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BBEJIEHUE
AKTYaJ1bHOCTH T€MBbI MCCIC0BAHUSA

OpHoll W3 BaXKHEHIIMX 3aJad COBPEMEHHBIX HCCJIENOBaHUMN B o0nacTu
MOMYJSIIUOHHOM TEHETHKU YeJIOBEKa SIBISETCS XapaKTEepUCTHKA BapuadEeNIbHOCTH
IreHOMa KaK Ha BHUJOBOM, TaK M Ha IONYJSIMOHHOM M WHAMBUAYAJIbHBIX YPOBHSX.
['enetnyeckoe pasHooOpa3ue B TEHOMAX OTAEIbHBIX HWHAMBUIOB U TeHO(OHIE
4eJI0BEYECTBA B LIEJIOM MPECTABIAECT cO00M 0a3y s peuieHus 3a/1ad dBOIIOLHUOHHOM
T€HETUKH, MONYJIILMOHHON F€HOMUKH, T€HETUKU MYJIbTHU(PAKTOPUAIBHBIX 3a00J1€BaHUMI
u (apmakorenetuku. Ananuz paznuunii ctpyktypsl JJHK siBnsiercss ocHOBO#M Kak Jist
(yHIaMEHTaJIbHBIX HAy4yHBIX pabOT, Tak M I MNPaKTUYECKOW UAEHTU(DUKALUU
Ononmornyeckux  0o0pa3noB B cyaeOHO-meaumnuHCKOW  okcmeptm3e u  JIHK-
uneHTudukamm [1].

B Hacrosiiee Bpemsi aHanu3 CTPYKTYypbl F€HO(POHJOB PA3IUYHBIX MOIYJISLUMI
ABJIIETCSI AKTyaJbHbIM HANpPABICHUEM HAY4YHBIX MCCIEIOBAaHUNA. 3a IMOCJIEIHUE
HECKOJIBKO JIET pPAa3BUTUE HOBBIX TEXHOJIOTMH MAacCIITa0HOrO T'€HOTUIUPOBAHUS U
TEXHOJIOTUNA OMOMH(OPMAIIMOHHOTO aHAJIW3a TMO3BOJIUIIU, C OJHON CTOPOHBI, MEPEUTH
Ha HOBBI YPOBEHb H3y4YE€HHUS I'€HETHUYECKOW CTPYKTYpbI IONYJSLMKA YEJIOBEKa, a C
JIPYrol CTOPOHBI, IPOBECTH BBICOKOPA3PEIIAIOIINE ITOJTHOTEHOMHBIE HCCIIEIOBAHUS
accolMaluil 1 CPaBHUTENbHBIN aHAN3 TeHETUYECKOTO pa3HO00pa3usi HHANBUIYaIbHbBIX
IF€HOMOB. AKTMBHO HAaKalUIMBAIOIMECS AAHHBIC II0 HWHIMBHUIyaJIbHBIM TI'€HOMaMm H3
pa3IMYHBIX HAYYHBIX IMPOEKTOB IMOSIBISIOTCS B CBOOOJHOM JOCTYNE M TMO3BOJSIOT
UHTETPUPOBATh 3TU PE3yNbTaThl MpU OHMOMH(OPMALMOHHOM aHAIU3€ PA3IUYHBIX IO
Macmrady MaccuBoB JaHHbBIX. IIpu sTom mnomymsuum Poccum ocTaroTcst moka
OTHOCHUTENFHO cJa00 BOBJIEYEHHBIMH B Takoro poja wucciefoBanus. [lomymsiuu
KOPEHHBIX A3THOCOB CHOHMpPU NPEACTaBISAIOT 3HAYMUTEIbHBIA HHTEPEC Kak B CHILY
OTHOCUTEJIBHO CJIa00i WX W3YYEHHOCTH C MIPHUBJICUYEHHEM COBPEMEHHBIX TE€HOMHBIX
TEXHOJOTHM, TaK W MO MPUYMHE CHEUM(PUUHOCTH UX TeHO(OHIOB, Pa3BHUBABIIUXCS B

YCIJIOBUSX JJIMTEIIbHONM T€HETUYECKON U30ALINN.
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I'enHodoun kopeHHoro HaceneHuss CuOMpHU NPENCTaBIsET COOOW YHUKAIbHYIO
CUCTEMY C TOYKHM 3PEHHsS HCCICJOBaHUS MOMYJSUMOHHO- U  DBOJIIOIMOHHO-
TEHETUYECKUX TPOIIECCOB, aHAM3a T€HETHYECKOTO Pa3sHOOOpa3usi M PEKOHCTPYKITUU
TeHEeTUYECKOM HCTOpUM TOMyJsiluid. BbICOKOe 3THHYECKOE pa3sHOOOpasue sBISETCS
ocobeHHocThi0 CHOMpPH, KaK OJHOTO W3 PETMOHOB NepuepUilHOIO pacceIeHUs
COBPEMEHHOT0 uejioBeka. OrpoMHBIE TPOCTPAHCTBA ATOTO PETHOHA M MAJIOYHCIICHHOCTh
a0OpUIreHHOTO0  HACEJIEHHsT  CIOocOOCTBOBaiuM  ()OPMUPOBAHUIO  3HAYUTEILHOMU
TEPPUTOPUAIIBHOM M TE€HETUYECKOM mojapasaeneHHocTH. Ha Tteppuropun cuOupckoin
UCTOPUKO-3THOTpA(UUECKOW TPOBUHIIMM pACCEIEHbl OKOJO COpOKa KOPEHHBIX
HapojHocTel. JJnuTenbHas uzomnsanus HaceiaeHus: CHOUpPU OT OCHOBHBIX MUTPAIlMOHHBIX
MOTOKOB Ha Tepputopuu EBpazum obecneumsia coxpaHeHUE B CHOMPCKOM TeHO(OHIE
JPEBHUX T€HETHUYECKUX IUIACTOB, XPaHAIUX HHOOPMAIMIO O BaXHEHIIMX H3Tamax
3aCEJICHUS YEJIOBEKOM COBPEMEHHOTO aHTPOMOJOTHYECKOTo TUMa He TOoibKo Cubupu,
HO ¥ [{entpansHoit A3uu, EBponsl 1 HoBoro Caera.

Kak wu3BecTHO, TEHETHKO-IeMOrparuecKhue TPOLECChl B TOMYJIAIUAX,
KOJIcOaHWsT YHUCIICHHOCTH, METHUCAIIMOHHBIE COOBITHSI, MUTPAIlMM W €CTECTBEHHBIN
0TOOp, OKA3bIBAIOT BIMSIHUE HA CTPYKTYPHUPOBAHHOCTHh TEHETHYECKOTO pa3sHOOOpa3us B
reHOMAaxX OTJEIbHBIX WHIWBUIOB W TOMYJSIIUSAX B II€JIOM. B 9acTHOCTH, T€HETHUKO-
neMorpaduyueckre TMpoIecChl MPUBOIAT K TOMYy, 4YTO (OPMHUPYIOTCS 0OIue 1o
npoucxoxacHuto 0noku cuerienus (IBD - identity by descent). CermMeHT, HMEROLIHIA
UJICHTUYHBIC HYKJICOTHUJIHBIE TOCIeoBaTeIbHOCTH, siBisierca IBD y nByx unmu Gomee
JIUII, €CJIM OHU YHACJIEIOBAIM €ro OT 0O0IIero mpeaka 0e3 peKoMOWHAIUK, TO €CTh, Y
ATUX JIIOJIeH CErMEHT MMeeT ollee nmpoucxoxaenue. Oxumaemas giuuHa Osoka IBD
3aBUCHUT OT KOJIMYECTBA TOKOJIEHUH ¢ MOMEHTA TOSIBICHHS TTOCIIETHEr0 O0IIEeTo MpeaKa
B JIOKyCE cerMeHTa [2].

UnentudunmmpoBanusie cermeHTsl IBD MOryT MCmonb30BaThesi ISl MIMPOKOTO
kpyra 3amad. OpHuMm u3 TpuMeHeHUN oOHapyxkeHbix OnokoB [IBD sBnsercs
KOJIMYECTBEHHAs OIICHKA CTEIICHU POJICTBA, YTO MOYKET OBITh UCITOJIh30BaHO B CyAcOHOMN
TCHETHKE, M TaKXEe MOXET JOMOJIHUTh WHPOpPMAIMIO B KapTorpadupoBaHUU

TEHETUYECKUX CBSI3ed MeXAy pazimuHbiMu nomyssinusmu [3]. Cermentsl IBD mMoryt
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OMOYb U B OOHApY>KEHUU €CTECTBEHHOI0 0TOOpa B reHome uesoBeka. OTOop 0ObIYHO
YBEJIMUYMUBAECT 4uCI0 cerMeHToB IBD cpenm mogen B nonynsuuu. [lpu ckaHupoBanuu
pernoHoB ¢ u30biTkoM oOMeHa IBD moryt ObiTh maeHTHUQUIMPOBAHBI PETHMOHBI B
I€HOME 4YEJIOBEKa, KOTOpPbhIE HAXOMASTCS MOJ OYE€Hb HEJABHUM U CUJIBHBIM OTOOpOM
[4,5]. CermenTtsr IBD MOTyT UCTIONB30BATHCS IS OLEHKU JeMOTrpaduiecKoil UCTOpHH,
BKITIO4ast d((}eKkT OyThUIIOYHOTO TOPJBIIIKA M IMOTOKM TeHOB B momyismusx [6]. B
HEJJaBHUX HCCIEAOBAHMAX ObUIM TMOKa3aHbl pazinuusi B pacnpeneneHuu IBD mexny
apUKAaHCKMMU, a3UaTCKUMHU M €BPOTNICHCKUMHU TOMYJIAIHUAIME, a Takke cermMeHThl IBD,
o011Me ¢ IpeBHUMU T€HOMaMH, TAKUMH KaK T€HOMbI HEaHIepTaJbIIeB WA JEHUCOBIIEB
[7].

[Tomumo ¢dopMUpOBaHUS WASHTHYHBIX MO MPOUCXOXKACHUIO OJIOKOB, T€HETUKO-
neMorpaduyeckre Mpolecchl NPUBOAAT K  MOSBICHUIO PETHMOHOB  BBICOKOMU
romosurotHoctd (ROH — runs of homozygosity). CtpykrypHble OCOOCHHOCTH
pacnpenenenuss ROH wMexay oTAenbHBIMH JIOABMH M MOMYJSLUSMU — TaKXKe
o0ecreunBalOT IEHHBIM M YacTO HEUCTOJb3YEeMbI pecypc Il  U3y4YEHUS
TeHETUYECKOT0 pa3Ho00pa3us YeJIOBEUYECTBA U €r0 3BOJIIOIUOHHON HCTOPUH.

Yucno u odmas amuHa ROH y kaxaoro yenoBeka MOKa3bIBalOT 3HAUUTEIbHBIC
paznuuus MEXIy OTACIbHBIMU JIIOABMM W Tpynnamu HaceineHus. CymMma JJIMH
KopoTkux u cpeannx ROH y uHauBHIa Bo3pacTaeT ¢ yBeIHMUYEHUEM Treorpaduyeckoro
paccrosaus nonyssnuii o Bocrounoit Adpuku. HampotuB, oOumii cymmapHbIi
pasmep MMHHBIX ROH nMmeeT BBICOKYIO MHAMBUAYaJbHYI0 W3MEHYHBOCTb, KOTODBIE,
BEPOSITHO, OTpaXalOT HEJAaBHUE COOBITUS WHOpPUIIMHTA, MpUYeM O0o0yiee BBICOKUE
3HAQYEHUS Yallle BCTPEYAIOTCS B MOMYJHALMAX C HU3BECTHBIMM BBICOKMMHU YaCTOTAMH
KPOBHOPOJCTBEHHBIX OpakoB. Pacnipenenenrie ROH no renomy HEpaBHOMEPHO U UMEET
cnenuduueckre 0cCoOOEHHOCTH ISl pa3HbIX reorpaduueckux pernonoB. Yacrora ROH B
T€HOME KOPPEIUPYET CO CKOPOCTHIO PEKOMOMHAIIMY, a TAKXKE C CHUTHAJaMU HEAABHETO
MOJIOKHUTENBHOTO 0TOOpa. Kpome Toro, nmuaasie ROH BcTpeuaroTcest gaiie B reHOMHBIX
peruoHax,  COJAEp)KalllUX TE€Hbl, CBSI3aHHBIE C  AayTOCOMHO-IIOMHUHAHTHBIMU

3360J’ICBaHI/IﬂMI/I, 4Y€M B PCETHOHAX, HC YYAaCTBYIOIOIHMX B MCHACIICBCKHX 3a00J1€BaHHAX

[8].


https://en.wikipedia.org/wiki/Natural_selection
https://en.wikipedia.org/wiki/Population_bottleneck
https://en.wikipedia.org/wiki/Neanderthal
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BrisiBnennele 3akoHOMEpHOCTH pactpenenenuss ROH B reHome uenoBeka Ha
MOJIHOTEHOMHOM YPOBHE IMO3BOJISIIOT JIYYIlI€ TOHSTh T'€HETHKO-IAEMOrpapuuecKyro
UCTOPUIO  TIOMYJISALWNA, OIEHWTh YPOBEHb WHOPUAMHTA, BBISIBUTH  PETHOHBI
nojBep>keHHble oTOOpy. Jlanuble mo pacnpenenennto ROH B momynsiuusx MoOryT
CIIy’)KUTh OCHOBOW IS YIYYIICHHUS CHEIUGUIHOCTH WICHTU(DUKAIIUN PETHOHOB,
CBSI3aHHBIX C 3a00JICBAaHUSIMH, B KOHTEKCTE KapTUPOBAHUS TOMO3UTOTHOCTH [9].

Ha ocHOBaHMM pa3aUYHBIX HCCIECIOBAHWM MOKAa3aHO, 4YTO TIE€HETHYECKas
CTpyKTypa KopeHHoro HaceneHuss Cubupum u Kpaiinero CeBepa CIIOXKIIACH IO
CYILIECTBEHHBIM BIIMSIHUEM €CTECTBEHHOIO OTOOpa B HamOoJiee HeOIaronpusiTHbIX
YCIOBUSIX cpeAbl obuTaHus: B apkruueckoM kiuMmare Kpaiinero CeBepa u pe3ko
KOHTHHEHTaIbHOM KiuMmare Cubupu u JlanbHero Boctoka. [[nuTenbHas 3BONIOLUS
reHooH1a pa3aMYHbIX nomyysauuii Cubupu, B TOM YKciie MPUCTIOCOOUTENbHASI, MOTJIa
NPUBECTH, C OJHOW CTOPOHBI, K (OPMHUPOBAHMIO YCTOWYHMBBIX aJaNTHBHBIX
KOMITJIEKCOB, a C IPYroi — K crenupuaeckomMy CIeKTpy 3a00JeBaHnl KaK MOHOT€HHOM,
TaKk ¥ MYJbTHU(PAKTOPHONH TPUPOJbl. Psij HegaBHUX HCCIEIOBAHUM IMOKAa3bIBAET, YTO
TCHETUYECKUE CUCTEMBI, CBSI3aHHBIE C >KHPOBBIM META0O0JIM3MOM, YCTOMYMBOCTHIO K
TeMIEPaTypHbIM II0KaM, TOHYCOM COCYAMCTOTO pycia, U3MEHEHHEM WHQEKIIMOHHOM
Harpy3ku [10-13] ™oryTr wurparh CyImIeCTBEHHYIO pPOJb B aJanTallMd K
HEOMaronpusiTHBIM ~KIuMaTo-reorpaduyueckum ycioBusM. [lepexom oOT OXOTHI K
’KUBOTHOBOJICTBY, CM€Ha THNA TUTaHUs Ha (OHE PE3KOTr0 POCTa YUCICHHOCTH
MOMYJISIIANA MOTJIM TIPUBECTH K HM3MEHEHUIO CTPYKTYphl TeHO(MOHAA TOMYJISIUNA IO
Pa3JIMYHBIM T€HaM, MPOAYKThI KOTOPBIX YYaCTBYIOT B JIMIMJIHOM OOMEHE M YCBOCHUH
Pa3IMYHBIX TUIIOB MUIIEBBIX MPOTYKTOB.

B paboTax mo momyJasiroOHHON TeHETUKU CUOUPCKUX ITHOCOB C UCIIOJIH30BAHUEM
HEUTpPAJIbHBIX MapKEpPHBIX CHUCTEM Y-XpOMOCOMHOM, wmuToxoHapuainsHoi JIHK,
MOKa3aHO, YTO BO MHOTUX TOMyJSAIUAX HaOmogaeTcs 3¢G@dEKT OCHOBATENs 10
OTIICTbHBIM TAIUIOTPyINIaM C HHU3KUM TEHETHYECKUM Pa3sHOOOpa3ueM, KOTOpoe

CBUACTCIILCTBYCT O COOBITHUSIX DKCIIAHCUHM YHCIIEHHOCTH B OTHOCHTEJILHO HEOaBHEC

Bpems [14-18].
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IIpu ananuze apesuert JIHK B momyssiiusax EBpombl ObLI0 MOKa3aHO MO KaKUM
r€HaM U B KaKOM HANpaBJIEHUU 3a MOCJIECIHUE § THICSAY JIET JEHCTBOBAJ €CTECTBEHHBIM
oroop. KynbTypHble U colMaJbHbIE W3MEHEHUS B HEOJUTE COMPOBONKIAIUCH
U3MEHCHHUSIMU 4YacTOThl aJUIeNIeld, CBS3aHHBIX C pa3IM4YHbIMU Tpu3Hakamu. llox
0TOOPOM HAXOIWJIKMCHh AJUICNH TOJEPAHTHOCTH K JIAKTO3€, MUTMEHTAIMHM KOXHU W TJa3,
MeTabonm3Ma, a Takke pocta u Beca [19]. Hacenenne Cubupu Bce eIie ocTaeTcsi OYCHb
c1ab0 M3y4YeHHBIM B OTHOUIEHUWM T€HETHYECKOro pPazHOOOpa3vs Ha MOJHOTE€HOMHOM
ypoBHE. MBI mOpeanojaraeM, 4TO TE€HETHYECKas CTPYKTypa KOPEHHOIO HAaCEJICHUS
Cubupu clioXuiIach Moj| CylUIECTBEHHBIM BJIMSHUEM T'€HETHYecKoro aperda Ha doHe
PE3KOr0 M3MEHEHMS! YMCIEHHOCTH IMOIMYJSLUHUN, ¢ OJHOW CTOPOHBI, U E€CTECTBEHHOTO
oTbopa, ChHOPMHPOBABIIETO yCTOWYWBHIC AJAlTUBHBIC TEHETUYECKHE KOMILIEKCHI, C
IPYyroM CTOPOHBL. B COBOKYIIHOCTM C M30JSIUUEN PACCTOSTHUEM OTO IIPUBEIO K

3HAYUTENIbHON reHeTHYeCKON Noapa3aiesieHHOCTH HaceneHus: Cubupu.

CreneHb HAY4YHOU pa3pad0OTAHHOCTH TeMbI MCCJIeI0BAHUSA

HecMOTpst Ha OTHOCHTEIBHO HEIUIOXYIO HM3YYEHHOCTh T€HO(OHIIOB HACEIICHHS
Cubupu 10 KIACCHMYECKUM MapkepaMm (pasjWyHbIM CHCTEMaM ayTOCOMHBIX,
MUTOXOHApHAIbHBIX [20-22] u Y-XxpoMocoMHbIX MapkepoB [15,18,23,24]), reHodoH bl
9THX HApPOJOB OTHOCHUTEIHHO C1a00 OXapaKTepHU30BaHbBI HAa YPOBHE TI'E€HOMOB.
[ToHOT€HOMHBIC JaHHBIC W JAHHBIC MO BHICOKOIUIOTHBIM YHIIAM HMEIOTCS JIHIIb IS
HEOOJIBIIIOrO YKCIIa MOMYJIAIMA, KaK MPaBUIIO, B OY€Hb OTPaHUYEHHBIX BBIOOpKaX [25—
27]. TloMmumO 3TOrO, UMEETCS OTHOCHUTEIILHO HEOOJNBIIOE KOJUYECTBO HCCIICIOBAHMIA,
rae  nonyssiipd  CHOMpH HM3ydYainch Ha OCHOBAaHMM aHAW3a WACHTHYHBIX I10
MPOMCXOKICHUIO OJOKOB M PErHOHOB BBICOKOM T'OMO3MIOTHOCTH TIO JIaHHBIM
reHoTHnupoBaHusi SNP-UHIIOB BBICOKOW MJIOTHOCTH C MCIIOJIb30BAHUEM COBPEMEHHBIX
OronH(pOpPMaIMOHHBIX MOAX010B [27].

