTUBHOTO aHaJIM3a ObLIO OITyOIMKOBaHO paHee [§].

Hns  CHUXKeHMsI OIIMOKM  TepBOro  popa
ObL1a NpUMEHEHA TonpaBka FDR-BH
(FalseDiscoveryRateBengamini- Hochberg) Ha duc-
JIO MHOXECTBEHHBIX CpaBHEHMIA [9].

9WAS, BBITIOJHEHHBII Y UHIWMBUIOB OALLIKUPCKOM
STHUYECKOM ITPUHAMJICKHOCTH, BBHISIBMJI HamoOoJjee
BbIpaXKEHHbIE pa3inuusg mexnay OonbHbiMU TTIH u
KOHTPOJIBHOI1 TPYIIION MO MOIUMOP(HBIM JIOKyCaM,
JIOKAJIM30BaHHLIM B objactu 1p36.13, xoropas 1o
pe3ysbTaTaM psiia IIPOBEACHHBIX ITOJTHOT€HOMHBIX
WCCJENOBAaHUIA CLEIIeHa ¢ PUCKOM Pa3BUTHUS IU-
3o(ppeHuu (puc. 1, tada. 1) [10, 11]. B psanme panee
MPOBEACHHBIX NCCIIeA0BaHUI OblIa YyCTAaHOBJIEHA ac-
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COLMALIMS XPOMOCOMHOI obnactu 1p36.13 ¢ pa3Bu-
tHeM mm3odpenuu [10, 11]. Tak, aHanu3 cUeTUIeHUS
C IBEHAMIATHIO SHIO(PEHOTUIIAMU B XOAE KPYITHO-
maciuTabHoro GWAS BBISIBUIT acCOLIMALIUIO XPOMO-
coMmHoIt obnactu 1p36.13 (PAX7, UBR4, ALDH4A1I,
NBL1, HTR6, EPHAS, EPHB2) c TeCTOM pacmo3Ha-
BaHUSI SMOIINIA, TOCTUTIIYIO ITOJTHOT€HOMHOTI'O YPOB-
Hd 3HaunMocTH ¢ LOD-6ammom paBubM 3.5 (1p36) y
1004 6onbHBIX IM30MpeHueit [12, 13].

Haubonee BBICOKMIA ypOBEHb accoLMaALlAU
IIII o6HapyXeH ¢ MOJIUMOP(MHBIM BapUaHTOM
rs2076617, pacnoyioxkeHHbIM B reHe PADI2 (p =
1.53E-05) (ta6x. 1). 'en PADI2 xogupyeT (pepMeHT
ceMeicTBa MenTUIANI-aprMHUH JeMMUHA3bl BTOPO-
ro TUIA U COCTOUT U3 16 SK30HOB, OXBAThIBASI OKO-
J0 53 tnH reHomHoi JIHK, nnuna ero MPHK co-
craBisieT 4363 nH [14]. PacuienneHue apruHuHa a0
LUTPYJUIMHA —3TO MpOoLIecC, KaTaau3upyemblii pep-
MEHTOM MeNTUAMI-apruHuH neumuHazoir (PAD),
Npyu KOTOPOM aMMHOKMCJIOTa apruHUH TpeoOpa-
3yeTcsl B LUTPY/UIMH. B mpouecce momudukamm
MOJIOXUTENIbHO 3apspkeHHas NH -rpymma  orime-
IUISIETCSI ¢ TIpUCOeOIWHEHMEeM Kuciopoma. Lukimm-
YeCcKHe LMUTPYUIMHUPOBAHHBIE OEJIKM TOCTOSHHO
00HApYKMBAIOTCA B CUHOBUAIHHOM TKAHU y ITalll-
€HTOB C peBMAaTOMIHBIM apTpuToM. I'en PADI2 mmn-
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Taomua 1. OMHOHYKJIEOTHAHbBIE TOJMMOPGHBIC BapUAHTHI, JIOKAIM30BaHHBIC B 061acTH 1p36.13 M accommupoBaHHbIE ¢ TIapa-

HOMIHOM Mn30ppeHneit y 6arkup

len Ne rs OHII Amnens 1 | YacroTta ase- Yactora )/ OR Pr
151 1 6oJbHBIE, | ajuiens 1 KOH-
% TpOJb, %
PADI2 rs2076617 2.17409017G>A A 0.2662 0.4338 1.53E-05 0.472 | 0.768
PADI2 rs2016693 2.17397704A>C A 0.2806 0.4485 1.95E-05 0.484 | 0.768
PADI2 rs2057096 2.17405809G>A G 0.3309 0.4902 6.86E-05 0.522 | 0.806
PADI2 rs2057094 2.17405949C>T C 0.3309 0.4902 6.86E-05 0.522 | 0.806
PADI1 1rs3003406 2.17557133A>C C 0.4209 0.2966 5.59E-04 1.833 | 0.814
PADI2 rs2076598 2.17395521G>A G 0.3345 0.4681 7.73E-04 0.582 | 0.814
PADI1 rs11203339 2.17560972C>T T 0.3669 0.25 1.06E-03 1.774 | 0.817
PADI1 rs4268393 2.17559196T>C C 0.2842 0.1814 1.74E-03 1.809 | 0.824
PADI2 rs2076614 2.17413459G>A A 0.2482 0.3529 3.69E-03 0.597 | 0.824
SDHB rs4920653 2.17366871T>C C 0.2806 0.3922 3.74E-03 0.618 | 0.824
PADI1 rs114209578 2.17541929C>A A 0.2518 0.07108 0.011 0.336 | 0.849

poko akcnpeccupyerca B LIHC, BKirrogast HeMipOHEHI,
INIMAJIbHbIE KJIETKH, aCTPOIIUTHI, MUKPOTJIIO 1 OJIH-
TOIECHAPOLIMTOB. J[leperyaupoBaHHass B3KCIPECCHS
PADI2 Br13BIBaeT abeppaHTHOE HUTPYUIMHUPOBA-
HUE TJIUATBLHOTO (UOPUILISIPHOIO KHUCJIOTO Oejka
(GFAP) 1 B KOHEUHOM UTOre IIPUBOAUT K BO3HUK-
HOBEHUIO HEBPOJIOTMYECKUX 3a00JieBaHmii [ 14].

B nocnegHue roabl ObUI0 OOHAPYKEHO, YTO aHO-
MajibHas akThBalus 0eJKkoB ceMeiictBa PAD sBisi-
eTCcsl MMPUYMHOI HAKOIJIEHUS OOJIbIIOro KOJUYeCTBa
LIUTPYJIMPOBAHHBIX OEJIKOB y OOJbHBIX C pa3InYHbI-
MU HelipoaereHepaTMBHBIMU 3a00JIeBAHUSIMU, TaKW-
MM Kak 00Je3Hb AnblireiiMepa, 6ose3nb ITapkuHco-
Ha, paccessHHbIA CKaepo3 U 00je3Hb ['€HTUHITOHA,
MO TPEATOJOXEHUIO, YPE3MEPHOE LIUTPYITUHUPO-
BaHUE OEJIKOB MPUBOAUT K BOBHUKHOBEHUIO U pa3-
BUTHUIO 3TUX [15] M Opyrux HelponCcUxmuaTpuIecKmx
3a00/ieBaHuUil ¢ HelipomereHepauueii [16]. Llutpyn-
JIMHUpPOBaHUE, Ne3aMUHUPOBAHUE OCTATKOB MEITU-
OWJIaprMHAHA B MNENTUAWILUATPYJIMH, BOBJEYEHO
B 3TUOJIOTUIO psiaa 3aboneBaHuit. [Ipu paccesHHOM
CKJIEpO3€ UUTPYIMHUPOBAHUE SIBISIETCS BEAYLIUM
3BEHOM MaToreHe3a Wu3-3a TUIIepLUTPYUIMHUPOBA-
HUS U IecTabuin3auuy MyuearHa. B pesynbraTe yero,
B Ka4eCTBe CTpaTeruy Teparum pacCessHHOTO CKJIepo-
3a, ObUIO MPEII0OXKEHO MUHTMOMPOBAHUE UUTPYJIIMHU-
poBanus [17]. A.M. Falcao ¢ coaBT., HalIpOTUB, TTOKa-
3aJ1, YTO UUTPYJJIMHUPOBAHUE MENTUANI-apTUHUH
ne3umuHazoi 2 (PADI2) criocoOcTByeT HOpMaJIbHOM
IuddEepeHLIMPOBKE OJUTOACHAPOLUTOB, MUETUHM-
3allMd U ABUTaTeIbHOI aKTUBHOCTU. DTOI Hay4YHOM
TPYINoi MACHTU(PUIIMPOBAHO HECKOJbKO MUIIEHEH
a1 PADI2, Bkitoyass MMEIWH U CBSI3aHHBIE ¢ XpOMa-
TUHOM O€JIKM, BOBJIeKalolIMe (PepMEHT B yyacTue B
BMUINeHOMHOM peryiasuuu. OHU TakKe YCTaHOBWJIU,