YuuTeiBass BCE BBIMICTIEPEUNCIICHHOE, ObLIM CHOPMYIHUPOBAHBI 1IEIb M 3aaud

HaCTOsIIEH pabOThI:


http://%D0%B3%D0%B5%D0%BD%D0%BE%D1%84%D0%BE%D0%BD%D0%B4.%D1%80%D1%84/?page_id=218
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eanb ucciaenoBanus

OxapakTepu30BaTh F'€HETUYECKYIO CTPYKTYPY MOMYJIALMIA KOPEHHOTO HACEJIEHUs
Cubupu Ha OCHOBAaHHMH aHAIN3a UACHTUYHBIX MO MPOUCXOKICHUIO OJIOKOB U PETHOHOB
BBICOKOW TOMO3UTOTHOCTH.

3amavu ucclieI0BaHUSA

1. BrisiBuTh maenTuuHble 1Mo mnpoucxoxacHuio 0ioku (IBD) m permonst
BbICOKOU romo3urotHoctd (ROH) B reHomax mpeacTtaBUTENe KOPEHHOTO HACEJICHUS
Cubupu Ha OCHOBE T'€HOTUIIOB, MOJYUYEHHBIX ¢ MOMOIILI0 SNP-4umoB.

2. [IpoBecTH aHaIU3 BHYTPU- U MEKIOMYJISIIUOHHOTO pacipeaesieHus 0J10KOB
UJEHTUYHBIX TI0 TpoucxoxaeHuio (IBD) u peruoHoB BBICOKOW TOMO3UTOTHOCTH
(ROH).

3. BbiBUTE pOJIb MOTEHUMATBHO 3HAYUMBIX T€HETHUKO-IeMOrpaduyecKux
npoieccoB B (HOPMHUPOBaHWHM TeHO(POHAA CHOUPCKUX TMOMYJSIIIUA C TMOMOIIBIO
OronH(pOPMATHIECKUX TIOIXOJIOB.

4, [IpoBecTu MOMCK CUTHATIOB €CTECTBEHHOro 0TOOpa B nonyanusx Cudupu

C IIOMOIIBIO 6I/IOI/IH(1)OpMaTI/I‘-IeCKOFO aHajin3a PEruOHOB rOMO3UTOTHOCTH.

Hay4yHnasi HOBU3HA

B pamkax naHHOW pa®OTHl BIEpBBIE MPOBEJACHO MACIITAOHOE MOMYJISIIMOHHOE
UCCIeNoBaHne TeHO(POHIa KOPEHHBIX HapojoB CHOMpPH Ha ypOBHE BBICOKOTUIOTHBIX
YUIIOB. JTO TO3BOJIMJIO 3aIlOJHUTH CYIIECTBEHHBIH MpoOena B TeHoreorpaduyecKoi
KapThHE HaceneHus EBpasnn.

BnepBbie npoBeneH moapoOHBIM aHalu3 cocTaBa TeHOGOHAAa W TEHETHYECKOTO
pa3zHoO0pa3usi HEKOTOPBIX KOPEHHBIX Hapoa0B CHOUPH C HCIOJIB30BAHUEM METOJIUKHU
BBISIBJICHUS OOMNIMX MO MPOUCXOXAeHUI0 OnokoB cuerieHus (IBD-cermentoB) u
peruoHoB BbICOKONW romMo3urotHoctd (ROH), 4Tro mo3Boiuiio MOApOOHO oOmnHcaTh
reHO(OHIBI TIOMYJIANNMA, BBIIBUTH JAeMOrpadUyYecKue OHKCIAHCUU Ha TEPPUTOPUU
Cubupu u omnpenenuTh NMPUIUHBI, KOTOPHIE MPUBEIN K TEM WM WHBIM CTPYKTYPHBIM

HN3MCHCHHUAM B ITCHOMCE.
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B pamkax BBIITOJIHEHHOTO MCCIIEIOBAHMS IIPOBEICHA XAPAKTEPUCTHUKA CTPYKTYPBI
reHo()OH/1a KOPEHHBIX CUOMPCKUX MOMYJISUI HAa YPOBHE BBICOKOIUIOTHBIX YHIIOB.
BrnepBbie mosyueHbl JaHHbIE O TE€HETHYECKOW BapuaOENbHOCTH psAga POCCUHCKUX
NOMYJIALNNA. BBIABICHBI T'€HBI U TEHETUYECKUE MAPKEPBl, Y4aCTBOBABIIME B aJalITUBHON
HBOJIIOLIMY T€HETHYECKON CTPYKTYpbI nonyisinuii Cubupu. BeinoiaHeH aHaIn3 BAMSHUS
€CTECTBEHHOTO OTOOpa B acleKTe aJanTaludyd reHoQOoHJa MOmyJsaiuil K ¢dakropam
OKPY>KaOULIEH CPEIBI.

Pe3ynbTarel paboThl pacHIMpSAIOT HOBOE HAINpPaBICHHE B 3BOJIOIMOHHON H
NOMYJIIIMOHHOM T'€HETHUKE YEJIOBEKAa W DBOJIOLMOHHOM MEIMIMHE, CBA3AHHOE C

MOMCKOM CUTHAJIOB aJIalITUBHOM 3BOJIIOIMHU TeHO(POHAa MOMYJIAINN YeJI0OBEKa.

Teoperuyeckas u NPaKTHYECKAsI 3HAYMMOCTH PadOThI

OcHOBHOIl HayyHOW mNpoOJEeMON HCCIEeOBaHUs SABISETCS XapaKTepUCTHKA
TeHETUYECKOTO pa3Hoo0pa3us KOpeHHOro Hacenenus CuOupu Ha ypoOBHE I'e€HOMa C
UCIIOJIb30BAHUEM BBICOKOIUIOTHBIX 4MIOB. MccinepoBaHue HaxoAUTCS B paMKax
byHIaMEHTAIbHBIX HAMNpPaBJICHUA MOMYJALMOHHOW M SBOJIOLMOHHON TE€HETUKHU
YeJIOBEKa — BBISBJICHHS 3THOCHEHU(PUYHBIX OCOOEHHOCTEW CTPYKTYpbl I'€HOMOB U
NOMYJIIUMOHHBIX T€HO(POHJOB COBPEMEHHBIX MOMYJSLUNA YEIOBEKa, PEKOHCTPYKIUU
JPEBHUX MUIPAlMid W SKCHAHCUM YHMCIIEHHOCTH HACEJIEHUs, a TaKKe SBOJIOLUN
reHO()OHI0B U MEXaHW3MOB F€HETUUECKOM alanTaliy.

[TonyyeHHbIE B XOJI€ HACTOSIIIETO MCCIIEOBAHUS JIaHHbIE HA OCHOBAaHUM aHaN3a
UJCHTUYHBIX 1O MPOUCXOXKJIECHUIO OJIOKOB U PETMOHOB BBHICOKOW TOMO3UTOTHOCTH TIO
JAHHBIM ~ TeHOoTUNHUpoBaHUs  SNP-uunmoB  BBHICOKOM  IMJIOTHOCTH  paCIIUPHIIU
NpeACTaBlIeHUs] O CTpyKType reHodonnga HaceneHus Cubupu. JlaHHbIE O CUTHaNax
€CTECTBEHHOT'0 0TOOPA, SIBJISIOTCS BaXKHBIM JIONOJIHEHHEM K CYIIECTBYIOIIMM JaHHBIM O
HBOJIIOIMU T'eHO(OHAO0B U MEXaHU3MaM T'€HeTHUeCKOW ajanTaiuu HaceneHus EBpazuu.
[TpakTHyeckass 3HAYMMOCTH pabOTBl MOXKET pPeaJu30BaTbCsl B  MCIOJIb30BAHMS
MOJIYYEHHBIX JAHHBIX JJIsi pa3padOTOK B 00JIACTH APKTHUYECKOW MEAMIIMHBI C IIEJbIO
BBISIBJICHUS (DU3UOJIOTMUECKUX, TEHETUUECKMX U CUCTEMHBIX MEXaHM3MOB aJanTaluu K

DKCTPEMAJIBHBIM YCIIOBUAM Cpelbl OOWTaHMS W pa3padOTKE Ha 3TOM OCHOBE
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3(1)(1)CKTI/IBHBIX WHHOBAIlMOHHBIX CPEACTB U MCTOJ0B OLUCHKH aJalITUBHOI'O IIOTCHIMAJIA,

a raxxe JJHK-uaentudukanmu, nedyeHus: 1 npouiakTuKy 00JE3HEN YeloBeKa.

MeTo0/10JI0THSI M METO/AbI HCCJICIOBAHNS

TeopeTtnyeckyto W METOJIOJIOTMYECKYID  OCHOBY  paloThl  obecneduiu
UCCIIEIOBaHUsI B OOJIACTH U3YYEHHUS] TOMYJSIIUOHHONW M HBOJIOLHMOHHOW TE€HETUKH
YelioBeKa, a Takke pa3paboTku B 00JacTH HIASHTHU(PHUKALUU PETHOHOB BBICOKOM
rOMO3UTOTHOCTH, 0J10Kk0B IBD, a Takke CUTHAJIOB €CTECTBEHHOI'0 0TOOpA.

MoseKyIapHO-TEHETUYECKUE METOMbI, HCIOJb30BaHHBICE B PAa0OTE, BKIIOYAIH
Boijienenre JIHK denon-xmopodopmHOil SKCTpakiiie ¥ TeHOTUITMPOBAaHUE Ha OCHOBE
YHUIIOB BBICOKOU MIJIOTHOCTH.

Cratuctuueckue METOAbl W TIOJIXOJbI, NMPUMEHEHHbIE B JIaHHOW paboTe,
BKJIIOYAJIM aHAJINU3 JAHHBIX C MOMOIIbIO MPOTPAMMHOIO OOECreUYeHUs], pPeann3yoero
COBPEMEHHBIC MOIXOIbI I HIACHTU(PUKAIUA WCCICTyEMBbIX PETHOHOB B TE€HOME M
MOMCKAa CUTHAJIOB €CTECTBEHHOIO0 OTOOpa, a TakKe pa3pabOTaHHbIE pPAHEE MAaKEThI
MPUKJIAJIHBIX TIPOTPaMM JIJIsl CTaTUCTHYECKOM cpebl R.

B otHomeHnun obbema HCCIEeIyeMOro MaTepuaia, TEXHOJIOTHYECKOTO YpPOBHS
T€HOTUIIMPOBAHUS, CTETIEHU JETAIU3AlMN aHAJIM3a TeHOTUIIMYECKUX JAHHBIX U METO/IOB
OMOCTAaTUCTUKHN HUCCJICIOBAHUE TOJHOCTHIO COOTBETCTBYET COBPEMEHHOMY MHPOBOMY

YPOBHIO.

HOJ’IO)KGHI’IH, BBIHOCHMBIC HA 3alIIUTY

1. Tlonymsaumm CuOupu JAEMOHCTPUPYIOT 3HAUMUTEIbHBIC pa3ivuds B
pacnpeneneHun CyMMbl 1iuH 1 konundectBa ROH kak Ha MHIMBHTyaJIbHOM YPOBHE, TaK
U MEX]y MCCIEAyEeMBbIMH TreorpapuuecKuMHU peruoHaMH M 3THOcaMu. [ momyssiuii
Cubupu xapaktepHO OoJiblliee 3HaU€HUE CYMMAapHOW JUTMHBI KOPOTKUX 1 cpeanux ROH
Ha 4YeJIIOBEKa IO CpaBHEHHIO ¢ mnomyisuusmu Kaskaza (B Tom uymcie Jlarecrana),

Cpenneit Azuun, EBponsl u Boaro-Ypanbckoro peruosa.
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2. B nonynsuusix CuOupu BbISBICHBI CYIIECTBEHHBIE OTJIMYHUS B 3HAUYEHHUSIX
Koa(dduimeHTa TeHOMHOTO WHOpHUJIMHTa O CpaBHEHHIO ¢ nomyisiuuamu Kakasa,
Cpenneit Azumu, EBponsl u Bonro-Ypanbckoro pernona: Oomblmasi A0JIsT MOITYJISIITAI
Cubupu HMEIOT BBICOKHE 3HayeHUs Kod(p@uilMeHTa T€HOMHOTO HWHOpUIWHTA ISt
ROH >1,5 m.11.0.

3. Pacnpenenenne 6mokoB IBD B momymsmusx CuOupu B Oonbliiell CTeeHU
corjacyercsi ¢ reorpaMyecKUM pacroyioKEHUEM TOMYJISIUN, a B OTACIbHBIX CITydasix
— C HX S3bIKOBOW MPUHAIEKHOCTBIO.

4. B renodonne mnomyisuuMid KopeHHoro HaceneHus CHOUPH COIEPKUTCS
CYIIECTBEHHOE YHCIJIO CHTHAJIOB HAMPABIEHHOTO OTOOpAa, BEPOSTHO, OO0YCIIOBIECHHBIX
IpoleccaMi  JOJTOBPEMEHHOW aJanTallMd K YCIOBUSM HIPOXKUBAHHUS B PE3KO

KOHTHHCHTAJIbHOM WJIN apKTHYCCKOM KJIMMATC.

CreneHb 10CTOBEPHOCTH Pe3yJIbTATOB NIPOBEIEHHBIX UCCJIEIOBAHMI.

JIOCTOBEpHOCTh TMOTYUYEHHBIX PE3yJIbTaTOB PaOOThI OOOCHOBBIBACTCS OOJBIIAM
00bEMOM HCCIIEAYEMbIX MOIMYJISIMOHHBIX BbIOOPOK (1836 MHIUBUIOB, B cpeaHeM 24
o0pa3ia Ha MOIYJISAIHUIO), UCIIOIb30BaHUEM COBPEMEHHBIX MOJICKYJISIPHO-TEHETHYECKUX

MCTOOOB U CTATUCTHUYCCKHUX IIOAXOA0B AJIA aHaJIM3a JaHHbIX.

Anpofanus 1UccCepTANMOHHOI padoThI

OCHOBHBIE TIOJIOKEHHSI JHCCEPTAMOHHOW pabOThl OBUTM TPEACTABICHBI Ha
CJeIyIOIUX KOH(DEepEeHIUSX:

1) MexayHapoaHas Hay4yHas KOH(EPEHIMS MOJOIBIX YUYCHBIX «AKTyaJbHbIC
npo0emMbl MenuiuHCcKoM reHeTukm» (Tomck, 2018);

2) Mexnaynaponnas koHbepennus «VII Cwe3n BasuimoBckoro oOiiecTsa
TEHETUKOB M CEJIEKIIMOHEPOB, MocBsAIeHHbIN 100-meTuio kadeapsl TeHeTUKU
CIIoI'Y, u acconuupoBanHbie cumno3uymen (Cankt-Ilerepoypr, 2019);

3) Bcepoccuiickuii  KoHrpecc MOJIOABIX YYEHBIX «AKTyajdbHbIE BOIPOCHI

byHAaMEHTATBHON U KIIMHUYeCKON MeauiuHbDy (Tomck, 2020);.
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Jexaapanusi JUYHOTO YUACTHUS ABTOPA

OcHOBHBIE  pe3yNbTaThl JMCCEPTALMOHHONW pabOThl IOJyYEHBl aBTOPOM
UCCIIEIOBaHMsI. AHAINU3 JUTEPATYypHBIX NAaHHBIX MO TeME AHCCEpTAIH, MPOBEICHHE
IKCIIEPUMEHTAIbHON paboThl (BblneneHue U mpoBepka kaudectBa JIHK, moaroroBka
0o0pa3moB 1Sl TEHOTHIHPOBaHUs), OWoOMH(pOpMaTHUecKas oO0padoOTKa JaHHBIX,
CTAaTHUCTUYECKUIN aHAIN3, OMUCAaHUE U O0OOLICHHE MOTYYCHHBIX PE3yIbTaTOB, a TaKXKe

IIOATOTOBKA HY6HHKaHHﬁ I10 pe3yJibTaTaM UCCICAOBAHHNA BBIIIOJHCHBI JINYHO aBTOPOM.

Hyboaukanuu

ITo Teme nucceprarmoHHON paboThl omybOinukoBaHo 8 pabor (5 craredl B
KypHanax, pekomeHaoBaHHbix BAK, 1 crates B cOopHuKe KOH(pepeHInH, 2 Te3uca B

MaTepuasnax 3apyO0eKHBIX U OT€UECTBEHHBIX KOH(PEPEHIINH).

O0beM U CTPYKTYpaA AUCCePTALUN

Huccepranus nznoxxeHa Ha 176 cTpaHHWIIaX MAIIMHOMMCHOTO TEKCTa U COJAEPIKUT
BBEJICHUE, 0030p JIUTEPATYpbl, MaTepuanbl U METOJbl, PE3yibTaTbl U OOCYXKJEHUE,
3aKJIIOUEHUE, BBIBOJIBI, CIIUCOK JUTEpaTyphl, npuiioxenue. Padora mmoctpuposana 18
TabnuuamMu u 22 pucyHkamu. CIUCOK JTUTEpaTypbl COCTOUT U3 147 UCTOUHUKOB, U3 HUX

31 oTe4YEeCTBEHHBIM.
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I''TABA 1 OB30P JIMTEPATYPbI

1.1 U3yyeHue reHeTHYECKOT0 Pa3HOOOpa3usl MONMYJIsiI[Uii YeJT0BeKa

N3MeHYHUBOCTh €cTh (hyHIaMEHTAJIBHOE CBOMCTBO BCEX JKMBBIX OPraHU3MOB, €€
K€ HEMOCPEACTBEHHBIM BBIPAXKEHUEM SIBIIETCA T€HETHUeckoe pasHooOpasue. Vtorom
BCEX MEHETHUYECKHUX MPOIIECCOB, COBEPUIAIOIIMXCS HA BCEX YPOBHSAX OpraHU3allid — OT
MOJICKYJIIPHOTO JI0 BHJIOBOTO — SIBIISICTCS T'eHETHYeCKHid moaumopdusm [28].
N3ydyennem mexann3mMoB (GOPMUPOBAHUS 3TOTO FEHETHUECKOTO pa3HOO0pas3us, a TakxKe
UCTOPUYECKHUX TMPOIECCOB, MPUBEAIINX K COBPEMEHHOUN MOMYJSALMOHHO-TEHETUYECKON
CTPYKTYype, 3aHUMAETCsI MOMYJISIIUOHHAS TeHETHUKA.

COBOKYMHOCTh T€HOMOB OTJIEIbHBIX OPTaHU3MOB M CYyMMBbI ajljielied F€HOB HX
COCTABJISIIOLIMX B Mpefenax Mnonmyssiuuu gopMupyer ee reHopona. B npumenenun k
YEJIOBEUECKOW TMOMyJsauu, “TeHOPOHI — 3TO TeorpaduyecKd pachpeeseHHOEe U
UCTOPUYECKH YIOPSAI0UYEHHOE MHOKECTBO T€HOB (M JTHOOBIX IPYTUX PETUIALIAPYIOIIUXCSI
yuactkoB Mosiekyibl JIHK), Bocripou3BoarMoe €10 B MOKOJICHUAX U MOJAEPKUBAEMOE
CUCTEMATUYECKUMU U CTOXaCTHMYECKMMHU CHJIAMU SBOMIOIMM B JIHHAMHUYECKOM
PaBHOBECHUU C COCTOSIHMEM BMEILAIOIICH MOIMYJIAIUIO U U3MEHsIeMOM 1o cperbl” [28].

JlocTrKeHHsI TOCIETHUX JIET B 00J1aCTH Pa3BUTHUS TEXHOJIOTUIA T€HOTUITUPOBAHUS
JIHK cnocobctBoBanin  OypHOMYy pasButuio 3THoreHomuku [29-31]. Cornacho
onpenenenuto, gaHHomy 3. K. XyCHYTAMHOBOW, 3THOr€HOMHKA — 3TO paslel
HOMYJISIIMOHHOW T€HETUKH, M3ydyaroluii 0COOEHHOCTH T€HOMHOIO MOoJuMopdusMa H
T€HOMHOTO pa3sHO00pa3usi OTAENBHBIX MOMYJISIUI, STHOCOB U PEKOHCTPYKIIUS HA ITON
OCHOBE HX TeHeTHuyeckod uctopuu [32]. B coBpeMeHHOM IpeCTaBICHUN BMECTO
3THOTCHOMHMKH TAK)KE MCIIOJIb3YETCSI TEMUH «IOMYJISIIMOHHAs TeHoMuKay [33].