yTo nHruoupoBanue PADI2 1 ero HokayT BIUSIOT Ha
JIOCTYITHOCTb XpOMaTHUHA U MPeIOTBPaLLalOT aKTHBA-
10 TeHOoB IupdepeHIUPOBKU OJIUTOACHIPOLUTOB.
bonee Toro, y meliieit ¢ HegoctarTouHocThio PADI2
Habonanack ABUraTeabHast TUCHYHKLIUS U YMEHb-
LLIEHMEM KOJIMYECTBA MUETMHU3UPOBAHHBIX AKCOHOB
mo3oaucroro tena. MccnenoBanue A.M. Falcao ¢
COABT. CBUJETEJILCTBYET O TOM, YTO LIUTPYJUIMHUPO-
BaHME CIOCOOCTBYET IpaBUJIBHOMY OOpa30BaHUIO
OJIMTOIECHAPOLIMTOB U MuearHuszauuu [17]. Ha oc-
HOBaHUU 3TUX JAHHBIX MOXHO MPEANoJ0XKUThb, UTO
reH PADI2 BO3MOXHO SIBJISIETCSI TeHOM-KaHAUIATOM
130 peHUM, TTOCKOJILKY U3BECTHO, UTO AUCGHYHK-
YIS OJIUTOASHAPOLIMTOB U MUEJIMHA TIPUBOJIUT K U3-
MEHEHMSIM B (pOpMUPOBAHUU U (DYHKLIMOHUPOBAHUU
CUHAIICOB, YTO MOXKET MPUBOIUTHL K KOTHUTHMBHOM
JIUC(HYHKIMNA — OCHOBHOMY CUMIITOMY IIU30(DPEHUN

[6].

ITo nanHbIM mpoekTa “1000 reHOMOB”, yacToTa
BCTpeuaeMoCTH ajutesisd rs2076617*A B TIONyASIIIASIX
Mupa BapbupyeT: 26.3% — y eporeiine (CEU),
39.5% — y adbpuxanues (AFR), 57.3% — y xuraiilieB
(CHB) reHoTunoB u ajjeneil 1Mo JaHHOMY MOJIU-
MopdHOMY JIoKycy 152016693 oka3zanuch CTaTUCTH-
YeCcKU He 3HaYuMbIMU (TabJI. 2).

[Tpu ananm3se pacrnpenesieHUsT YaCTOT TeHOTUIIOB
u ayteseit BapuanToB 152057096 u 152057094 BbIsiB-
JIEHbl UICHTUYHBIC 3HAYEHWS] YaCTOT MO ITUM TO-
JUMOpGHBIM JIOKycaM, B CBSI3W € YeM jajiee OyayT
MOAPOOHO M3JIOXKEHBI Pe3yJIbTaThl aHAJIN3a aCCOLIM-
atuu To1bKo mo OHII rs2057096 (Ta6:. 2). BapuaHT
rs2057096 B uccieayeMoii HaMu BbIOOPKE OOJIbHBIX
1 B KOHTpOJie Y OallIKHUp MoKa3aja BEHICOKUI YPOBEHb
accoruanuu ¢ [THI (ta6m. 1).