W3ydyeHne W3MEHYMBOCTH TEHETHYECKMX MAapKEpPOB Ha YpPOBHE OTACIBHBIX
HOIYJISILIUM, 3THOCOB, 3THUYECKUX TPYIII C LEIbIO BBISBIECHUS CTPYKTYPbl T€HO(POH/IOB
JOKAIbHBIX TMOMYJSAIUNA W (PUIOTEHETHYECKHX B3aMMOOTHOIIEHUH MEXIy HUMHU
ABIIICTCS OJHOW W3 OCHOBHBIX 3aJa4 OJTHOTCHETUKH. /[0 HemaBHEro BpeMEHHU

OOJBIIMHCTBO STHOICHOMHBIX I/ICCJ'IGI[OBaHI/Iﬁ OBLIH HaIlpaBJICHBI Ha BOCCO3JaHHC
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KapTUHBI paccelieHusl 4eloBeka Mo 3emiie B miobanbHOM Maciutade. B Hacrosiee
BpeMs Bce OO0JIBIIYIO0 aKTyaJbHOCTh MIPUOOPETAIOT padOThl, CBSI3aHHbBIE C AeTaIU3aluei
HBOJIFOIMOHHOW H JIeMOTpapuecKol WCTOPUU OTHAEIHHBIX PETHOHOB WJIU PAcOBO-
sTHHYeckux rpyii [34,35].

[Tomyssanusa  SBIAETCA  OCHOBHOW  3BOJIIOLMOHHOM — enuHuUUEW. VIMeHHO
OCOOEHHOCTH CTPYKTYPhI JIOKAJIbHBIX TOIYJISIUN ONPEACNIiOT cocTaB TeHodoHa
THOCOB W PErHOHANIbHBIX TIpynn HaceneHus. CTpykTypa TeHooHJa BO MHOTOM
3aBHCHUT OT OCOOCHHOCTEH 3BOIIOIMOHHON UCTOPUH TE€X WM MHBIX MOMYJISALUUN U UMEET
NOMYJIILUOHHO-CIIELIM(PUUECKUN XapaKTeD.

K coBpeMEHHBIM JOCTUKEHUAM NOMYJIALMOHHON FT€HETUKA U TEHOMUKHU YEI0BEKA
OTHOCSTCSI TIOJTHOE CEKBEHUPOBAHKE OOJIBIIIOTO YHCIIA TIOJIHBIX TEHOMOB U3 Pa3IMYHBIX
NOMYJISIUMOHHBIX BBIOOPOK, KOTOPOE MPHUBEJNO K BBISBICHUIO OTPOMHOTO MHOXKECTBA
nosmmopueix  JIHK-mMapkepoB, cucTeMaTuyeckoW  KaTajloru3alud TeHOB U
TEHETUYECKUX MOJUMOPGU3MOB. BEIsSIBIIEHNE MOTHOTEHOMHOW CTPYKTYpPHI TalljIOTUIIOB
Y HOBBIE€ CTATUCTUYECKHE MOAXO0/Abl MO3BOJIIOT MPOBOJAUTH UCCIIEI0BAHUE T€HO(POHIOB

Ha COBEPIICHHO HOBOM yPOBHE.

1.1.1 CucremMbl reHeTHYECKHX MAPKEPOB

B nccnenoBaHuAX 3BOJIONMN MOMYJISIMN YETOBEKA MCIOJB3YIOTCS pa3HYHbIC
CUCTEMBbl T€HETUYECKUX MapKepOB, OTJIMYAIOIINECS JOKAIW3alueld B TeHOMe, YPOBHEM
BaprabeTbHOCTH U XapakTepoM MyTHpoBaHus. CoBpeMeHHasI MOMYJISIIMOHHAS TeHETHKA
YEeIOBEKAa WMEET IMUPOKUNA BBIOOD PA3IMYHBIX  MApPKEPHBIX  CHCTEM. OJTO
«KJTACCHUYECKHUE» AITIOAHTHTEHBI KJIETOYHBIX MOBEPXHOCTEH, )EpPMEHTHBIC CUCTEMBI U
Oenku ChIBOPOTKH KpoBH [36,37], MOJIEKy/ISIpHO-TEHETHYECKHE MapKephl, TaKhe Kak
ayTocoMHble M onHOopoauTensckue JJHK-mapkeps! (ramiorpyribl MUTOXOHAPHAIBHON
JHK wu Y-xpomocomsl). JIHK wmapkepsl gensar Ha guamienbHbie (SNP) u
MyJIbTHAUIETbHBIE (MUHU- W MHUKPOCATEITUTHI), KKABIH W3 KOTOPBIX HUMEET CBOM
cneruduIeckre 0COOEHHOCTH, JJOCTOMHCTBA U HemocTatku [38,39].

Ananmu3 TeHOQOHJA TOMYJAIHA C HCIOJIb30BAaHUEM KaKOH-THOO OJHOM

MapKepHOﬁ CHUCTCMBI ABJIICTCA BaXHbBIM IIOAXOOAOM B OOJILIIMHCTBE Hay4HBIX
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uccienoanmii [28,31,40]. OgHako uIst MONyYEeHHS MTOJHON MH(pOpPMAIMK O CTPYKTYpPE
reHo(OHI0B TMOMYJISAUUNA HEOOXOAUMO HCHOJb30BaTh BCIO COBOKYIHOCTH METOJIOB,
BKJIIOYasl Kiaccuueckue MapkepHele cucrteMbl u JHK-mapkepel ayrocom, Y-
xpomocombl U MT/IHK.

Mapkepbl Ha OCHOBE OHMOXMMHYECKOro moiuMopdu3mMa ObLTH TEPBBIMU
MOJIEKYJISIPHBIMH ~ MapkepaMmu. Mcronb30oBaHHEe COTEH OMOXMMHYECKHX MapKepoB
MO3BOJIMIIO pa3pabOTaTh OCHOBHBIE TEOPETHUYECKUE TMOJOXKEHUS MOMYJISIMOHHON
TEHETUKH U OILICHUTh YPOBEHb T€HETUYECKOTO MOTUMOP(PHU3Ma Y OTPOMHOTO KOJIMYECTBA
ounonornueckux BuaoB [28,37,41]. OrpaHuueHuss B NPUMEHECHHH OHOXHMHUYCCKUX
MapKepoB CBSI3aHBl C BO3MOXHOCTBbIO pPabOThl TOJBKO C OEIOK-KOAUPYIOUIMMU
NIOCJIEIOBATENBHOCTSIMU Y 3KCOpeccupyromuxcss reHoB. I[lpm 3TOM M3 aHanmsa
VCKJIFOYAKOTCS PAa3IMYHbIE YYaCTKH, PACIOJIOKEHHBIE BHE T'€HOB, a TAKXKE CaNThI
peryyiiuyd, MPOMOTOPHBIE OO0JIACTH, JHXAHCEpbI, PACIOJIOKEHHbIE B HHTPOHAX U
HETpaHCIUpyeMbIX 001acTsx reHos [38].

B navane 80-x romoB mosiBWJIOCH BO3MOYKHOCTh Mcnosib3oBath JIHK-mapkepsi,
YTO AAJI0 CHJIBHBIA TOJYOK B 3BOJIIOLMOHHBIX W MOIYJSIUOHHBIX HCCIEAOBAHUSIX.
Bbonee neranbHOE M3yvueHHE Fr€HETUYECKOTO MOIMMOp(dHU3Ma CTano JOCTYIHO Oyaroaaps
Pa3BUTHIO METOJOB BBIJIEICHUS, KIOHUPOBaHUS M pecTpukuuu reHoB. o 1988 r.
pazHooOpasue JJHK-mapkepor 6b110 HeBenuko (ITJ[PD u munucaremntel). Pemarormmas
ponb B ocymiectBieHnu «/IHK-pepomounu» u coznanuio HoBbIX TUNOB JJHK-mapkepos
npuHaIekuT n3ooperenHomy K. Mrommcom B 1983 r. MeTony aMIuiM@uKanuu in
vitro omnpezgenennbix yudactkoB J[HK B mpouecce moBTOpSOUIMXCS TEMIIEpaTypPHBIX
nuKiIoB monumepasHoi peakuuu (IILP) — B HacTosimuii MOMEHT OY€Hb IIUPOKO
UCITIOJIB3yEMOI'0 B TEHETUYECKUX UCCIIEIOBAHUSIX.

OaHUM U3 METOZ0B U3YyYEHHUS CTPYKTYpPbl TeHOPOHIOB COBPEMEHHBIX MOMYJISALUAN
YEJIOBEKa SIBISIETCS MCCIEOBAHWE TAaIUIOMAHBIX YYacTKOB TE€HOMa YeJOBeKa —
mutoxoHapuanbHon JIHK wu  Y-xpomocombl. Mapkepsl Takoro TUHa HMMEIOT
3HAUUTENbHbIE MPEUMYIIECTBA, TAKHME€ KAaK OTCYTCTBUE PEKOMOMHAUMUU W JIMHEHHas
nepemadya B psagy mnokoneHuid. JIHK-mapkepsl crnenupuyeckux ydacTKOB TreHOMa

YCJIOBCKA IMO3BOJIAIOT MUCCIICA0OBATL pa3dCIbHO MATCPHUHCKYIO U OTHOBCKYIO JIMHHUH, TAK
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KaK Y-XpoMocoMa MepeaaeTcsl MOTOMKaM TOJBKO OT OTia, MUTOXOHJpHuanbHas JHK
HACJEeNyeTCs TOJbKO [0 MATEPUHCKOW JIMHUMU. DTO JAaeT HOBBIE BO3MOXKHOCTU B
THOT€HETUYECKUX HCCIEAOBAHUAX: MPOCIEIUTh U CONOCTABUTH UCTOPHIO KEHCKOU U
MYIKCKOM 4aCTH MOMYJISIIMKA U OLICHUTh WX BKJIAJ B MOMYJISSIMOHHBIA reHoGoH T [42].

Pa3zpabotka u nmpumenenue texHosoruun JIHK-mMukpouumnoB st oOHapyeHHs
TEHETUYEKUX Bapualuii Hadajdd aKTUBHO pa3BHBaThCA B KOHLE 1990-x romos. DTOT
METOJI TO3BOJIIET 32 KOPOTKOE BpEMsSI TECTHUPOBATh COTHU M THICAYM OOpasloB C
BO3MOYKHOCTBIO ITPOU3BOANTH aHAIM3 MYTALMil BO BCEX N'€HAaX '€HOMa OJIHOBPEMEHHO.
JIns aHanm3a BCeX BO3MOJKHBIX MYTAallMi BO BCEX reHax yenoBeka goctatouHo JIHK-
yuna ¢ kogudecTBoM sueek 100-200 MiaH, 4TO TEXHHUYECKH JOCTHIKHMO, OJHAKO
coBpemeHHbie JIHK-MUKpOYHMIIBI MOTYT BBISIBUTH OKOJIO HECKOJBKMX MUJUIMOHOB
myTtanuid. JIHK-uunbl paznenstor Ha yunbl «BbicOkoM rmmoTHOcTH» (high density) u
«HU3KoM TIoTHOCTHY (low density).

B knaccuueckom wucnomHenun  meron  JIHK-mMukpounmnoB ocHOBaH Ha
MPOBEJCHUA MOHOIUIEKCHOW WM  MyabTuruiekcHor [P ¢ mocnenyromen
rubpuanzanueit  ¢ayopecueHTHo-MeueHHOro ¢parmenta JIHK nHa Mukpouurne,
COJIEpIKaIlleM OpUTHMHAJIBbHBIA Habop auddepeHupyomux OJIUTOHYKJICOTHIOB, a
TaK)Ke MPOIEAYPbl PErMCTpallMd W HMHTeprperanuu pe3ynbtatoB [43]. YcnmemHoe
BHEJPEHUE TEXHOJIOTUH MHUKPOUYHUIIOB MOTPeOOBano pa3pabOTKM MHOTHX METOJIOB U
NPUEMOB HW3TOTOBJICHHSI MHUKpPOYMIIOB M ONPEIEICHUS 30HJOB, IPOBEACHUS U
OOHapYyKEeHMsI peakIuii TMOpUAU3aIK, a Takke MHPOPMATHUKH I aHAIW3a JTAHHBIX
[44].

B nacTosiiiee Bpemsi B MOMYJISIUMOHHBIX HAYYHBIX UCCIIEIOBAHUSIX UCTIOIB3YIOTCS
rnaBHbIM 00pa3zom SNP-mapkepsr [45,46]. SNP — 3TO OTHOHYKJICOTHIHBIC MTO3UINH B
renomHoi JIHK, s KOTOpbIX B MONyNSIMM HUMEIOTCS Pa3jiu4yHble BapHAHTHI
NOCJIEIOBATEIBHOCTEH, MIPU 3TOM aJUIENb CUUTAETCA PEAKUM, €CIIM OH BCTPEYaercs C
gactotoii He Ooinee 1% [47]. Yame Bcero SNP mpencraBneHsl OByMs aiielbHBIMU
BapuMaHTaMU, HO BO3MOXXEH U TpeXaJUieNbHbIA noaumMopdusm (nmpumepno 0,1% oT Bcex
SNP B reHome uenoBeka), xorsi oHu kpaiiHe peaku [48]. BompmmacTBO SNP, Kak

INPpUHATO CYUHUTATb, IIOABJIAIOTCA B PC3YJILTATC YHHKAJIBbHBIX MYTaHHﬁ. B renome
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YyeJIoBeKa HaCUUTHIBAETCSl orpoMHoe kosnuecTBO SNP, uTo mo3Bosisier oTo0path 0KOJIO
100000 SNP-mapkepoB ¢ uyactoToil penkoro amens Oonee 20% mpu cpeaHem
paccrosiauu Mexay HuMHA B 30 T.1.H. [48]. SNP nMeroT HU3KUI ypOBEHb MyTalluu Ha
nokonenue (mpumepro 1078), uro nemaer mx ymoOGHBIME MapKepaMd MOJIEKYISPHOI

9BOJTIOIIAHY TIPH OIICHKE KPYITHOMACIITAOHBIX IBOFOIMOHHBIX cOObITHIA [49].

[TostBuBIIMECST OHOMH(OPMATUYECKHE METOJbl aHaIM3a, a TaKXKe pa3BUTHE
BBIUMCIUTENFHON TEXHUKH JAIOT BO3MOKHOCTh MHTEPIPETHPOBATH OOJIBIINE OOBEMBI
OKCIIEPUMEHTAIBHBIX NaHHBIX (Y4TO JO pa3BUTH STOH 00JacTH OBUIO MPaKTUYECKH
HEBO3MOXXHO) M TIO3BOJIIIOT 0OJiee METalbHO aHAIM3HPOBATh KAPTHHY CTPYKTYPHI
reHO(OHJOB B3aUMOJCHCTBUSA MOMYJSAIUN, T'€HETHKO-AeMOTpapruecKux MpOoIEecCoB,

€CTECTBEHHOT'0 0TOOPA U PEKOHCTPYKIIMU MUTPALIUN.

1.2 buoundopmMaTuyecKue MeTOAbl AHATU3A TeHETHYECKOH CTPYKTYPHI

CoBpeMeHHbIE METO/bl MCCIEIOBAHUSI T€HETUYECKON CTPYKTYpPhl OCHOBAHbBI Ha
aHanmze coTeH Thicsiy SNP-mapkepoB mo Bcemy reHomy. OmaHu u3 Haumbosee
pacmpoCTpaHEHHBIX METOJOB aHalIM3a ayTOCOMHBIX MAapKEpOB BKIIOYAIOT B ce0s
anroput™Mbl AdMiXture, MOUCK MICHTHYHBIX OJIOKOB IO MPOUCXOXKICHUIO M PErHOHOB

BBICOKOW TOMO3UTOTHOCTH.

1.2.1 AHaau3 pacnpe/ejeHHsI YACTOT aJlieJiell ¢ TOMOIIbI0 METOIA IJIABHBIX
KoMnoHeHT u ajropurmoB t-SNE n Admixture

AHan3 TeHETHYECKOHW CTPYKTYphl MOMYJSANUNA dYeloBeKa HEOOXOMuM s
UCCIICIOBAHUSI TEHETHYECKOTo pa3HooOpasusi U auddepeHnuaniy HaceaCHUs |
MO3BOJISICT PEKOHCTPYMPOBATh T'€HETHYECKYI0 MCTOPHIO, MHUTPAIMH W pPAaCCEIICHUE
COBpPEMEHHOTO 4YesioBeka. CyIecTBYeT MHOXKECTBO CITIOCOOOB BH3YyaIM3allii M aHAJIHM3a
ICHETHYECKUX MapKepOB, OJHUMH M3 HauboJiee PacHpOCTPAHEHHBIX CTATHCTHYCCKUX
METOIOB U3yUEHHUS CTPYKTYPHI MOMYJISAINH SBISIOTCS METO IIaBHBIX KoMmoHeHT (PCA
— Principal components analysis) [50,51] u MeToa, HCHONB3YIOIMIMKA AJITOPUTM

kiactepusanuu Admixture [52].
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AHanmu3 C TIOMOIIBIO METOJa TJaBHBIX KOMIIOHEHT TIO3BOJISET BBISBUTH
MHTErpaJIbHbIE XapaKTEPUCTUKU PACHpPEACNICHUsS 4YacTOT ajulelied B HCCIEIOBAaHHBIX
nonyssiusx. [ TaBHBIMU LIETISIMU TaKOTO MOAX0a K aHAINU3Y TeHOTHIIMYECKUX JaHHBIX
SBJIIIOTCSl COKpAIICHUE YHCIIa MEPEMEHHBIX U OMNpeJIeJIeHUE CTPYKTYPhl B3aMMOCBSI3eH
Mexay nepeMeHHbIMH. CyThb MeToJa TJIAaBHBIX KOMIIOHEHT COCTOMT B 3aMEHe
NEpPBOHAYAIBHBIX KOPPEIUPOBAHHBIX MPU3HAKOB Ha HEKOPPEIUPOBAHHBIE KOMIIOHEHTHI,
Wi  (GaKkTopbl, KOTOpbIE MOTYT OBbITh YHOPSAJOYEHBI B COOTBETCTBUU C JOJEH
JUCTIEPCUH, KOTOPYIO OHU OTPEACIISIOT B COBOKYITHOW M3MEHUMBOCTH MEPBOHAYATIBHBIX
Npu3HaKoB. TakuM o00pa3oM, MOXXHO BBIJCIUTh HauOosee 3HAUYUMbIE (PAKTOPHI,
ONPEEISAIONIME OCHOBHBIE 3aKOHOMEPHOCTH HW3MEHUMBOCTU reHodoHaa. Merton
TJIABHBIX KOMIIOHEHT IMO3BOJISIET BBIIEIUTH TPYIIbI T€HETUYECKU CBSI3aHHBIX JPYT C
JIpyroM 3THOCOB. HecMoTps Ha TO, 4TO OH BIEpBBIC ObLT MpejacTaBieH B 1978 r., aToT
HOJXOJ] JIOJroe BpeMsl ocTaeTcs BocTpeOoBaHHbIM [26,53]. AKTyanbHOCTH MeToIa
coxpansiercs Onarofaps BO3MOXKHOCTH HWHTEPIIPETAlMM JAHHBIX, COJEpKaIIUX
WHPOPMAITUIO O OTPOMHOM MAacCCHBE TEHOTHIMYECKUX JAaHHBIX JJI ThICSY 00pas3IoB, B
pe3yJibTaTe 4ero OTHOCUTENbHO HEOOJbIINE, HO peanbHble 3(P(EKThl MOTYT XOPOIIO
OTIPEACIIATHCS TIPU MMOCTPOCHUH TPa(hUKOB MEXKAY OTJACTHHBIMU KOMITOHEHTaAMH.

JUJis JOTIOJIHUTENBHOTO aHAIK3a MOMYJISIUN TaKKe MOKHO HCIOJIb30BaTh METO
CTOXaCTMYECKOI'0 BIIOKEHHS coceneii ¢ t-pacmpenenenuem (amrm.  t-distributed
Stochastic Neighbor Embedding, t-SNE) [54] — 3To anroput™ MailvHHOTO OOyYEHHS
IS BU3yanu3anuu [55], Habuparomuii momyJisspHOCTh B aHAIH3€ TEHETHYSCKUX JTAHHBIX
gyenmoBeka [56]. OH WCHONB3yeT HEIMHEWHOEC CHW)KCHUE Pa3MEPHOCTH, XOPOIIO
MOJIXOJAIIEee JJIs JaHHBIX BBICOKOM pa3MEpHOCTH, JUIsi WX BHU3YyalHW3alid B
IPOCTPAHCTBO HU3KOM pa3MEpPHOCTH (IIByX- WM TpexmepHoe). MeTox Moaenupyet
KOKIbII OOBEKT BBICOKOM pPa3MEPHOCTH JBYX- WM TPEXMEPHOM TOUKOW TaKuUM
00pa3oMm, YTO MOX0XKHE OOBEKTHI MOACTUPYIOTCS OIM3KO PaCIOIOKEHHBIMU TOYKaMH, a
HEMOXO0XKHE TOYKU MOJENIUPYIOTCS ¢ OOJIBIION BEPOSTHOCTHIO TOUKAMH, OTCTOSIIUMHU
naneko Apyr ot apyra. B ormmume or PCA, t-SNE Oonee ycTOHYMB K HaJU4HIO

BBEIOPOCOB.


https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA
https://ru.wikipedia.org/wiki/%D0%9C%D0%B0%D1%88%D0%B8%D0%BD%D0%BD%D0%BE%D0%B5_%D0%BE%D0%B1%D1%83%D1%87%D0%B5%D0%BD%D0%B8%D0%B5
https://ru.wikipedia.org/wiki/%D0%92%D0%B8%D0%B7%D1%83%D0%B0%D0%BB%D0%B8%D0%B7%D0%B0%D1%86%D0%B8%D1%8F_%D0%B4%D0%B0%D0%BD%D0%BD%D1%8B%D1%85
https://ru.wikipedia.org/w/index.php?title=%D0%9D%D0%B5%D0%BB%D0%B8%D0%BD%D0%B5%D0%B9%D0%BD%D0%BE%D0%B5_%D1%81%D0%BD%D0%B8%D0%B6%D0%B5%D0%BD%D0%B8%D0%B5_%D1%80%D0%B0%D0%B7%D0%BC%D0%B5%D1%80%D0%BD%D0%BE%D1%81%D1%82%D0%B8&action=edit&redlink=1
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buoundopMaTnyeckuii moaxo ] K aHaIu3y pacnpeiejeHUsl YaCTOT B MOIMYJISIUSX,
KOTOPBIIl pealm30BaH B KOMIbIOTepHOW mnporpamme Admixture — emé oauH
WHCTPYMEHT, MO3BOJISIIOLIUN CTPOUTH MPEINOI0KEHUSI O TPOUCXOKIECHUN MOIYJISLIHUH.
AJNTOPUTM TMO3BOJISIET BBIABIATH CMEUIAHHOCTh COCTaBa MOMYJSLIMOHHOW BHIOOPKHU
WH/IMBHUJIOB Ha OCHOBE JaHHBIX O TCHOTHNAX. AJTOpPUTM Kiactepusanmu Admixture
UCIIOJIB3YETCSl JUIsl UASHTU(UKAIIUN TTOTEHIIMATBHBIX MPEIKOBBIX KOMIIOHEHTOB CpPEIU
FEHOMOB HCCIIEAyeMbIX nomyJisinuil. [loJIHOreHOMHBIE HaHHBIE W BBICOKOILIOTHBIE
nanenu SNP mo3BOJSIOT Ha ypPOBHE MHAMBUIYATbHBIX TEHOMOB U MOIMYJISIIUANA OIIEHUTH
BKJIaJI KOMIIOHEHTOB Pa3HOTO T'€HETUYECKOTO IPOMCXOXKIEHUsA. B mocneaHee Bpems
MOJICJIMPOBAaHUE C TOMOINBI0 AdMixture siBiiseTCs OAHMM W3 OCHOBHBIX METOJIOB
aHanM3a TPU UCCICNOBAaHUM TEHO(POHIOB COBPEMEHHBIX W JIPEBHUX TOIYJISAIUN
YeJI0BEKA. DTOT METOJ MO3BOJISIET aHAIU3UPOBATH OJHU U TE€ K€ JAHHBIE HA PA3HBIX
HMepapXUUYECKUX YPOBHAX — OT MHAUBUAYATHLHOTO TEHOMA JI0 TeHO(hOH/Ia YeJIOBEUYECTBRA.

OcHOBHasi CyTh aHajaM3a C TOMOIILI0 MeToga Admixture — mpoBepka cepuu
TUIIOTE3 O Pa3HOM YHCIIE MPE/IoIaracMbIX MPEeIKOBbIX KOMIIOHEHT Ha OJHOM U TOM K€
MacCUBE€ JaHHBIX. B mporpaMMe BHOCHUTCSI JIONMYIIEHUE, YTO H3y4YaeMbI€ MOIMYJISLHH
OPOU30IUIM OT KAaKUX-TO THUMOTETUYECKUX TMPEAKOBBIX TMOMYJSIIIUNA, KOTOpPhIC
0003HayarTCs Kak «mupenarnoiaraeMmsle npeakossle nonysssuum» (ITIIT). ITpocreiimas
TUIIOTE3a, KOrja MUHUMAaIbHOE YHMCIIO MPEAKOBBIX KOMIOHEHTOB cocTaBisieT 2 (K=2).
[Ipu TakOM yCJIOBUM aJITOPUTM UCXOIUT U3 MPEANOI0KEHUS, YTO JJISI BCEX WHIUBHUJIOB
B aHaJu3€ CYIIECTBOBAJIO TOJILKO JIB€ 3HAYMTEIHHO PA3IMYAIOIIMECS MEXITy CoO00M
MPEAKOBBIC TOMYJISAIUMN, U PACCUUTHIBAET BKJIQJ KAXIAOW M3 HUX B T€HOTHI KaXKJIOTO
obpasna. [IpoBepka cieayrolieil THIOTE3bl — O TpeX MNpeakoBbIX nomyssnusax (K=3)
JUIsL TOTO € Ha0opa TEHOTUIIOB — TMPOWCXOAUT HE3aBUCUMO W aHAJIOTUYHO C
MOCJEAYIOIUMHU TUTIOTE3aMHU.

HNmes cBefieHUs O TEHOTHUIIAX U MPEANOIOKEHNE O KOJMYECTBE MPENOIaracMbIX
NPEIKOBBIX MOMyJIsiiuid, AdMIXture CTpOUT CBOXO MOJIE/Ih TOTO, KAKOB BKJIAI KaXKI0H M3
[T mma kaxaoro OTAENBHOrO WHAMBUAA. B pesysbrare s KaXIOoro HMHAWBHUIA
BO3HUKAIOT HECKOJIbKO 3HAaY€HUW (B 3aBUCUMOCTH OT KOJMYECTBA CPaBHUBAEMBIX

MOMYJISIIUNA): KOJTMYECTBEHHBIA BKJIAJl KKI0W U3 ATUX momyJsiuui. [Ipu s3ToM MoxkeT
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OBITh M TaKasi CUTyaIMsl, YTO Y KOHKPETHOTO MH/MBHIA B COCTABE OTCYTCTBYET KaKasi-TO
nu3 [IIIII, maxxe BO3MOXHO, YTO OH NPUHAIJIEKUT TOJNbKO K omHou w3 IIIIII. Yewm
ooxabuie Bxian kaxkmou IITIII B orTmenbHOro MHAMBHAA, TEM OOJbBIIE ATOT HHIUBUI
ABJISICTCS «HOCUTEIIEM» JIAaHHOM TONYJSILIMM W €€ MPEICTaBUTEIEM. OTH 3HAYCHUS
MOXHO TpaUYecKu BU3yaTW3WpoBaTh. Jlajiee WHIWBHIBI TPYNIUPYIOTCS — TI0
«M3BECTHBIM» TOMYJISIIUAM, U B pe3yJbTaTe€ MBI MOJTy4YyaeM TEHETHUYECKHEe MpoduiIn
KaXI0M U3 MOMYJALUNA. 3aTeEM BO3MOKHBIE W3BECTHBIC MOMYJISIIUM CPABHUBAIOTCS T10
9TUM TEHETUYECKMM MpoPuiIsiM Mexay coboil. [lpum cpaBHeHMH BaXeH Kak
KOJIMYECTBEHHBIM  COCTAB  MOMYJSALUMH, TaK W  KAa4eCTBCHHBbIA, T.€. Kakue
«TIpeAnojaracMpie IMPEJKOBbIC MOMYJSUIUU» MPUCYTCTBYIOT B TE€HOTHUIIE Ka)XJ0To
ucciemyeMoro obpasila U B KaKOM COOTHOIICHHWH. B wWTOTre, B pe3ynpTaTe aHaimM3a
Admixture tabiuia UCXOAHBIX I'EHOTHUIIOB HCIOJB3YETCS JJIs T'eHepalliy TaOJHMIBI C
JOJISIMA MHOKECTBA MPEAKOBBIX KOMIIOHEHTOB (KOTOpPbIE MOXHO BapbUpPOBATH OT 2 10
10-15 u Gonee) mis xkaxgoro ooOpasma. [IpakThka mpuMEHEHHsS 3TOr0 MOAXO0Aa IS
aHaJIu3a KAaK YWUIMOBBIX, TaK U TOJHOTC€HOMHBIX JIAHHBIX IIOKAa3bIBAE€T €r0 BBICOKYIO
3G (HEKTUBHOCTh TIPU aHAIHM3€ 3HAYUTEIHHBIX MACCHBOB TC€HOTHUIMYECKHX JAHHBIX HX
PAa3IUYHBIX TOMYJISALNM.

Anroputm Admixture MO3BOJISIET PEMIMTh HECKOJBKO 3aaad. Bo-TepBbIX,
IIPOBECTH KOHTPOJb KAyeCTBa, OLECHUBAS CXOXECTh PUCYHKA KOMIIOHEHT Yy
MpEeACTABUTENICH OJHON TMOMYJISIIIUU. BO-BTOPBIX, OIEHUTH OJWU30CTh MOMYJIALMMN IO
MOPSIZIKY U OCOOCHHOCTH KOMOMHAITMH KOMITOHEHT IPH IMOCTEIIEHHOM UX YBEINYEHUHU.
B-TpeTbux, BBIABUTH METHCALUIO OTHACJIBHBIX HWHAMBUIIOB ISl JaJIbHEHIIEH

buIbTpaluy TaHHBIX.

1.2.2 PernoHbl BHICOKOH rOMO3HMTIOTHOCTH

CymiecTBeHHass 4acTh  JIIOOOTO  WHAMBHAYaJIbHOTO TE€HOMa  4eJloBeKa
IpeCTaBICHa PETUOHAMU BBICOKOW ToMO3UTroTHOCTU. OOmIas IIMHa U paclpeneacHue
TaKUX YYacTKOB CBS3aHbl C TE€HETHKO-AeMOTpauuecKoil HCTOpueill HOmyNsnuu |
oTpaxaroT 3((exTsl OCHOBaTeNsl, ypOBEHb HMHOPHAMHTA, a TaKXe MOTYT OBITh

CIIEICTBUEM JICHCTBUSA CHJIBHOTO HampaBieHHoro otoopa [57,58]. CoBpemeHHbIC
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METO/bl aHalM3a JaHHBIX TMOJHBIX T€HOMOB WJIM BBICOKOIUIOTHBIX HabopoB SNP
MO3BOJISIOT JIETAJIbHO BBISABIATH CTPYKTYpY U pacnpeneneHue ROH B unauBuayaibHbIX
F€HOMax W MOMyJSIUUAX C LEJIbI0 YTOYHEHUS T'€HETHYECKOW HCTOPUM MOMYJISALUM,
OIICHKH YypOBHS HMHOPHMIMHIA, IOMCKAa CHTHAJIOB €cTecTBeHHOro otbopa [57,59].
HNannable mo pacnpeaenenuto ROH B momymsinusx MOTYT CIIy>)KUTb OCHOBOW JUJIst
UACHTU(UKAIIMK YYaCTKOB T€HOMA, CBS3aHHBIX C 3a00JIeBaHUAMH, B KOHTEKCTE
KapTupoBaHusi romosurotHoctu [60]. OOmas mmHa wu crpykrypa ROH
XapaKTEepU3yeTCd CYIIECTBEHHOW MEXHHAWBUAYAIBHOM W MEXKIOMYJISIHUOHHOU
BapuaOeIbHOCTHIO.

[Ipenpiaymie uccieqoBaHMs MOKa3aldu, YTO Y HEPOACTBEHHBIX JIFOAEH HIMPOKO
pacnpoctpaHeHbsl kopoTkrue ROH, n3mepsiemMble HECKONBKUMH JI€CATKAMU ThICSY Hap
ocHOBaHMH (T.11.0.) [61]. PernoHbpl BBICOKOW FOMO3UTOTHOCTH CPEIHUX Pa3MEpOB — OT
COTEH THICAY JI0 HECKOJIBKUX MHJLIMOHOB I1.0. — SIBJISIFOTCS, KaK MPaBUJIO, PE3YJIHTATOM
o0IIero MpPOMCXOXKJEHUSI WHAMBHUIOB BHYTPU MOMYJSIUM U OTOOPa)KalOT HEAaBHHE
neMorpaduyeckie HM3MEHEHMs] B TOMYJSLMM, HamnpuMep, Takue Kak dddexr
OyTbumouHoro ropisiiika. Jnmuaasie ROH, nusmepstonuecs aecarkaMyu MUJUTHOHOB 11.0.,
XapaKTePHBI JJIs TIOMYJISINI ¢ BBICOKUM YPOBHEM OJIM3KOPOICTBEHHBIX OpakoB [62].

Kaxk npaBuio, cymma ainuH KopoTkux u cpeaanx ROH y nHauBHa Bo3pacraer ot
BOCTOYHO-aPUKAHCKUX K €BPOMEHCKUM U a3MaTCKUM MOMYJISLUSAM B CUITYy HaKOIUJICHUS
PEeKOMOMHAIIMOHHBIX cOObITHH. HanmpoTus, oOuuii cymmMapHbii pazmep JMHHBIX ROH
MOKa3bIBACT OOJIbIIINE MEXUHIUBUIYaTbHbIE BapUAIH, OTpaxas, BEpOsATHO, 3P (HEKThI
HenaBHero MHOpuauHra [8,62]. KpoMe Toro, mokasaHo, 4TO 4acToTa pacrpecsiCHUs
ROH B renome Koppenupyer CO CKOPOCThIO PEKOMOHMHAIIMHM, a TAKXKE C CUTHajJaMu
He/laBHEro rmoyiokuTensHoro oroopa [63]. LlecTs pa3nWYHBIX THUIOTETHYECKUX
neMorpaduuecKkux ClieHapueB B MOMYJISLUSIX MpeACcTaBieHbl Ha pucyHke 1. Kak MoxHO
BuzeTh, Hannune ROH cBsA3aHO ¢ pazMepom MOMyIsIUUH, NPU 3TOM MaJOYHCICHHbIE
NOMyJISIUUKA UMEIOT Oosbiiee kosmyecTBO M anuHy ROH. buosornueckoe cmemenue
MEXAY WHIMBHUJIAMU PA3IMYHBIX ATHUYECKUX TPYMI, MPUBOAsIIee K (HOPMUPOBAHUIO
HOBBIX NOMYJISIUMKA, OOBEAUHSAET pa3HbIe TaluIOTUIIBI U OOBIYHO CHUYKAET KOJIMYECTBO

ROH 10 oyenp HeOosbimoro komudectBa KopoTkux ROH, Torma kak sddexr
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OyTBUIOYHOTO TOpJIBIIIKA yBenuuuBaeT koimdectBo ROH, xoropbie 00bIMHO Bce erie
OTHOCUTENBHO KOpOTKHe. VHOpuAMHT, ¢ JIpyroil CTOpOHBI, J00aBiseT HEOOJbIIOE
KOJIMYECTBO OueHb MHHBIX ROH anga  Tex, Kro ABIfe€TCS MOTOMKOM
KPOBHOPOJICTBEHHBIX OpakoB, TaKMM OOpa30M TakKKe yBEJIMYMBas pa3dpoc B CyMMme
ROH, Buaumyto kak casur BnpaBo Ha rpadguxe NROH no cpasuenuto ¢ SROH. Jlns
nomysiuii ¢ 3Q¢peKkToM  OyTBUIOYHOTO TOPJBIINIKA M PacHpOCTPAHEHHBIMU
KPOBHOPOJICTBEHHBIMH Opakamu OyzneT HaOIogaTbcs MaKCUMalbHOE KOJIUYECTBO

nuHHbIX ROH ¢ tenaennueit ysenuuenust anvasl ROH.
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Pucynok 1 - Jlemorpadudeckas UCTOpUS MIECTH PA3NTHYHBIX THIOTETHUYECCKUX
nomyisinuii [64]. Tlpumedanue: [TocnencTBust Kaxaoro aeMorpaguueckoro CleHapHs
IPOWJUTIOCTPUPOBAHBI HIKE: cxemaTuueckoe pacnpeneireHne ROH mo xpomocomawm,
MOKA3bIBAIONINE TUIIMYHOE PACIPEIeNIEHUE PETMOHOB BhICOKOM romo3urotHocT (ROH)
JUISL KQXKIOTO clieHapusi, Hibke rpaduk 3aBucumoct odmert sl ROH (SROH) ot

obmrero konudectBa ROH (NROH) oxugaemplii B KaXKJ10M CIIEHAPHU.

ROH moryT ObITh OOHapy»€Hbl B JAHHBIX T€HOTUIMPOBAHUS MUKPOUMIIOB WM
MIOJITHOTEHOMHOTO CEKBEHHPOBAHUS C MCIOJIb30BAHUEM JTUOO METOJOB «HAOIIOICHHUS,

1100 MOAX0M0B HA OcHOBE Mojelnel [8], peamm3zoBannbix B mporpammax PLINK[65] u

GARLIC [58], cooTBeTcTBEHHO.
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Anammu3 ROH B PLINK BBIIONHSIOTCS C MCIOJIb30BaHUEM (yHKIIMU homozyg.
Anroputm PLINK st ob6napykenuss ROH ocHoOBaH Ha MoJxoj/ie «CKaHUPYIOIIETO
OKHa», KOTOPBIM COCTOUT W3 TpeX MIaroB. Bo-mepBbIX, pa3Mep CKaHUPYIOLIETO OKHa
ompeensercs 3apanee onpeaeaeHHbIM koaudectBoM SNP ( --homozyg-window-snp ) ¢
MaKCHMaJIbHBIM KOJIHYECTBOM TreTepo3uroTHeix SNP (1 --homozyg-window-het ) wu
MaKCHMaJbHBIM KOJMYeCTBOM oTcyTcTByromux SNP ( --homozyg-window-missing).
OKHO MOWIAroBO CKAaHUPYET TE€HOM YeJIOoBEKa M OlLEHUBaeT i Kaxaoro SNP
MIPOTIOPIINIO, KOTOPAs MOSBIISETCS B TOMO3UTOTHOM OKHE.

Bo-BTOpBIX, CerMeHThl TOMO3UTOTHBIX SNP uIeHTUOUIHMPYIOTCS 1O BCEMY
Ir€HOMY C HCIOJb30BaHUEM TOpOTa ISl 3TUX OLIEHOK M Kaxaoro SNP — yacTorsl
COBMaJicHUH OKHa ckaHupoBaHus (--homozyg-window-threshold). /s pa3mepa okHa B
100 SNP u nopora 0,05 SNP nomkeH mosBUTbCS KaK MUHUMYM B ISITU TOMO3UTOTHBIX
OKHAax, TPEeXIe 4YeM OH OyaeT UASHTU(PUIMPOBAH KaK YacTh CETMEHTa. Takue
TOMO3HUTOTHBIE OKHA MOTYT COJIEpXkKaTh OTCYTCTBYIOIIME WM TeTepo3uroTHeie SNP, B
3aBUCUMOCTH OT HAaCTPOEK OKHA CKaHUPOBAHUSI.

B-Tpetpux, s  3TUX  TOMO3BUTOTHBIX  CETMEHTOB  yCTaHABIMBAIOTCS
JOTIOJTHUTENbHbIE OrpaHUYEHUs I WACHTHU(PUKALMK KOHEYHBIX cerMeHToB ROH.
[IpoBepsieTcsi MakcUMaNbHBIN WHTEpBan Mexay aByms SNP B cermenre (--homozyg-
gap), a TakK€ MaKCUMaJbHOE KOJUYECTBO IeTepo3uroTHeIx SNP, paspemeHHbIX B
koHeuHoM cermeHre ROH (--homozyg-het). 3atem cermentsi ROH, koropeie He
COOTBETCTBYIOT 3TUM JABYM TpeOOBaHUSIM, pPa3IESAIOTCS U IOBTOPHO OLIEHUBAIOTCA. JTO
MOXET MPUBECTU K OOHapyxkeHuto cermeHToB ROH MeHblIMX, yeM pa3Mep OKHa
ckanupoBaHus. [locne »Toro oneHuBaercss MUHUMaIbHas MWI0THOCTHE SNP (B kb/SNP)
Ha cerMeHT (--homozyg-density), a Takke MHHAMAaJIbHAS JUTHHA U KojuaecTBO SNP (--
homozyg-kb u --homozyg-snp). Cermentet ROH, koTopble He yAOBICTBOPSIOT HHU
OJIHOMY U3 3THX TPEX YCIOBHM, yIaISIOTCSA U3 aHAIN3A.