IF'EHETHUKA ToM 60 Ne 2 2024
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Taommma 2. PacripenesieHre 4acTOT TEHOTUTIOB M ajuielieii ToTMMOPGHBIX BApUAHTOB, JIOKAIM30BAHHBIX B XpPOMOCOMHOIT 00J1a-
ctu 1p36.13 B BEIOOPKaAX GOJIbHBIX TAPAHOMIHOM MIM30(hpEeHKEeN K B KOHTPOJIbHBIX IPYIINAX y OalIKUp

rzliizﬁg / BonbHbIE KonTponb ) . OR (CI95%)
n p £ spCI (%) n | pEspCl(%)
152076617
A/A B e 37 Sl T4E-03 | 0841 | 0,39(0,19-0,79)
A/G 52 a6 ae] 103 ) 0.017 0.862 | 0,59 (0,38-0,92)
G/G 76 papnran 64 s L6E-05 | 0752 | 2,64(1,69-4,12)
A 1| JeLaE2e 177 B 1.S3E-05 | 0.864 | 0,47 (0,34-0,65)
G w4 | DIBLIE 231 PP 1.S3E-05 | 0.864 | 2,11(1,52-2,94)
rs2016693
A/A 1 ST 4 AT 14E-05 | 0988 | 0,33(0,16-0,67)
e || tmE | e | E2a | em | o
c/C 7 R 63 el 99E-05 | 0.822 | 241(1.54-3.76)
A 78 e 183 T 1.95E-05 | 0.689 | 0.48(0.35-0.67)
C w0 | a0 225 Wit 1.95E-05 | 0689 | 2.09(1.51-29)
152057096
G/G 16 161.§521—J_;82.b721 50 2‘1’5_177{33'?1 2.7E-03 0.838 0.4 (0.22-0.74)
on 0| Grze | e | 820 | e | o
A/A 63 R syon 54 AT 30E-04 | 0803 | 2.3(1.46-3.63)
G 92 o e 200 e 6.86E-05 | 0744 | 0,51 (0.37-0.7)
A 186 gfzgi:—;g:ii 208 22:3§f5§:g§ 6.86E-05 | 0.744 | 1.94(1.41-2.66)
152057094
c/C 16 P 50 SRR 27E-03 | 0837 | 0.4(0,22-074)
ot peo | SsEs | 0| S 0286 | 0.969
/T 63 e saes 54 047230 30E-04 | 082 | 2.3(1.46-3.63)
C 92 7 0 a5 oe 200 sy ok 6.86E-05 | 0717 | 0.51(0.37-0.7)
T 186 | 601t 208 s 6.86E-05 | 0717 | 1.94(1.41-2.66)

Y 00JbHBIX MapaHOUOHOW IIM30(ppeHueil 4a-
CTOTa TOMO3UTOTHOTO TreHoTumna rs2057096*G/G
(11.51%) GbL1a 3HAUUTETLHO HUKE TAKOBOI B KOH-
TpoibHOU rpymmne (24.51%) (p = 2.7E-03, OR =
0.41, CI95% 0.22—0.74). T'enortun rs2057096*A/A
yale Berpevaiics y 6oabHbIX I — 45.32%, yeM B
koHTpoe (26.47%) (p = 3.0E-04, OR = 2.3, C195%

IT'EHETHUKA TOM 60 Ne 2 2024

1.46—3.63).Yactora amnens rs2057096*G B rpynm-
e 3IOPOBBLIX ObUIa 3HAYUTEIbHO BhIle (49.02%),
yeM y 60mbHBIX (33.09%) (p = 6.86E-05, OR = 0.51,
CI95% 0.37—0.7). Yactota amnens rs2057096*A y
6onbHbIX [T (66.91%) npeBbllliaja ero 4acToTy B
KOHTPOJIbHOM TpyIme, rae coctaBmia 50.98% (OR
= 1.94, CI95% 1.41—-2.66). OnHako npu BBEeACHUU
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nonpaBku FDR-BH otnuuus B pacnpeneaeHuu ya-
CTOT T€HOTUIIOB U aJUIeieil Mo IIOIUMOP(HOMY JIO-
Kycy 152057096 oka3aauch CTaTUCTUYECKU HE 3Ha-
YuMBbIMU (TabI1. 2).