B nutepartype HET €IMHOTO MHEHMS O TOM, cieayer Jin uckiatodaTe SNP, Ha
npeaMer HepaBHoBecusa Mo cuemieHuto (LD — anrn. linkage disequilibrium) w/wnm
gacToThl MHHOPHBIX aymienield (MAF — anrn. minor allele frequency) mepen anamuzom

ROH. B 6onbmMHCTBE MCCIeA0BaHUN Ha )KMBOTHBIX TpuMeHseTcs: punbTparus MAF ¢
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noporom 0,01-0,05, a B HEKOTOPBIX UCCIEAOBAHUSAX TAKXKE BBINOJHsIETCS yaaneHue LD
[66].

B nccnenoBannu [66] pekoMeHIYIOT UCKITIOUNTh IpuMeHeHne GpuibTpoB MAF u
LD nepen unentudukanueri ROH Ha OCHOBE T'€HOTHIIOB CO CpeAHEH IJIOTHOCTHIO
nokpeitust SNP. Onnako uccnenoBanust LD mokaszanu, 9To pa3Mepsl rarjioTUIIOB PEIKO
npesbimatoT 100 K6 y moneit u yto oOmas niauHa otnenbHbix ROH, n3mepennas c
obpeskori LD wim 6e3 Hee, onuHakoBa, eciu paccMmarpuBath ROH Gonee 1,5 m.a.o.
[57,67,68].

MopenwHubiit nogxon s uaeHtudukanuu ROH, peanuzoBanHbil B mporpamMmme
Beagle, ucrone3yer ckpbiThie MapkoBckue moneian (HMM — anrn. Hidden Markov
model) mnst ydera ¢donoBbix ypoBHed LD [69]. UToOwl caenmaTh BBIBOA O cTaTyce
TOMO3UTOTHOCTH «CKOJIB3SIIIMX» OKOH Yy KaXJOro 4YeJOBEKa, Jpyrue MOAXOIbI,
OCHOBaHHBIC Ha MPABIOMOI0OMH, MCIOJB3YIOT Jorapu(dM OTHOIICHHUS BEPOSTHOCTEH
TEHOTHUIIA B COOTBETCTBUM C THUIOTE3aMU 00 ayTO3UTOTHOCTH M HEAyTO3UTOTHOCTH,
BKJIIOYAsl OLIEHKM YacTOThl ajjiesied NIl KOHKpeTHOM mnomyssinuu. Ha ocHoBe 3THX
OIICHOK JIOTapU(MUUYECKHUX IIAHCOB OMPEACISICTCS MOPOr IS KaKI0M KOHKPETHOMN
MOMYJISIITUY, BBIIIIE KOTOPOTO HaleHHbIe perruoHbl Ha3biBaOTCss ROH. Pacnpenenenue
e ROH  Mopenupyercss Kak  cMeCch  TpeX TayCCOBBIX — paclpeiesieHUN,
knaccupumupytonmx ROH mo tpem kmaccam jqmmuH. HecMoTpss Ha MNOBBIIICHHYIO
YyBCTBUTEJIIBHOCTh JTOTO TOAXOJa Tpu OOHapykeHun Oojee KopoTkux ROH,
HEO0OXOJMMOCTD OIEHKH YaCTOT aJIJICNICH SBJISICTCS €T0 OrpaHu4eHueM. J{aHHbII ToIX01
k uacHrudukaruu ROH peanmsoBan B GARLIC [58]. Ha mnpakTteke pe3ynbTarhl
MOJIEIM CMECH TayCCOBBIX paclpeiesieHMd O4YeHb CHJIBHO KOPPEIUPYIT C
pesyapraraMmu 3 PLINK [8]; omHako mnomysisiinoHHO-CriCHM(DUUSCKUI XapaKTep
rpanul] kjmaccoB ROH ycnoxuser metaanaim3. C Apyrod CTOPOHBI, TaKOW MOIXOJ
nomoraer Oojee TOYHO oxapaktepuszoBaTh kimacchl ROH ¢ Ouosormueckoil TOYKH
3pEHHs.

Cpenu MHoOroduciaeHHbIX rpynn HaceneHus CeepHoit EBpaszum, uMmerommx
pPa3sIUYHYI0  TE€HETUKO-AeMOrpadUyecKyt0  HUCTOPHIO, OCOOBI  WHTEpeC I

uccienopanuss ROH mnpencrapisioT mnomyisiuuu  KOpeHHbIX HapoaoB (CeBepHOTo
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KaBkaza u Cubupu, xapakTepu3yromiecs, Kak MpaBuiio, HeOOJIbIION YUCIEHHOCTHIO U
3HAYUTEIBHOMN TeorpaduuecKoi U30JsIUeH OT IpyTrux nomnyisaiui. B yactHocTH, paHee
JU1sl oy siuuid Jlarectana, roBopsiiuX Ha si3bIKaX HAaXCKO-JAareCTaHCKOM ceMbH, ObUIH
MOKa3aHbl BBICOKUE KOIP(GUUMEHTHl HMHOPUAMHIA, OYEHb OOJBIIOE KOJIMYECTBO U
OoJiblllasi CyMMapHas JJIMHA TOMO3UTOTHBIX OJIOKOB, MO CPABHEHUIO C OKPYKAIOUUMHU
nonyJsinuoHHbIMK rpynnamu Kaskasza, bavwknero Bocroka, EBpomnbl, LlenTpanbHoi u
FOxHo# A3uum [70]. st momynsiumii CHOMpH 1O JaHHBIM HU3KOIUIOTHBIX YHIIOB HAMH
paHee ObLIO MOKa3aHO 3HAYMTEIBHO OoJblliee yuciao u cymmapHas jymHa ROH mo

cpaBHEHHUIO ¢ nonyJisinusamu Bonro-Ypansckoro pernona, Kaskasza, EBponsl u Cpennei

Aszun [71].

1.2.3 Ko dunuedT nHOpUIMHTA

TpamuuMoHHO OIICHKY YPOBHS HWHOPHWAMHTA TOMYJSIIUU  TMONy4Yaid U3
TCHOTUIIUPOBAHUS BBIOOPOK C TOCIEAYIOIMIEH OIEHKONH ajulebHBIX YacToT |
reTepO3UrOTHOCTH (HAOIIOAAEMYIO0 U OKHUIAEMYI0) WJIM U3 aHallM3a FeHeallornYecKoro
npesa [72]. CreneHb MHAUBUAYATILHOTO WHOPHIMHIA U3MEPSETCS C MCIOIb30BAHUEM
(F), BeposiTHOCTH TOTO, YTO MHAMBUAYYM TMOJIy4aeT JBa ajuIelisi, KOTOPbIe WACHTHYHBI
0 TPOHMCXOXKJCHUIO B JaHHOM JIOKyce [73], 4TO Takke SBISETCS OXKHJIACMOI
IIPOTNIOPLIMEN TE€HOMA, KOTOPBIM SIBIISIETCS ayTO3UTrOTHBIM, Hanpumep F = 0,0625 mid
MOTOMCTBA JIBOIOPOJHBIX OparheB. UeM BhIIE CTENEHbh WHOpUIWHTA, TeM OJUKe K
CAVHUIE HAXOAUTCS KOA(PGUIIMEHT WHOPUAMHTA, U CTPEMUTCS K HYJIO B Clydae C
WHIUBUIAMHU, UMEIOIUMHA OTAAJIEHHBIX OOIIHUX MPEIKOB.

Jlnst monydyeHuss HamOoJsiee TOYHOTO 3HAauYeHUs KodhdUIMEeHTa WHOpUIUHTA
HEOOXOIMMO aHAJTM3UPOBATh POJIOCIOBHBIC HE MEHEEe JIecsATH NokosieHul [74]. Onnako
Ha TMpPaKTUKE B PEAKUX CIy4asX MOXKHO TMOJIYYUTh TOYHYHO HH(MOPMALUIO O
POJIOCIIOBHON O0Jjiee YeM Ha TPU WM YEThIPE MOKOJICHUS Ha3ad, OCOOCHHO €CIIU 3TO
KacaeTcs TOMYJISIIIMOHHBIX BRIOOPOK.

Curyanus pe3ko U3MEHWIACh B CBSI3U C BO3MOXKHOCTBIO UCIIOJIb30BAaTh T€HOMHBIE

JaHHBIC, IMOJYYCHHLIC C IIOMOIIBIO BBICOKOIINIOTHBIX YHIIOB HMJIM IIOJIHBIX I'CHOMOB,
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MO3BOJIAIOIINX UACHTU(DUIIUPOBATh KaK JIUHHBIC, TAaK U KOPOTKHWE PETHMOHBI BBICOKOM
TOMO3UTOTHOCTHU B PA3IMYHBIX TOMYJISIHSIX YETOBEKA.

UccnenoBanus, wucnoip3yromue KkKoddpduuueHt wWHOpUAMHTA JUIS aHaAIM3a
TOTYJISIIIAMA, BBISIBIJIA BBICOKAN YPOBEHb ayTO3UTOTHOCTHU AK€ B KOCMOTIOTMTUYECKUX
HEMHOPEIHBIX TOMyJISAIUAX, IIOKa3aB yBEIMYCHHE WHOPUIMHTA W 3HAYUTEIIHHOE
COKpaIlleHHEe TEHETHYECKOT0 pPa3HooOpa3us, MPOMOPIUOHAIBHO TreorpaduueckoMy
pacctosiuto ot Adpuku [8,62,75]. Pacnpenenenne ROH HepaBHOMEPHO 1O TEHOMY U
JUTSL TIOTTYJISIITAN M3 PAa3JIMYHBIX PETHOHOB BBISBIICHBI pa3HbIC 3HAYCHHS KO DUIIUCHTA
uHOpuauHra [62,76].

Koadbduiment renomuoro unoOpuavnara (Fron) u3MepseT (akTHYSCKYHO JIOJIIO
ayTOCOMHOTO TE€HOMa, OmpenensieMylo Kak gomo  oOmed  mgmeel  ROH
UACHTU(DUIMPYEMBIX BBIIIE OIMPEAEACHHOIO Iopora OT oOImed JauHbBI TeHoma [57].
Fron ompenensier oOmmii kodpPuimeHT WHOPUIMHTA WHIWBHIyyMa HE3aBUCUMO OT
U3YYEHHOCTH €ro pOJOCIOBHOM WM €€ OTCYyTCTBUSA. Fron OTrpaHMYEH TOJBKO
TUTOTHOCTBIO TTOKPBITHSI TEHOMA M, CIIeIOBaTeNbHO, pasmepamu ROH, KoTopbie MOKHO
uaeHTuGuIMpoBaTh. HemaBHME UCClemoOBaHWMS TOKa3aJd, dYTO y IMOTOMKOB
JIBOIOPOHBIX OpaTheB C ayTOCOMHO-PEIIECCUBHBIM 3a00JIEBaHMEM CpEIHEE 3HAUYCHHE
Fron coctaBisiio 11%, 9To ObLIO 3HAYMUTEIHHO BBIIIE MPOTHO3UPYEMOTO, BEPOSITHO, U3-
32 HaIU4AS B TIOKOJICHUSX OJU3KOPOJCTBEHHBIX OpakoB [77]. Anamms ¢
UCTIOJIb30BaHUEM POJOCIOBHBIX W3 M30JMPOBAHHOW MOMYJISIMH TMOKa3al, 4To Frow,
paccuutanubli ¢ ROH> 1,5 m.m.o., Hanbonee cunpHO KoppenupyeT (r = 0,86) ¢
KOdPPUIIMEHTAMH WHOPUIWHTA, TOCYHTAHHBIMH W3 POJOCIOBHBIX IO IIECTH
nokonenusim (F Ped - Pedigree based inbreeding coefficient) [57]. Jlanubie
POJIOCIIOBHBIX 00ECTIEUNBAIOT TOJBKO 3HAYCHHUS OXHUAAEMOU ayTO3UTOTHOCTH, B TO
Bpems kak ROH onpenensiroT pakTH4ecKyo ayTO3UrOTHOCTb.

Taxxke ObUTO TOKA3aHO, YTO OpaThsi M CECTPHI Pa3IUYaArOTCsS B cpeaHeM Ha 10
M.a.o. 1o cymmapHo jmHe ROH. HepoacTBenHbie UHIWBHIYYMBI 03
OMU3KOPOJCTBEHHBIX OpPaKkoB, MO KpaiHEH Mepe, OT MATH JI0 IECATH MOKOJICHUN HECIIH
ROH no 4 M6 B miuny, cootBeTcTBeHHO: 3T ROH mMeroT Gosiee ApeBHUI BO3pacT

npoucxoxkacHus [57]. ®dakTuueckd, B Ppa3HBIX BBIOOPKAX CpeHEE 3HAYCHUC
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MHOPUJIMHTA, ONPEICIIEHHOTO MO POJOCIOBHBIM, TAKXE XOPOIIO KoppeaupyeT ¢ Fron €
ucnojs3oBanneM ROH> 5 m.m.o (r= 0,87), Ho He ¢ Fron, paccuntanusiM o ROH <5
M.11.0. [62].

Takum o00pa3oMm, ypoOBHM HMHOpPUIMHIA SBISIIOTCS HWH()OPMATUBHBIMU B
OTHOIIIEHUU WCTOPUU TOMYJIALMH, CBSI3aHHBIX C METHCAlMel, W3MEHEHUEM
YUCJICHHOCTH, a TakK)Ke MOTYT OBITh CBSI3aHBI C €€ TEHETUYECKOW Harpy3Kol u

PacpoCTPpaHCHHOCTBIO TCHCTHYCCKUX 3a00JICBaHU.

1.2.4 Baoku UAeHTUYHBIE M0 MPOUCXO0KAECHHU IO

CerMeHTbI reHOMa, UACHTUYHbBIE TI0 TIPOUCXOKIEHUIO, MOTYT OBITh OOHAPYKEHBI
B TOMYJSIIMSAX C MCIOJb30BAHUEM BBICOKOIIJIOTHBIX YHUIIOB W MOJIHBIX TE€HOMOB.
CerMeHT, UMEIOIIUNA UJICHTUYHbIE HYKJICOTUIHBIE MOCIEN0BaTENbHOCTH, siBisieTcs: IBD
y IByX wid Oojiee JIMI, €CIM OHHU YHAclIeAOoBaJIM €ro OT oOmero mnpeaka O0e3
pPEKOMOUWHAIIMN, TO €CTh y OTHUX JIIOJEH CErMEHT HMEeT 0O0Iee MPOUCXOKICHHE.
Oxxunmaemas niuuHa cermenta [BD 3aBuCHT OT KojMuyecTBa ITIOKOJIEHWH C MOMEHTA
MOSIBJICHUS MTOCJIETHErO OOILETo MPEKa B TIOKYCE CETMEHTA.

UNnentuduimmpoBannbie cermeHThl IBD MoOTyT HMCmoOnb30BaThest Jisi MIUPOKOTO
kpyra 3agad. OpgHuUM U3 TpuUMeHEHUW oOHapykeHus cermenta I[IBD sBusercs
KOJIMYECTBEHHAs OIIEHKA CTETIEHHU POJICTBA, UYTO MOXKET OBITh UCIIOJIB30BAHO B CYACOHOM
TeHETHKe, M TaKXE MOXET JOMOJMHUTh WHPOPMANMIO O KaprorpadupoBaHUU
F€HETUYECKUX CBA3€H HA MEKUHIAUBUIYJIHBHOM U MEKIOMYJISIUOHHOM YPOBHSIX BHYTpHU
pasnuynbIxX rpym [3].

Cermentsl IBD wucnonbs3yrorcss ayisi oOHapy>KeHHsI €CTECTBEHHOTO OTOOpa B
reHome uesioBeka. OToop 0ObIYHO yBEIUUYMBAET unciio cerMeHToB IBD cpeau mroneil B
nomyJisiiuu. Y4acTku ¢ u30eiTkoM IBD momoraroT uaeHTHGUIIMPOBATH PETUOHBI B
TCHOME YeJIOBEKa, KOTOPhIC HAXOIATCS 110]1 CHIIBHBIM HeJJaBHUM 0TOOpoMm [4,5].

Cermentsl IBD MoryT ncmons30BaThes I OIICHKU J1EMOTPaPUUeCKON UCTOPHUH,
BKJIIOYass 3(PQPEKT OYTHIOYHOIO TOPJBIINIKA M MOTOK IeHOB B momyssnusx [6]. B
HEJIaBHUX HUCCIEIOBAaHUSIX OBLIM MOKa3aHbl pa3nudusi B pacrpenencHuun [BD mexny

adpUKaHCKUMU, a3UATCKUMH U €BPOTICHCKUMHU TOMYJISIIUSIMHE, a Takxke cerMeHThl [BD,


https://en.wikipedia.org/wiki/Natural_selection
https://en.wikipedia.org/wiki/Population_bottleneck

30

oO1Me ¢ IpeBHUMU T€HOMaMM, TAKUMH KaK T€HOMbI HEaHJIepTaJIbLIEB WJIA JCHUCOBIICB
[7].

brnu3kue OnoNOrMYecKue POJICTBEHHUKH WMEIOT UIACHTHYHBIE IPYT C JIPYTrOM
noctatoyHo anuHHble pparmentsl JIHK 1, cooTBETCTBEHHO, B OOJIBIIMHCTBE XPOMOCOM
HAXOJIATCS UICHTUYHBIC 110 TTPOUCXOXKICHUIO OJIOKM 3HAYUTEILHOMN JJIUHEI (> 66,7 cM),
B pe3yJibTaTe uero okugaemas anuHa obmux IBD cocraBmser okono 1700 cM.
JIBOIOpOJIHBIE W TPOIOPOJHBIE POACTBEHHUKH, BEPOSATHO, OYIyT HMETh HECKOJIBKO
pernonoB IBD (6omnee 2,5 oxugaeMbIX CETMEHTOB) M3-3a HAIMYUS HEAABHUX MPEIKOB,
OMpENENA0MUX UX poAcTBO. OxupaeTcs, 4TO ISl JBOIOPOJHBIX POJICTBEHHUKOB
kaxapiid IBD Oyaer umeTs o611yto JyiuHy 6odibiine 62 ¢cM u 11t TpOrOpOoIHbIX — 25 cM.
bonee nanbHUE pOACTBEHHUKH TaKXE C OOJIBIION BEPOSTHOCTHIO HACIEIYIOT OAUH WIIH
HECKOJIbKO perroHoB IBD oT cBoero Ommkaiimiero ooOmiero mpeaka. Takue Tmapsl
WHJIUBUJIOB COCTABJISIOT OOJIBIIMHCTBO JIFOJICH B TOMYJISIIMA U OOBIYHO HA3BIBAOTCS
«HEPOJCTBEHHBIMIY, TTOCKOJIBKY OXHuaeTcs, uro Haymuue IBD mo Bcemy renoMy Oyaet
HE3HAYUTEIbHBIM. TakXke OOBIYHO, KOT/Ia MCIOJBb3yeTCsl TOJIbKO oiauH cermeHT IBD,
KOJIMYECTBO MOKOJICHUM JI0 OJIM>KalIiero oOIero mpeika OTAAICHHBIX POJICTBEHHUKOB

HE MOYET OBbITh HaJIC)KHO OLIeHEHO [6].

1.3 Ilouck curaaoB 0T0OpPa B MOMYJISIIUSIX YeJI0BEKA

[ToxunyB Adpuxy oxosio 50-100 TeiC. €T Ha3a, YEIOBEK COBPEMEHHOTO THIIA,
OBICTPO 3acenui 4Ype3BBIUAWMHO pa3zHOOOpa3Hylo cpeay oOurtanus. Hampuwmep,
apX€OJIOTMYECKUE HCCIENOBAHMUS CBUAECTENBCTBYIOT O TOM, 4YTO JIFOAW KWJIU B
YCJIOBHSIX, 3HAUUTEIBHO OTJIMYAIOIINXCS OT ycsioBui Adpuku K tory ot Caxapbl, TaKUX
KaK XOJIOJHBIA KIUMarT B apktudeckoi Cubupu [78] miam BbICOKOTOpHBIC pailOHBI Ha
Tuberckom mnato [79] yxke 27 u 30 Thic. JeT Has3aa, COOTBETCTBEHHO. IloMuMO
KJIMMAaTUYECKUX OTJIMYUHU, KyJbTYpHbIE MU3MEHEHHUs, TaKH€ KaK BHEJPEHUE CEIbCKOTO
XO35MCTBA W CKOTOBOJICTBA, TaKX€ CIOCOOCTBOBAJIM PACXOXKIEHUIO B YCIOBUAX
obutanus yenoseka [80]. deHoTHIMUECKOE pa3HOOOpa3Ue YEIOBEUCCKUX MOMYIISIUN B
pa3nuMYHbIX reorpaUyueckuxX peruoHax SBISETCA pe3ysibTaToM Jpeiida TEeHOB,

METHCaIlU, ECTECTBEHHOTO 0TOOpa Ha MPOTSHKEHUH BCEH DBOJIIOINH YETIOBEKA.


https://en.wikipedia.org/wiki/Neanderthal
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HccnenoBaHuio poJid €CTECTBEHHOTO OTOOpa B TEHETHYECKOM Pa3HOOOpa3uH
MOMYJISIIIAA OBLITM TOCBSIIICHBI W PabOThl psAa BEAYIIMX OTEYECTBEHHBIX OHMOJIOTOB B
60-¢ — 90-e romer mpomoro Beka (padoter FO.I1. Antyxosa, FO.I'. Prrukxoma, JI.A.
Kusotockoro, JI.JI. ConoBenuyka u jap.). B HHUM wmegunuHckoil TeHETUKH
WCCJICIOBAHMS MO OIICHKE BKJIaJla €CTeCTBEHHOTO0 OTOOpa B AMHAMUKY T€HO(OHIOB
nomyJisuid sxutesielt Cuoupy aKTUBHO BEJIMCHh CO BPEMEHHU CTAHOBJICHHUS MHCTUTYTa Ha
OCHOBE T'€HETHKO-IeMOorpaduuecKuX U MapKepHbIX 101x0,108 [81,82].

['eHeTndeckass M3MEHUYMBOCTh YEJOBEKA, JIEKallas B OCHOBE OMOJIOTHYECKOM
aJianTaiul K CEJNeKTHBHOMY JaBIICHUIO, HE IMOJHOCThIO u3ydeHa. C TMOSBICHHEM
METOJIOB MOy JISIIIHOHHO-TEHETUYECKOTO MOJICTTUPOBAHUS, MCTIOJTB3YIOITIX
BBICOKOTUIOTHBIC TEHOMHBIC JaHHBIC, TIOJYYCHHBIC IS PA3IMYHBIX TOMYJISIIHA,
HaOMI0JaeTCsl 3HAUMTENBHBIA Mporpecc B OOHAPYKEHUHM JEHCTBUS €CTECTBEHHOTO
orbopa y wuyemoBeka [83-88]. Ilpenmonaraembie CHUTrHajAbl OTOOpa MOTYT OBITH
WCIIOJIB30BAaHbl IS WACHTH(UKAIMK  (YyHKIUOHAIBHBIX  aJlleNieli-KaHIu1aToB,
JISKAIUX B OCHOBE MPEIOJIaraéMplX aJIallTUBHBIX (EHOTHUIIOB. TOUYHOE KapTHPOBAaHUE
C TIPUBS3KOMN K (DEHOTHUITYy 00JIeTYAIOT UACHTU(DUKAIINIO TIPEANOIaraéMbplX alaliTUBHBIX
ayiesieii. MHorre aganTUBHBIC TPU3HAKY, HAIIPUMED TaKUe KaK TIEPCUCTCHIIHS JTAKTa3bl
[89-93], murmenrarust koxu [94-98], amanrarusi K OOJBIIMM BBICOTaM HaJl YPOBHEM
MOPSI, PA3BUBAIUCH MAPALICTLHO BO MHOTHX Y€JIOBEUYECCKUX MOMYJISAIUIX, W, BEPOSITHO,
CHJIPHO BapbHUPYIOT JaKe IPU aHAJOTHYHOM CEJICKTHBHOM JaBiieHHH. [loMuMO
00OCHOBaHUSI HBOJIIOIIMOHHBIX TPOIECCOB, OMOCPEAYIONINX aJanTaIlii0 YelioBeKa K
MEHSOIICHCS cpefic OOMTaHUs, OTKPHITHE U (DYHKIIMOHAJIbHAS aHHOTAITUS aIallTHBHBIX
ayyIesiel TaKkKe MOYKET MMETh 3HaueHWe JJIs MTOMCKA T€HOB, BOBJICUEHHBIX B MATOTCHE3
3a00JIeBaHUH YeIOBeKa.

HecMoTpst Ha BBICOKYIO CKOPOCTHh HAKOIUICHUS JaHHBIX O T'€HaX, MOJIBEPIKEHHBIX
oTOOpYy, B OOIIENOCTYMHBIX 0a3ax JaHHBIX HEIOCTATOYHO WH(OpPMAIMU B OTHOIICHUH
MHOTHX TIOMyJISIIUHA  4YeloOBeKa, YTO OrPaHUYMBACT W3yUYCHHUE OHOJIOTUYECKOU
W3MCHYMBOCTH YejloBeKa. [loHMMaHWe T€HETHYECKON OCHOBBI IOJIC3HBIX IMPHU3HAKOB

SIBIIICTCS OJJHOM M3 OCHOBHBIX 3a/1a4 reHETHKHU deoBeka [99].
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[IpenmnonoxuTenbHO, TeHETUYECKasl CTPYKTypa KOpeHHOTro HaceneHus: Cubupu u
Kpaitnero CeBepa C0XHIach Mo CYIICCTBEHHBIM BIUSHHUEM €CTECTBEHHOTO OTOOpa: B
HanOoJiee HEOJArOMPUITHBIX YCIOBUSX CpPEIbl OOMTAaHUS B ApPKTUYECKOM KIUMATe
Kpaitnero CeBepa u pe3ko KOHTHHEHTaIbHOM KiumaTe Cubupu u [lanpaero Bocroka.
JlnurensHast  sBomouus  reHogonaa nomymsauuid  Cubupu, B TOM  YHCIE
IPUCIIOCOOUTENIbHAsA, MOTJa TNPUBECTH, C OJHOM CTOPOHBI, K (OPMUPOBAHUIO
YCTOWYMBBIX aJaNTUBHBIX KOMIUIEKCOB, a C APYrod — K CHEIUPUIECKOMY CIEKTPY
3a00JIeBaHU KaK MOHOTEHHOMU, TaK U MyJIbT(PaKTOPHOU MPUPOIBI.

Psan HemaBHMX wHcClIeNOBaHUN TMOKAa3bIBaeT, YTO TEHETHUYECKHE CHCTEMBI,
CBSI3aHHBIE C JKHPOBBIM METa0OJIU3MOM, YCTOMYMBOCTHIO K TEMIIEPATYPHBIM IIOKaM,
TOHYCOM COCYJIMCTOrO pyciia, u3MeHeHneM uHpeknnonnoi Harpysok [10,12,100-102]
MOTYT WrpaTh CYHICCTBEHHYIO pOJb B aJalTallid K HEONarompusITHBIM WM
IKCTPEMAJIBHBIM  KJIMMaTo-reorpadudeckum  ycioBusiM. I[lepexon oOT 0XOTBl K
KUBOTHOBOJICTBY, CMEHa THIMAa NUTaHUs Ha (OHE PE3KOT0 pOCTa UYHCICHHOCTH
MOMYJISIIAA MOTJIM TIPUBECTH K W3MEHEHHWIO CTPYKTYphl TeHO(OHAA MOMYJSIUN 0
pa3IMyYHBIM TE€HaM, MPOJYKThl KOTOPHIX YYacTBYIOT B JIMIMJIHOM OOMEHE, YCBOECHUHU
Pa3TUYHBIX TPOIYKTOB.

MHorue Y3  CyHIECTBYIOIIMX  METOJOB  JUIsl  ONPENCJICHHUS  CUTHAJIOB
MOJIOKUTEIBHOTO OTOOpa HCIONB3YIOT BBISIBICHHE T'OMO3UTOTHOCTH TaIlJIOTUIIOB
[99,103-105], wampumep, TOMO3HMIOTHOCTh MO pactmpernHomy ramiortuny (EHH,
extended haplotype homozygosity) u HHTErpUpPOBaHHYIO OIICHKY ramioTumnoB (iHS,
integrated haplotype score). IlpuumHa 3TOro 3akiro4aercss B TOM, YTO MO Mepe
YBEJIMUEHUST YaCTOTHI MIPEAMOUYTUTENBHOTO aJJIeNs, PETUOH, B KOTOPOM OH HAXOJHUTCH,
OyJeT yBeIMYMBaTh T'OMO3UTOTHOCTb W HUCHBITBIBATh MEHBIIYI0 BHYTPHAIUIEIbHYIO
peKoMOMHANIMI0O Ha YpoBHE momyisnuu. CleaoBaTenbHO, aIeNHd, HAXOJSAIINECs MO
0TOOPOM, YaCTOThI KOTOPBIX YBEIUUHMBAIOTCS, OyAyT pacroiaraThCs Ha 00jee IIMHHBIX
YeM OXHUAAJIOCh raruioTUnax, ¢ OOJbIIe YacTOTON B MOMYJISALMHU. AJIIENN HA pa3HbIX
TOMOJIOTUYHBIX XPOMOCOMAaX HJICHTUYHBI TIO MPOUCXOXKIACHUIO, €CIH OHH SIBISTFOTCS
IPSMBIMU  KOITUSIMH OJIHOTO W TOTO K€ TpeakoBoro amwiens. Tect IHS oueHuBaer

creneHb romo3urotHocty ramnotuna (EHH) Boxkpyr tectupyemoro SNP mnpu
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CpPaBHEHUU TaIUIOTUIIOB IS MPEAKOBOIO M Mpou3BoAHOro ajmeneid. B makere SelScan
pean30BaH yCOBEPIICHCTBOBAHHBIM BapuaHT Tecta IHS - cratrctuka nSL (number of
Segregating sites by Length). KimtoueBoe otnmume tecta nSL ot kmaccmueckoro iHS
3aKJII0YAETCSl B TOM, 4TO nSL cpaBHUBAET IJIMHY TOMO3UTOTHBIX (DparMEHTOB Ha JABYX
ramioTunax (Aas mMpeIKoBOTO M MPOU3BOJHOTO ajuiefiel) B TepMHUHAX YMCIa MyTalui
(mommMopdHBIX calToB), a He nap HykiaeoTuaoB [10,106]. Tem cambiM, nSL He 3aBUCHT
OT TPUBSI3KM K TE€HETHMYECKOW KapTe U sBisieTcs Oosiee YCTOMYMBBIM K 3 dexTam
BapraOeIbHOCTH B YaCTOTE PEKOMOUHALIMY WIIM TEMIIE MyTHPOBAHUSI.

Meronbl o0HapyxkeHHsT OTOOpa Ha OCHOBE TOMO3MIOTHOCTU TaIlJIOTUIIOB
ONPE/CIISIIOT PEruoHbl, TJe IOAMHOXECTBO HMHAMBUIAYYMOB HeceT IBD, kortopsie
JUTAHHEE, YeM MOXXHO OBLIO OBl 0XHJATh MPU OTCYTCTBUU Kakoro-imbo otdopa [107-
109]. IlosTtomy ObLIM pa3pabOTaHbl METOABI, KOTOPBIC MO3BOJISUIA JCJIAaTh BBIBOJBI O
OJ0KaxX MACHTUYHBIX MO MPOUCXOXKACHUIO, OOIIMX MEXIY JIIOJbMU B MOMYJSAUU 0e3
KakoW-1100 MH(pOpMALMM O MX POJOCIOBHBIX, C HCHOJIb30BAHUEM BBICOKOIUIOTHBIX
YUMOBBIX JaHHBIX. llepBoHayanbHas Ielb 3THX METOJOB OblJJa B TOM, YTOOBI
UACHTU(DULIMPOBATh PETHUOHBI, MPHUBOJALIME K pPa3IUYHBIM  3a00JIEBaHUSIM  C
HACJIEICTBEHHOM KOMMOHEHTOM, B KoTOopbix |IBD BcTpeudaercs wamie cpeau OOJBHBIX,
YeM cpelu 370poBbIX Jojed. Kpome Toro, 3Tu MeTOJbl TakkKe MOXKHO HCIOJb30BaTh
JUI U3y4YeHUs] TeHETUKO-AeMorpaduyeckoil ucropun nonysinuid. OHU oOecrneunBaroT
BBISIBJICHHE CIIEZIOB OUYEHBb HEJJAaBHETO CUJIILHOTO 0TOOpa B TEHOME, U HE TOJBKO 0TOOpa,
JIEUCTBYIOIIETO HA HOBBIM alljiellb, HO TaK)Xe OTOOpa, JEHCTBYIOIIETO Ha OnrpKaiiime
PacroNOKEHHBIC aJUIeH, YaCTOTa KOTOPBIX YBEJIWYMBACTCS B MOMYJISIHUH Ojaromaps

HCPABHOBCCHOMY CHCIIJICHUIO.

1.4 ITHOreHe3 KOpeHHbIX Hapo10B Cudupu

Cubupp — oOmupHbIN TeorpaduuecKuii peruoH B azuaTckod vactu Poccum,
OTPaHMYEHHBIM C 3amana YpalabCKUMU TOpaMH, C BOCTOKAa — BOJOPa3JIe/IbHbIMU
xpeOTaMu, WAYIIMMHU BAOJIL TuUxoro okeana, ¢ ceBepa — CeBepHbIM JlemoBHUTHIM
OKE€aHOM, C lora — rocynapcTBeHHou rpanuneid Poccun (Kaszaxcrana, MouHrosimu,

Kuras) [110]. Taxxe Cubupp moapasnensoT Ha 3amanHyro, Boctounyro, FHOxHyro,
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Ceepo-Boctounyto u Cpenntoro (Llentpanbnyto) Cudbups. Kak ucropuueckoe noHsitue
B CBOMX HIMPOKHX TpaHunax Cubupb BKIIIOYAET B ceOsi U ceBepo-BocTOK Kaszaxcrana u
Bech Poccutickuit [lanmbHuii BocTok.

B KkoHIle IBaaLaTOro BeKa YMCIEHHOCTh KOpEHHOro HacesieHuss Cubupu He
npeBbiana 32 MIIH. YEJIOBEK, U3 HUX OKOJIO 2 MIIH. SIBJISTTUCh KOPEHHBIMU KUTEISIMU
Kpas. B HacTosIMii MOMEHT MO JaHHBIM BcepoccHiickoil nepenucu Hacenenus 2010 r.
Han0oJiee MHOTOYHMCICHHBIME HapoaMu CuOupu sBISIOTCS AKYTHI (478 ThIC.), OypsITHI
(461 TBIC.), TyBHHIBI (265 ThIC.), amraiWnel (81 ThIC.), Xakacel (73 TBIC.).
MaitouuciieHHbIe HapOJbl MPEJCTABICHbI HEHIAMH (BKJItOYas CBPOMCHCKHUE TPYIIIbI
(44,6 ThIC.)), XaHTamu (30,9 TeIC.), 2BeHKamu (37,8 ThIC.), 3BeHamu (22,4 ThIC.),
gykyamu (15,9 Tbic.), mopuamu (12,9 Teic.), Mancu (12,2 Tbic.), HaHaiinamu (12 ThIC.),
kopskamu (7,9 ThIC.), monranamu (7,8 ThIC.), cuOMpcKUMH Tatapamu (6,8 ThIC.),
HuBxamu (4,6 ThIC.), cenbkynamu (3,6 ThIC.), UTEIBMEHAMU U YJIb4U (OKOJO 3 THIC.
KaXJIbli), KE€TaMH, FOKarupaMmu, 3CKUMOCAMU U yadreunamu (MeHee 2 ThIC. Kax[blil),
YyJIbIMI[aMU, HTaHACaHaMH, To(asiapaMu, SHIIAMH, aJleyTaMu, OpOYaMHU, HETHIadblaMu
u yinpra/opokamu (MeHee 1 Thic. Kakapiid) [111].

Kopennsie Hapogast Cubupu oTiIMYalOTCS APYr OT Jpyra aHTPONOJOTHYECKH,
JMHTBUCTUYECKH, TEHETHUECKH, a TaKXKe MO KYyJIbTypHbIM ocoOeHHOCTsM. CorjacHo
KOHIICTIIIMA XO3SMCTBEHHO KYJBTYPHBIX THUIIOB U HMCTOPUKO-KYJIBTYPHBIX OOJiacTen
(MKO), wna Ttepputopun Poccum  BBIAECHSIOTCS Tpu  OOJbIIHE  HCTOPUKO-
sTHOTpadUIECKUe MPOBUHIINU (Bocrouno-EBporneiickas, Cubupckas u
JlanbHeBOCTOYHAS).

CuOupCKyI0 HCTOPUKO-3THOrpaUUYECKYI0 MPOBHHIIMIO Pa3AEsiOT HA YEThIpe
HUCTOPUKO-KYIbTYypHBIX oOmactu: 1) AmanoTaiimeipckas KO (Tynapa u necotyHmpa
3anagnoi u  llenTpanbHoit ~ CuOupu, 3acel€HHble  NPUACPKUBAIOIIMMUCS
TPAAULUOHHBIX BEPOBAaHUM CAMOJUICKMMHM HApoJaMHU — HEHIAMH, SHIAMH,
HraHacaHaMH, a TaK)Ke TIOPKOS3BIYHBIMU jAojraHamu); 2) 3anaaHo-Cubupckas MKO —
OacceitH cpenHero TeueHuss OOM, 3aceNEHHBIM COXPAHUBUIMMHU TPaJAUIIMOHHBIE
BEpOBAHUSl HApPOJAaMU YpalbCKOW CEMbU (XaHTaMH, MAaHCU U CEJIbKyNaMH) H

YHUKAJIbHBIMHU B SI3LIKOBOM OTHOIIICHUH kKetamu; 3) KOkHO-CrbOupckas uimu ANTaicKo-
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Casnckas KO (Ttepputopusi npokuBaHUs TIOPKCKUX HAPOJOB — aJTaMIIEB, XaKacos,
TyBUHLIEB, To(danapoB U 1mopueB Ha Anrae u B CasgHaX, a TakK€ MOHIOJIOSI3bIYHBIX
OypsT BOKpyT o3epa baiikan, B 3HAUUTEILHON CTETICHN MPUJICPKUBAIOIIUXCS Oyau3mMa
JaMaucTckoro HanpasieHus); 4) Bocrouno-Cubupckas MKO, 3anumaronias o0mpHbie
npoctpaictBa oT Enuces 10 OXOTcKOoro Mopsi W 3acel€HHas IEepBOHAYAIBHO
IOKarupaMy, a 3aTeéM TYHTYCCKMMH HapoJaMH (3BEHKAMH W 3BEHaMH), YaCTHUYHO
COXPAaHMBIIMMH  TPAJAUIMOHHBIE  BEPOBAHUSA, W  TIOPKOS3BIYHBIMU  SIKYTaMH
(camoHa3BaHHE — caxa), IPUHIBIIMMU IPABOCIABHYIO PEJIUTHIO.

JlanpHEBOCTOYHAA HCTOPUKO-KYJIBTYpPHAsl MPOBUHIMUSA BKIIOYAET JIBE UCTOPHKO-
KyJnbTypHble oOmactu: 1) UYykorcko-Kamuarckas WKO, 3acenénHas Hapoaamu
YYKOTCKO-KaMYaTCKON CeMbU (UyK4YH, KOPSIKH, UTEIbMEHBI), U 3CKHMOCO-aJICyTCKON
CeMbH (3CKUMOCHI U aJieyThl) — IPUBEPIKECHIIAMHU TPAJAUIIMOHHBIX BEPOBaHU; 2) AMypo-
Caxamunckags WKO, rae mnpoXuMBarOT TYHIYCO-MAHWKYPCKHE HAapOAbl, YaCTHYHO
COXpaHUBILME TPAJIULIMOHHBIE BEPOBaHUS (HaHAMIbI, yJIbYH, OPOUYH, OPOKH, YIITECHULIBI U
HETUJAJIbLIbI), a TAK)KE CBOEOOpa3HbIe B A3BIKOBOM OTHOIICHUH HUBXH.