TakuMm o06pa3oM, IIPOBEIECHHBIN ITOJTHOIC€HOM-
HbIi aHAIM3 acCOLIMall1 MOKa3al OTCYTCTBUE acCO-
IUalUy HapaHOUTHON IM30(GpeHNN Y NHIUBUIOB
OallKMPCKOI aTHUYECKOM npuHamaexHocty ¢ OHIT
182076617 rena PADI2, pacrionoXeHHOTO B 00JIaCTU
1p36.13, HeCMOTpsI HA UMEIOIIUECS JTUTEPATypHbIE
JaHHBIC, JEMOHCTPUPYIOIINE aCCOLMAILINIO XPOMO-
coMHO obnactu 1p36.13 [10—13] u rena PADI2
[16] ¢ pa3BuTHEM IMU30(PEHUU B PA3IMYHBIX ITO-
nyasguusx. JIlaHHbIe pa3auuus MOTYT ObITh CBSI3aHBI
KaK C HeIOCTaTOYHOI YMCIAEHHOCTBIO BBIOOPKU IS
nonoOHOro poaa UCCIeIOBaHUM, TaK U CBUACTEb-
CTBOBATb O MEXITONYJISILIMOHHBIX Pa3IUYUsIX B (hop-
MUYPOBaHUM HACJAEACTBEHHOU MpeapacnoaoXeHHO-
CTU K MapaHOMIHOM 1mmr3odppeHnn. Bce mpouenypsi,
BBITNIOJIHEHHbBIE B UCCAECAOBAHUH C yYaCTHUEM JIOJCH,
COOTBETCTBYIOT 3TMYECKMM CTaHAApTaM WHCTUTY-
IIMOHAILHOTO 1/WMJIM HAIMOHAJIBHOTO KOMHUTETA 110
HUCCIe0BATENbCKOM 3THKE U XEeIbCUHKCKOM JeK1a-
paunu 1964 1. 1 ee mocIeAYIOIIUM U3MEHEHUSIM WU
COMOCTaBUMbBIM HOPMaM STUKH.

OT KaxOoro m3 BKJIIOUEHHBIX B HCCIICIOBaHUE
YYaCTHUKOB OBLIO IIOJIy4eHO WH(MOPMHPOBAHHOE
JT0OPOBOJILHOE COTJIacHeE.

ABTOp 3a4BJIACT, YTO Y HETO HET KOH(l)J'[I/IKTa NH-
TEPECOB.

ABTOp BBIpaXXaeT OrPOMHYIO 0JaromapHOCTb
coTpyaHuUKaM JlemapTaMeHTa IICMXMATPUYECKOM
MEIULIMHBI Y KIMHUYECKMX HelipoHayK Kapaudd-
ckoro yHuBepcuteta r. Kapnudd (Beaukobdbpurta-
Hus) M. O’Donovan,V. Escott-Price, M. Owen,
G. Leonenko 3a coBeThl MO reHepalMy U aHAIU3Y
JAaHHBIX Y Y4aCTHUIO B IIPOEKTE.

Taxke BbIpaxalo 0J1arogapHOCTh JAUPEKTOPY
UBI' YOULIL PAH mipod. XycHyrauHoBoii 3.K. 3a
HayYHOE KOHCYJIbTUPOBaHUE.
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SEARCH FOR ETHNOSPECIFIC RISK MARKERS FOR THE DEVELOPMENT
OF PARANOID SCHIZOPHRENIA IN BASHKIRS BASED ON THE RESULTS
OF A GENOME-WIDE ASSOCIATION ANALYSIS

E. Gareeval- %"

!Institute of Biochemistry and Genetics, Ufa Federal Research Center of the Russian Academy of Sciences. Ufa, 450054 Russia
2Kemerovo State University, Kemerovo, 650000 Russia
JRussian Medical Academy of Continuing Professional Education of the Ministry of Health of Russia, Moscow, 125993 Russia

*e-mail: annagareeva @yandex.ru

Schizophrenia is now known to be a multifactorial disease in which both genetic and environmental factors play
arole. In recent years, mainly through the use of genome-wide association studies (GWAS), many molecular genetic
processes have been identified that increase susceptibility to schizophrenia. The aim of this study was to study genetic
risk factors for the development of schizophrenia in a genome-wide association analysis (GWAS) in Bashkirs from the
Republic of Bashkortostan. The studied sample consisted of 139 patients with paranoid schizophrenia and 204 healthy
individuals. Whole genome genotyping of DNA samples was carried out on the PsychChip biochip, which included
610,000 single nucleotide polymorphic variants (SNPs).

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