B Beigenennn Hekotopsix MKO npupoaHas 30HAIBHOCTH ChIrpasia PEIAOILYIO
pons. Hanpumep, Cepepnas HWKO 3aHMmaer TyHApPOBBIE U JIECOTYHIIPOBBIE
npocTpancTBa EBponeiickon yactu Poccun, rae npokKuUBarOT HapOAbl, TPAAULMOHHBIM
3aHATHEM KOTOPBIX SBIIIETCA KOYEBOE OJIEHEBOJACTBO. B OCHOBE KYJBTYpBI
LentpanpHo-pycckori KO nexuT XO35HCTBEHHOKYJIBTYPHBIM THIT «3€MJICIACIIBLEB
JISCHOM 30HBI U JiecocTenmy». 110 3Toi ke mpuunHe OblIa crielnalIbHO BhIeeHa FOxHo-
pycckasi moao0JacTb, KOTOpyr oTAenseT oT lleHTpanbHO-pycckoil oOnacth 4€TKUM
NPUPOAHBIA pyOex — rpaHula JIECOCTENHOW U CTenmHOW 30H. Takum oOpa3om, Aaxe B
CaMOM  BBIJICJICHMM HUCTOPUKO-3THOTpaHUueckux obyiacTell M XO3sSMCTBEHHO-
KyJbTYpPHBIX THUIIOB HalllJla OTPa)XXEHUE reorpapuyeckas 30HAIbHOCTh, ONpeaesemMas
NPEUMYIIECTBEHHO MNPUPOJHBIMUA (DaKTOpaMH U MO3TOMY HMEIOIasi B OCHOBHOM
IIMPOTHBIA XapakTep. MOXKHO HaWTH OYEBHUJIHBIE COOTBETCTBUSA MEXIY NPUPOIHBIMU
30HAMU U OCHOBHBIMU TEPPUTOPHUSIMH IIPOKMBAaHHUS KOPEHHBIX HapoJoB Poccuu, a

TaKXe CTEMEHBIO X aCCUMIIIAIIMKM CO CTOPOHBI pyccKoro Hacenenus [112].
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1.4.1 AxTpomnojiornyeckasi Kiaccupuranus

Cnemndudeckoit  ocobeHHoctbto Cubupw, Kak OJHOTO U3  PETHOHOB
nepudepuitHOro pacceneHrs COBPEMEHHOTO YE€JIOBEKa, SIBJISIETCA BBICOKOE STHUYECKOE
pazHooOpasue. DTHOreHe3 Hapo10B CHOUPHU IO TAHHBIM aHTPOIOJIOTHH M apXEOJIOTUU
HAvaJCcs B DIOXY HeoyiMTa Win mo3faHero maineonuta [113]. CubOupckas ucTOpHKO-
sTHOrpaduyecKkass TPOBUHIIUS OXBATHIBAET OTPOMHYIO TEPPUTOPHIO, HAa KOTOPOH
pacceieHbl OKOJIO COPOKa KOPEHHBIX HAPOIHOCTEH.

B Hacrosimiee BpeMsi cpeau KOpeHHOro HaceiieHuss CuOupu BBIACISAIOT
CIICAYIOIIME aHTPOIIOJIOTHYEeCKHe BapraHTh [114].

MoHnrosouiHbIe BapuaHThl, HE 0OHAPYKUBAIOLTUE TOCTOPOHHUX TPUMECEH:

IIEHTpaJIbHOA3UATCKUH, ITpeodiiaiaronuil cpeau OypsT, O0bIICH YacTH SIKYTOB U
yactu HaceneHnsd CasHo-AnTaliCKOro Haropbs (TYBHHIIEB-CKOTOBOJIOB, FOMKHBIX
anTaines; 3a npeaeaamu Poccun — MOHT0JI0B);

Oaitkanbckuil (TaneocuOUPCKUiA), XapakTepeH MJisi IBEHOB, YBEHKOB, IOKATrWpOB,
HaHaWIeB, TO(anTapoB, OPOKOB, OJCHHBIX TYBHHIICB; HMCTOPUYECKA OH CBsI3aH, IO-
BUJIMMOMY, C IPEBHUM IOKarupcKuM HacenenreMm Boctounoit Cubupw;

APKTUYECKUN, XapaKTEPEH ISl 3CKUMOCOB, YyKUYEH, KOPSIKOB, HTEIEMEHOB.

MOHTOJIOHUTHBIC BAPUAHTHI C TPUMECKIO IPYTHUX pac:

IO)KHOCUOUPCKUH, O0Opa30BaBIIMICS B PE3yJbTaTe CMEIICHUS HOCUTENCH
IEHTPAIBHO-a3UATCKOTO THUTIA C JPEBHUM €BPOICOMJIHBIM HACEIEHUEM; BCTPEUaeTCs y
I0’KHBIX aJTalleB, a 3a mpeAenamu Cuoupu — y Ka3axos.

YpaJIbCKUH, TOBOJIBHO Pa3HOPOIHBIA aHTPOIMOJIOTHIYECKUI THII, 00Pa30BaBIIHIACS
B pE3yJIbTaTe CMENICHUS HWHBIX MOHTOJIOMIHBIX M €BPOINEOHMIHBIX (POPM; TIABHBIM
00pa3oM, pacrnpocTpaHEH y XaHTOB, MAHCHU, HEHIIEB, CEJILKYIOB, OapaOUHCKUX TaTap,
IIOPIIEB, CEBEPHBIX ANTANIIEB U XaKACOB;

caxaJIMHO-aMYpPCKH THIl, Ipeo0aagaeT y HUBXOB U YaCTUYHO Y YJIbYEH.
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1.4.2 SI3bIkoBbIE rPyNNbl KOPEHHOT0 HacejeHuss Cudoupu

SA3piku Cubupu — ycaoBHOE cOOMpaTeIbHOE Ha3BaHUE IS PAa3IUYHBIX S3BIKOB,
Ha KOTOPBIX TOBOPAT KOpeHHbIe oOuTartenu Cubupu u JlanpHero Bocroka Poccun. B
JUHTBUCTUKE OTCYTCTBYET MoHsATHE «CHOMpPCKas SA3bIKOBAsi CEMbsD UM MOI00HBIE, TaK
KaK OTU A3BIKM OTJIMYAKOTCS KAaK TEHETMYECKUM, TaK M  THUIOJOTMYECKUM
pazHooOpazuem.

A3piku Cubupu OTHOCATCA K [ SI3BIKOBBIM CEMbSIM. YPaJIbCKOW, €HHCEHCKOM,
aJTalCKOM, IOKarupo-4yBaHCKOM, JACKUMOCCKO-aJIEYyTCKOM, YYKOTCKO-KaM4aTCKOM,
ANHCKOW; HUBXCKUH SI3BIK SIBJISIETCS U30JUPOBAHHBIM.

AnTaickas S3bIKOBasg CEMbsl SIBIICTCS OJHOM M3 CaMbIX MHOTOYMCIICHHBIX
A3BIKOBBIX ceMel Ha Ttepputopuu Cubupu. B Hee BXOAST TpU SA3BIKOBBIE BETBU:
TIOPKCKasi, MOHT'OJIbCKAsl U TYHI'yCO-MaHWKypcKas. TIOpKCKas rpyIa BKIIOYAET SI3bIKA
HapooB CassHo-Antas. AnTallibl paccemsifoTcs ¢ 3amajia Ha BocTok FOxkHoi Cubupu.
ITo marepuanam nepernrcu 2002 T. BIEPBBIE YUYTEHBI B KAYECTBE CAMOCTOSTEIBHBIX
THOCOB TEJEYThl, TyOanapbl, TEJIEHIUTHI, KyMaHAUHIIBI U pyrue. Ha Boctoke HOxHoi
Cubupu HaxOATCS MIOPIIBI, XaKachl, TYBUHIIBI, Todanapsl [115].

Ha 3amamnoit Cubupu paccenstorcs 3amaJHOCMOUPCKUE TaTapbl, B COCTaBe
KOTOPBIX BBIJEISAIOTCA FPYIIbl 0apaOUHCKHUX, TAPCKUX, TOMCKHUX U IPOYUX TaTap.

Haponpl, roBopsimine Ha SA3bIKaX ypajdo-FOKarupCKOM SI3bIKOBOM  CEMBH,
paccensitorcss Ha Tepputopun 3amnanHoil Cubupu. B camopmiickyro rpymmy BXOJIST
HEHIIbI (30HA JECOTYHIpPHI U TyHApHI OT [lonsipHoro Ypana Ha 3anazae no Enuceiickoi
ryObl Ha BOCTOKE), OHIBI (mpaBoOepexxkbe EHucelickoit TyObl) W HraHacaHbl
(Taiimbipckuii moyocTpoB). CenbKyITbl, KOPSHHON MaJIOUMCIICHHBI HAPOJI, TIPOXKUBAIOT
B 3amajHocuOupckon Taiire Ha Cpenneit O6u u B 6acceiine p. Tas.

VYropckas rpynna B 3anagHoit Cubupu mpecTaBieHa HapoaMu XaHThl U MAHCH.
XaHTbl pacceneHbl B OacceiiHe OOM M ee MPUTOKaxX OT JIECOTYHAPHI JI0 JIECOCTEIH.
OTHUYECKasi TEepPpUTOpPUS MaHCH NPOCTHpaeTcss OT Ypana 1o jeBoOepexbs OOH.
HenaBHo B cocTaB ypanbCKOW SI3BIKOBOM CeMbHM ObLT J00ABIEH S3BIK FOKArupOB,

npoxkuBatronx B Bocrounoit Cubupu B Oacceitne p. Konsima. Hecmorpss Ha


https://ru.wikipedia.org/wiki/%D0%9A%D0%BE%D1%80%D0%B5%D0%BD%D0%BD%D1%8B%D0%B5_%D0%BD%D0%B0%D1%80%D0%BE%D0%B4%D1%8B_%D0%A1%D0%B5%D0%B2%D0%B5%D1%80%D0%B0
https://ru.wikipedia.org/wiki/%D0%A1%D0%B8%D0%B1%D0%B8%D1%80%D1%8C
https://ru.wikipedia.org/wiki/%D0%93%D0%9A%D0%AF
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TEPPUTOPUAIBHYIO YAAJICHHOCTh, eme B XIX B. JIMHTBHCTBI OTMEUYaIU YyPAJIOUIAHBIN
CyOCTparT B s13bIKE 3TOT0 HAPO/1a, KAK OTPAKEHUE IPEBHUX IEPECEIICHUIN YpalosA3bIYHbIX
HapoJ0B.

SAKyThHI 3aceisoT 3HauYMuTeNbHYI0 4acTh Boctounoit Cubupu (6accelinbl JleHsl,
Amnabapel, Oneneka, fubl, Uugurupku). Camblii CEBEpHBIN TIOPKOS3BIYHBIN HAPOJ
MHpa, IPOKUBAOIINM HA tore Taimbipa — noiara"sl. bypsATsl 1 COMOTHI IPUHAJIEKAT
K MOHT'OJIOSI3bIYHBIM HapoaaM Cubupu.

TyHIycO-MaHBWKYPCKHE S3BIKM IIUPOKO PACHPOCTPAHEHBI B TACKHOM 30HE
Boctounoit Cubupu ot Enuces no Kamuatku m CaxamuHa. OTO S3BIKH CEBEPHBIX
TYHTYCOB — DBEHKOB U ABEHOB. B Oacceline p. AMyp, )KUBYT HaHAMIIbI, YIbYU, OPOKH
(octpoB CaxasnuH), TOBOPSIIME HA S3bIKAX, OTHOCSIIMXCS K FOXKHOM, aMypCKOW WU
MaHBYKYPCKOH BETBH TYHI'yCO-MaHbWKYPCKOM Ipynibl. Hermmanpnpl paccenstorces 1o
OeperaMm JieBOro mnputoka Amypa p. AMIYHU. YAdreiiibl U OpouYd KHUBYT B ropax
Cuxor3-AnuHs U kK nodepexpio SAnonckoro mops [Ipumopckoro kpasi.

[Taneoazuarckue HapoAbl (YyKUM, KOPSIKM M WTEIbMEHBI) HACEISIOT CEBEPO-
BocToK Cubupu, UykoTtky u Kamuarky. C yueToMm psijia Ipu3HAKOB CXOACTBA OHU OBbLIN
BBIJIEJICHBI B UYKOTCKO-KAMUYaTCKYIO SI3bIKOBYIO ceMbl0. BHyTpu He€ Gosibliee poJacTBO
HAOMIOaeTCsl MEXIy S3bIKaMU YyKuell U KOpAKOB. WTeabMEHCKUH S3BIK 10
OTHOILIEHUIO K HUM JAEMOHCTPUPYET HE CTOJBKO I'€HETUYECKOE, CKOJIBKO apeajbHOE
COOTBETCTBHUE.

IIpencraBuTen 3CKMMOCCKO-aJE€yTCKOM CEMbUM B OCHOBHOM pacCEAIOTCSA 3a
npenenamu Poccun (Kanana, CILIA). Ha CeBepo-Boctoke Cubupu HEOObIIINE TPYTIIIBI
a3MaTCKUX ICKMMOCOB IPOXKMBAKOT Ha mnodepexbe UyKOTCKOro Mops, AHaabIpCKOIo
3asimBa M octpoBa Bpanremsa. Ha KoManmopckux ocTpoBax IIPOKMBAE€T KOPEHHOE
HaceseHue AJIEYyCTCKHX OCTPOBOB — AJICYTHI.

SI3bIK HMBXOB, IPOXKUBAKOLIMX HA AMYpPCKOM JIMMAaHE M Ha CEBEpE OCTPOBa
CaxanvH ¥ KETOB, MPOXKUBAIOIINX B OacceliHe p. EHMcEN, OTHOCAT K KaTETOpPUH H30-
JUPOBaHHBIX. HUBXCKUI SA3BIK paHEe OTHOCWIIM K TpyNIE IMaje0a3naTCKUX S3bIKOB B
CBSI3M C HEYETKOM BBIPAXKEHHOCTBIO TE€HEAJIOTMYecKoro Hadaina. KeTckui s3bIK

JIMHTBUCTBI OTHOCAT K CAMHCTBCHHOMY IIPCACTABUTCIIIO CHUCEHUCKOM SI3bIKOBOM CEMBbHU.
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Jlpyrue HOCHTEIM EHUCCHCKHMX S3bIKOB (apWHBI, acaHbl, SPHUHILI U Jp.) B TCUCHUE
XVIII—XIX BB.. mepecenuBiivecss B BEepxXOBbs EHHCes M €ro NPUTOKOB, ObLIU

aCCHMIJIMPOBAHbI cOCeTHUMHU Hapoaamu [116].

1.5 3akir04enue mo 0030py JUTEPATYPHI

VYenexu TNOMyJIsSIUMOHHOM TEHETUKHM B 00JIACTU M3YyYEHHUS TE€HETUYECKOIro
pazHooOpasusi 00yCIOBICHBI KaK OOHAPYKEHUEM PA3JIMYHBIX THUIIOB MH(GOPMATHBHBIX
FEHETUYECKUX  MapKepoB, TaK W AaKTUBHBIM  pAa3BUTHEM  TEXHOJOTHM  HX
reHotunupoBanus. HoBele mnoaxonpl B gerekuuu  pasznuudbix  thunoB  JIHK-
nosmmMopduzma (B ocobenHoctu SNP) paspabareiBatoTcs 04YeHb OBICTPO, U Ha
CErOJHSIHUMN JEHb CYIIECTBYET OOJIbIIOE KOJIUYECTBO MPOTOKOJIOB T€HOTUITUPOBAHUS
pa3HBIX MapKEpHBIX CUCTEeM. B TeueHue ABYX MOCIHEAHUX MECATUIECTUN MPOU3ONIEN
HACTOSIIMI MPOPBIB B HMCCIEIOBAHUUA T'€HETHUYECKOW BapruabelbHOCTH YEIOBEUECKHUX
NOMYJISIIUNA KaK M0 HEUTpaJbHBIM MapkepaM, Tak U B 001aCTH MEAUIIMHCKON F€HETUKH,
I7ic B HACTOAIIEE BpPEeMsI PYTUHHBIMH CTajdud pPaOOTHI IO IMOJHOTCHOMHOMY ITOUCKY
accoIMaluil pas3muyHbIX 3a00jeBaHuil ¢ cOoTHAMU Thicsia SNP. PesynpTaTom sTOro
CTAaHOBUTCS BCE YBEIMUYWBAWOIMICI o0beM (QakThueckod uHPOpMAIUKA  TI0
WHJMBUAYAJIbHBIM T€HOTUIIAM M IIE€JIbIM T'€HOMaM, JUIsl aJieKBaTHOM CTaTUCTUYECKOU
00pabOTKM KOTOPOTO IMOJa4Yac TPEOYIOTCS MOIIHOCTH BBICOKOIPOU3BOAUTEIBHBIX
KOMITBIOTEPOB U OOJIBIITNE CUCTEMBI XpaHEHUS JaHHBIX.

CoBpeMeHHbIE METOAbl T'€HOMHUKH W OHMOoMH(OpMATHKK HaloT OoraTedinve u
Pa3HO00pa3Hble BO3MOKHOCTH JIJISl aHAJM3a MOIMYJISIIIUOHHOTO TeHO(OHa U MO3BOJISIOT
BBIBECTU JTHOTCHETUYECKHE HWCCIEAOBaHUS Ha COBEPIIEHHO HOBYIO CTyleHb. B
YaCTHOCTH, C TIOMOUIBIO COBPEMEHHBIX METOIOJOTUYECKUX IOIXO0J0B Mbl MOXKEM
NOAPOOHO OXapaKkTEepPU30BaATh CTPYKTYPY, KOMIIOHEHTHBIN COCTaB, MOJpa3eiIeHHOCTbD,
NOMYJIILMOHHYIO U THUYECKYI0 UICTOPUIO HAPOJI0B, HACEISIOIIUX Pa3JINYHbIE PETHOHBI.
Ha ocHOBe HIMPOKOT€HOMHOTO IeHOTUNHpOBaHUs SNP uMmeeTcss BO3MOXHOCTh OYEHBb
JETANbHO M3YyYWTh MATTEPHbl TAMIOTUIMYECKOTO pa3HOooOpasus, MapKUPYIOLIHUE
pa3iuuHble CyOCTpaTHBIE U CYNEpPCTpaTHBIE IJIACThl TeHO(OHIA MOMYJISAIUN, CTENEHb

MCTHCALIMKU C IIPUIIIBIM HACCJIICHUCM Ha Pa3/IMYHbBIX YPOBHAX — OT MHAWBUAYAJIBbHOI'O
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0 POJOBOTO M ITHUYECKOIO, — IPOBECTH JCTAIbHBIA aHAJIW3 DBOJIOLMOHHON H
neMorpauueckod  MCTOpUM  3THOCOB. MMeromasics  NOpakTHMKa  HPUMEHEHUs
MOJIEKYJIIPHO-TEHETUYECKUX HCCIEAOBAHUM AET BO3MOXKHOCTh PEKOHCTPYUPOBATh U
JIOCTaTOYHO TOYHO AATHPOBaThb BO BPEMEHHM T'€HETHKO-JeMorpaduueckue coObITuS,
npousonieme B InpouuioM. IlpumeHeHHe COBpeMEHHBIX OMOMH(OPMALMOHHBIX
HOJIXO/JI0B HA IIUPOKOM MAacCCUBE COOCTBEHHBIX U IOCTYIHBIX U3 OTKPBITHIX HICTOYHUKOB
TeHOTUITUYECKUX JAaHHBIX 10 TOJHBIM F€HOMaM, BHICOKOIUIOTHBIM OMOYHUIIaM TMO3BOJISET
TOYHO U JIOCTOBEPHO PEKOHCTPYHUPOBATh (HOPMHUPOBAHHE CTPYKTYpPbI TeHO(POHIOB BCEX
UCCIIETyeMbIX 3THOCOB U T'€HETHUKO-AeMorpaduueckue mporecchl, KOTOPhIe MPUBEIH K
ee GOpMHUPOBAHUIO.

OnHuM u3 Hanbosee akTyallbHbIX HANpPABICHHH 3THOI€HOMHBIX HMCCIIEIOBaHUN
ABJIIETCSI WM3YYCHHE PErMOHAIBHOM UM BHYTPUATHHUYECKOHW CTPYKTYPUPOBAHHOCTH
TEeHETUYECKOr0 Pa3HOOOpa3usi KOPEHHOTO HACENEHHs pa3HbIX PEruoHoB. ['eHOdoHA
HacesneHuss Cubupu mpejacraBisieT coOOM YHHMKaJIbHYIO CHCTEMY C TOYKH 3pPEHUS
WCCJIEOBAHMS ITONYJIILMOHHO- M 3BOJIOLHMOHHO-TEHETUYECKHUX IIPOIIECCOB, aHAIM3a
TEHETUYECKOr0 pa3HOOOpa3usi U PEKOHCTPYKLIUU T€HETUYECKOW MCTOPUM TMOMYJISLUH.
OrpoMHblE TPOCTPAHCTBA ATOIO0 PETMOHA M  MAJOYUCIEHHOCTh aOOpUTE€HHOIO
HACEJICHUSI CIIOCOOCTBOBAIM (DOPMHUPOBAHUIO €r0 3HAUUTEIBHON TEPPUTOPHAIBHON U
TEHETUYECKON MOoApa3ieieHHOCTH. OTHOCUTENbHAS HW30JIALMS HACENEHUS OTIEIbHBIX
pernoHoB, Takux kak Cubups u JlanpHuii BOCTOK OT OCHOBHBIX MHTPAIIMOHHBIX
MOTOKOB Ha TeppuTopuu EBpasum obecrieunmsia COXpaHEHHE B UX T€HO(POHIE APEBHUX
TeHETUYECKUX ITUIACTOB, XPAaHSAMIMX WH(GOPMALMI0O O BAXKHEHIIMX JTamax 3aceleHUs
4eJIOBEKOM COBPEMEHHOI0 THIa He Tosbko Cubupu, Ho u EBponsl, LleHTpansHON A3un
1 AMepukd. BOJBIIMHCTBO HAapOIOB HECYT B CBOMX I'€HOMAaxX Pa3JIMUHBIE MPEIKOBBIC
KOMITOHEHTBI, KOTOpBIE PA3JIMYAOTCS II0 BPEMEHM IIOSIBICHUS Ha TOM WM HHOHN
TEPPUTOPUM, HAIPABICHUSAM MHIPAlUi HX HOCUTEIEH, UX AHTPOIOJIOIHYECKON |
A3BIKOBOM NPUHAUICKHOCTH. COBPEMEHHBIE METO/BI, IIPUMEHSAEMBIE B MOJIEKYJIIPHO-
IEeHETUYECKUX HCCIIEI0OBAHUAX, U HOBbIE OMOMH(OPMALIMOHHBIE MOJIXO/bI MMO3BOJISIIOT
JIOCTOBEPHO BBISBJIATh PA3JIMYHbIE MPEIKOBbIE T€HETUUECKUE KOMIIOHEHTHI B COCTaBE
reHooHAa pasTUYHBIX HApOJAOB M  OTACIBHBIX JIOACH, PEKOHCTPYUPOBATH
MUTPAIMOHHBIE  COOBITHSI, TEHETHKO-IeMorpaduueckue  mpouecchl, 3G eKTh

OCHOBATCJIA U aJlalITalluiO K YCIIOBHAM oOuTaHus.
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I''TABA 2 MATEPHUAJIBI U METO/IbI IMCCEPTAIIMOHHOI'O

NCCIEAJOBAHUA

2.1 XapakTepucTHKA NOMYJISIHOHHBIX IPYIII

Marepuan wucciaegoBanus coctaBwim oo6pasusl  JIHK, Bwigenendesie u3
JEMKOLIMTOB KPOBH, MpUHAANEKAMUX K 20 NOMyIauusM KopeHHoro Hacenenus Cubupu
BKIIOHarommx 15 sTtHuueckux rpynin. Ha pucyHke 2 mnpuBeleHa JOKalIu3anus
WCCJICIOBAHHBIX ATHUYECKUX BBHIOOPOK KOpeHHOTO HaceneHusi Cubupu. [[ns uzyyeHus
B3aUMOJICUCTBUS W BIUSHHS TOMYJSAIUNA W3 ONHM3JISKAINUX PETMOHOB HA TOIMYJISIIUN
Culbupu, a Takke B KayeCTBE IPYII CpaBHEHUs ObUIM B3sThI 00Opa3ubl u3 CpeaHen
A3sun, Bosro-Ypanbckoro peruona, Bocrtounoir EBpomnbsi, CeBepHoro KaBkaza u
Harectana. B COBOKYNMHOCTH OXapakTEpPU30BaHO 76 TMOIMYJISIUOHHBIX BBIOOPOK,
NpUHAJISKANMX K 62 3THUYeCKUM rpynnam. [IpoBeneHue uccienoBaHusi 0J100pEeHO
Komurerom mo Ouomemurmuckonr stuke HUU meaunuHckol reHeTHkd ToOMCKOTO
HUMIL (Ne4 ot 21 HosOps, 2017). Bce skcrmepuMmeHTHl ObUIM IPOBEACHBI Ha 0ase
[{eHTpa KOJJIEKTHUBHOI'O IOJb30BAHHS HAYYHO-HCCIEAOBATEIbCKUM O000PYJOBAaHUEM C
UCIIOJIb30BAaHUEM PECypcoB Ouosiorndyeckor kosuiekiuu «buoOaHk  HaceaeHus
Cegepnoit EBpazun» (HUU menuuunckoi renetuku Tomckoro HUMII, r. Tomck).

Bonbmias yacte Matepuana Oplia coOpaHa B X0/€ SKCHEAULINNA, OpraHU30BaHHBIX
HUWU MenmunHCKON T€HETUKH, TPOBOJAMBUIMXCS COTPYJIHUKAMHU MHCTUTYTA, 4 TAKKE B
paMKax JIOTOBOPOB O COBMECTHBIX HAy4HBIX UCCIICIOBAHUSX C APYTUMHU POCCUUCKUMHU
Hay4YHbIMU KoJUlekTHBamMu. [Ipu 3abope 00pa3iioB KpoBHW cOOJOIAIACh MPOIEaypa
HH(POPMHUPOBAHHOTO corjacus AOHOPOB. OOpa3libl KPOBH OTOMPAIUCh B BaKyyMHbIC
npooupkun ¢ OJITA. Ha xaxaoro agoHOpa COCTaBsUIaCh aHKETa C KpaTKOM
POAOCIIOBHOW, YKA3aHUEM €r0 HAIMOHAIBHOCTH M MECT POXKIACHUS IPEIKOB.
CoOpannble 00pa3ilbl OMPEACNIUIA K Pa3IMYHbIM STHUYECKUM TpynrnaM Ha OCHOBaHUU
HallMOHAJIBHOCTH JIOHOPA Y HAITMOHATIBLHOCTH POJIUTEIICH.

W3navanbHasg oOmas 4YUCJIEHHOCTh CYMMApHOM BBIOOPKHM HCCIIEIOBAHHBIX

nomyJisinuii  cocraBisier Oosiee 2100 oOpasmos. [locne ucCKITtOUeHUS POACTBEHHBIX
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UHIUBUYYMOB, B pe3yiibTaTe aHanuza IBD U pogocioBHBIX, a Takke «BbIOPOCOB» B

pesynbrate aHanu3a t-SNE octanoch 1836 nunauBu1yyMOB.
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Pucynok 2 - Jlokanu3anusi UCCJIEIOBAHHBIX STHUYECKUX BBIOOPOK KOPEHHOIO
Hacenenus: Cubupu.

[Tomynsinuu koperHoro Hacenenus: Cubupu (N = 477) npeacraBiieHbl ajTalliaMu
(b — c.bemmensTp Yemanbckuil myHununaiasHoro paiiona, N = 24 u K — c.Kynana
Onrynaiickuii paiiona, N = 25) (marepuan coOpaH COTPYTHHUKOM PECIyOJIMKAHCKOM
JneTckoi O6onbHMIBI PecryOnuku Anrait kana. men. Hayk B.H. TaguHoBoOM, a Takxke B
xone skcnenuuuit HUM MIT CO PAMH), 6ypstamu (A — nm.AruHckoe ATHHCKOTO
paiiona, N = 23 u K — c.Kypymkan Kypymkanckoro paitona, N = 28) (matepuan coOpan
kaua. mea. Hayk E.P. Epemunoit), kanmeikamu (N = 29), ketamu (N = 15) (Matepuan
coOpan B xoje akcnenuiuonnsix pabor HUM MI' CO PAMH cryaentom XapbKOBbIM
B.H. u acnupantom Xurpunckoit 1.1O. B 2001r.), kopsikamu (N = 20), uykuamu (N =
25) (momynsoHHBIE BBIOOPKH KOPSKOB M YyK4Yel mpemocTaBieHsl aupektopom HUUN
tepaniuu CO PAMH, unen-kopp. PAMH M.U. Boesoaoit (HoBocubupck). Marepuan
KopsikoB cobpan B Kopskckom aBTOHOMHOM okpyre Kamuarckoil ob6nactu.
[MomynsironHast BeIOOpKa dyKuel, 0Opa3ibl KpOBU KOTOPBIX coOpaHbl B moc. JlopuHo,
Cupenuku, Anapsikotr u HoBoe Yarmnuo YyKoTCKOro aBTOHOMHOI'O OKpPYTa, OTHOCSITCS

K Oeperosoii rpymre), Hupxamu (N = 13), rarapamu (T — r.Tomck N = 20), TyBuHIIAMH (
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N = 28) (marepuan cobpan B xoxe skcneamnuii HUM MIT CO PAMH, a Taxke

COTPpYAHUKAMU MHOTOMPO(UIbHON HAYyYHOH JIaOOpaTOpUH MO MEIUKO-OMOJIOTMYECKUM
npobiemam MunucrepcTBa 3apaBooxpanHeHus: Pecryonuku TyBa, pyKOBOAHMTENb I-P.
mea. Hayk D.A. Onpap), ymorerinamu (N = 15) (marepuan coOpaH KaHz. OHOJ. HayK
M.I'. CniupunoHoBO#l U KaHa. Ouoi. Hayk A.B. Mapycunbim), xantamu (K — c.Kazeim
benosipckoro paitona, N = 30 u P — a.Pycckunckas Cypryrckoro paiioHa = 26)
(mMaTepuan cobpaH aBTOpoM, KaHa. Ouon. Hayk M.I'. CrnmpumoHoBoW W KaHA. OHOJI.
Hayk A.B. MapycunsiM, kann. Owon. Hayk B.H. XapekoBeiM), xakacamu (T -
carariamu Tamreinickoro p-ga N = 29 u I — xaunniamu [lupunckoro p-ua N = 26)
(MaTepuan ObUT COOpaH B XOJi€ COBMECTHOH HAyYHO-TIPAKTHYCCKOW MEIUIIUHCKON
skcnenuuuu, nposoausliericas B 2007-2008 rr. B pamkax /loroBopa o COBMECTHOH
nestenpHocT Mexay HHUM memunuuckonr renetuku CO PAMH u I'OY BIIO
Xakacckuil rocynapcTBeHHbIH yHUBEpcUTeT), dyibiMiamu (N = 22) (maTepuan coopan
B xojne skcneaurmonasix pabor HUM MI' CO PAMH B 2019 r.), ’Benkamu (3 —
3ab0aitkanibekue (m.Yapa Kamapckoro paiiona, c. Mokmakan u c.Tynuk Tynrupo-
Onékmunckoro paiiona) N = 25 m S — saxyrckue N = 28) u sxyramu (N = 26).
Marepuan sSIKyTCKMX BBIOOPOK COOpaH B XOJE€ COBMECTHBIX JKCHEAUIIMOHHBIX padoT
corpynaukamu HUM MI' CO PAMH (xang. Ouoin. nHayk JI.A. KoneBa, kana. 6uod.
Hayk H.I1. babymkuna), HUM xapgumomorum THI[ CO PAMH (K.B. Ily3eipeB) u
cotpyaHukamu Skyrckoro HayuyHoro neHtpa PAMH u IlpaButennctBa PecmyOauku

Caxa (Sxytus) (n-p. men. nHayk H.P. MakcumoBa, kana. mea. Hayk A.H. HoroBuiipina).

Jlokanuzauus M3y4eHHBIX MOMYJALMA KOpeHHOro HaceneHuss Cubupu, 4ucio
0OCJIeTOBaHHBIX HWHAMBHUJIOB, a TaKKe JMHIBUCTUYECKHE U AaHTPOIOJIOTHYECKHE

XapaKTEPUCTUKH STHUYECKHUX rpynI MIPUBEICHBI B TabuIe 1.



Tabnuua 1 - XapakTepucTUKU U3yUYEHHBIX MOMYJISIIIMIOHHBIX BEIOOPOK KOPEHHOTo HaceneHus: Cudupu

O6bem SI3pIKOBas MPEHAJICKHOCTD .
[Honynsauuu Jlokanuzanus AHTPONOJIOTUYECKUM THUIT
BBIOOPKH (Cempsi/rpynma)
. . . MOHroI0uHbBIN
Aunraiiiiel (B) | PecyOnuka Anrait 24 AnTaiickas/ TIOpKCKasl 8 .
(LIeHTpaTbHOA3MATCKU )
. . . MOHroI0uAHbII
Adnraitusl (K) | PecniyOnuka Anrait 25 AnTaiickas/TIOpKCKas A .
(11eHTpaIbHOA3UATCKUM )
3abaiikanbCKu . MoOHTONMOUHBIN
Bypster (A) N 23 AdnTaiickas/MOHT0JIbCKAs A .
Kpai (11eHTpaIbHOA3UATCKUM )
Pecmy6nmka . MOoOHT0JIOMTHBII
Bbypsrsl (K) Y 28 AJnTaiickasi/MOHTOJIbCKast 8 .
bypsitus (LIeHTpaIbHOA3UATCKUM )
Uykorckuii MOHTO0JIONIHBIN
Yyxkun . 25 UyKOTCKO-KaMYaTCKUE S3bIKU .
ABTOHOMHBIN OKPYT (apxTHUEcKuil)
. VYpanbckuii, MOHTON0UA-HBIN
Uy bIMIIbI Tomckas o01acTh 22 AnTaiickas/TIOpKCKas p ’ UH
(FO)KHOCHOUPCKHIN)
Anraiickast/TyHryco- MOHroI0uAHbIN
OBeHkH () Axytus 28 YHLY . AHP!
MaHbWKYPCKHE SI3bIKH (GaltkaIbCKHU)
Snenxu (3) 3a0aiikanbCKUn o5 Anraiickas/TyHryco- MoHTr0JI0MIHBIN
Kpau MAaHBYKYPCKUE S3bIKH (GaifkanbCKU)
Pecnybnuka . MOHroI0uAHbIN
Kanvbiku y 29 AnTaiickasi/MOHTOIbCKas 8 .
Kanmbikus (11eHTpaIbHOA3UATCKUM )
Kpacnosipckuit . N
Ketsr P Kpag 15 Enncerickas Enuncerickuii
Pecmy6nmka . Ypanbckuii, MOHTON0OUA-HBIN
Xakacsr! (1) Y 26 AnTaiickas/ TIOpKCKasl p ’ .
Xaxkacust (FOXKHOCHOUPCKHIA)
Pecmy6nmka . Ypanbckuii, MOHTON0OUA-HBIN
Xaxacsl (T) Y 29 AnTaiickas/ TIOpKCKast p ’ .
Xaxkacusl (FO)KHOCHOUPCKHIN)
XaHTBhI- .
XanTsl (K) 30 VYpanbsckas/O0cko-yropckas VYpanbckuii

MaHcuiickum

4%



[Tponomkenne Tabnuis 1

O6bem SI3pIKOBas MPEHAJICKHOCTD .
[Honynsumu Jloxanu3zanus AHTPONOJIOTUYECKUM THUIT
BBIOOPKH (Cempsi/rpynma)
ABTOHOMHBIN OKPYT’
— Orpa
XaHThI-
Mancuiickuii .
Xanrtsl (P) . 26 VYpanbsckast/O0cko-yropckas VYpanbckuit
aBTOHOMHBINA OKPYT
— Orpa
. . MoOHTr o0 THbBIN
Kopsiku Kamuarckuii kpait 20 UyKOTCKO-KaMYaTCKUE S3bIKU .
(apKTHYECKHIA)
Husxu XabapoBckuii Kpai 13 [Tameoa3naTckux A3bIK. MOHTOI0HIHBIH (CaxaaIuHOAMYPCKHIA)
o Ypansckuii, MOHTOJIONA-HBIN
Tatapst (T) Tomckas obmactb 20 AnTaiickas/TIOpKCKas .
(FO)KHOCHOUPCKHIN)
. MOHroI0uHbII
TyBUHLBI PecnyOnuka TriBa 28 AnTaiickas/TIOpKCKast A .
(LIeHTpaTbHOA3UATCKHU )
. . . Anraiickas/TyHryco- MOHT0JIOMTHBII
VY nareiis [Tpumopckuit kpai 15 JHIY . A
MAaHBYKYPCKUE S3bIKH (GaifkanbCKUM)
. MOHroI0uHBIN
SAKyThI AxyTtus 26 AnTaiickas/TIOpKCKasl 8

(11eHTpaIbHOA3UATCKUMN )

1517
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Kopennsie nomymnsuuu [arectana (N = 518) Brimoudarot: aBapieB (N = 24),
naprunies (N = 28), nakies (N = 24), tabacapan (N = 21), nesrun (N = 28), arynos (N
= 24), pyryabsueB (N = 22), naxypoB (N = 24), apuunueB (N = 24), ananiiiie (N = 17),
axBaxiieB (N = 24), tunnunines (N = 18), kapatunines (N = 24), 6arynanoB (N = 23),
oormuxmeB (N = 16), xBapmma (N = 15), nezoB (N = 24), 6extunneB (N = 22),
yamanuuieB (N = 24), ryn3ubues (N = 17), runyxueB (N = 19), kymbikoB (N = 37) u
kapaHoraiieB (N = 19). Marepuan Ha Ttepputopuu Jlerecrana coOpaH B Xoje
sxcneaummii ¢ 2001 mo 2019 rona corpyauukamu HUW MI" CO PAMH (n.6.1. B.H.
XapbkoB), a Takke corpyaHukamu OI'BOY BO AI'MY MunzapaBa Poccuu mop
pykoBojicTBoM K.0.H. M. O. Pamxaboga.

Bonro-Ypansckuii reorpaduueckuii peruon u nomynsiauun EBponbr (N = 419)
npeactasienbl: komu (N = 30), mapuitiiamu (N = 30)(koMH 1 MapUHIIBI TPEAOCTABICHBI
nupexkrtopoM MucTtuTyTa 0011ei renetuku uMm. H.M.Basunoa PAH un.-xopp. PAH, n-
pom. 6uo:. Hayk., mpod. H.K. SAuxoBckum (Mocksa)), Bericamu (N = 30), pycckumu (N
= 33), yamyptamu (yamyptbl N = 30, b — 1. banesuno N = 28 u 11 — c. Illapkan N = 18
(MaTepuan cobpan B xone skcnemuiuu cotpyaankamu HUW MIT CO PAMH xkanz.
ouon. Hayk M.I'. CvpuaoHoBO# u KaHz. Ouoi. Hayk A.B. MapycunbiM)). Marepuai
BbIOOpOK uyBamien (N = 26), 6amkup (b — byp3suckuit p-u N = 34, [1 — nepmckue N =
15 u C — CanaBarckuii p-u N = 15 ), 6ecepmsn (N = 16), kapeno (N = 29), mopassr (3
—9p3s1 N = 16, M — mokmia N = 30, [l — moxkma N = 14), tarapoB (K — kazanckue N =
33) mpemocTaBieH cOTpyaHHKamMu Y (QHUMCKOro (eaepaibHOro HCCIeI0BATEIIBCKOTO
nentpa Poccuiickoit akagemun Hayk (1.0.H. 3D.K. XycnyrtnunoBa, k.0.H. C.C.
JIUTBUHOB).

Kopennsie nonysaiun KaBkasckoro perviona (3a uckiodenuem Jlarecrana) (N =
294) BxmrouaroT: a6xa3oB (N = 30), agsiretinieB (N = 10), 6ankapiieB (N = 50), unrymiei
(N = 30), kapauaeBues (N = 22), merpenoB (N = 28), Horaiiues (N = 20), ocetun (C —
ceBepubie N = 30, IO — roxubie N = 17), uepkecoB (N = 30) u yeuenueB (N = 27).
Marepuan BbiOOpok KaBKa3koro pervoHa mpeaocTaBieH COTPYAHHKAMU Y PUMCKOTo
dbeneparbHOTO HCCIenoBaTeIbCKOro 1eHTpa Poccuiickoit akagemun Hayk (1.0.H. D.K.

XycHytauHoBa, K.0.H. C.C. JINTBUHOB).
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[Momynsitmu ceBepHbIX kupruzoB (N = 28) (ceBepHbIE KUPTH3bI MPEICTABICHBI
xutensamu T. bumkek u cema Kerersl Uyiickoro paitona Pecny6nuku Kupruszus
(Matepuanm coOpaH cOTpyIHUKOM Kuprusckoit TrocymapCTBEHHONW MEAUITMHCKON
akagemuu kauj. owois. Hayk JK.O. Conrobaesoit), y36ekoB (N = 22), kazaxoB (M —
miaammi xky3 N = 29, C — crapmmuii xxy3 N = 26) u aynran (N = 23), oTHOCATCS K

nonyssiusaMm Cpegneit Azuu (N = 128).

2.2 IloaroroBka MarepuaJia 1jisi FTeHOTUNIMPOBAHMS

Beinenenne renomuoit JIHK wu3 mnepudepuueckoil KpoBU MNPOBOJIUIOCH C
MOMOIIbI0 MeToAa (HEeHOI-XPOMODOPHOM IKCTpaKkiuu. XpaHEHHEe 00pa3oB TEHOMHOU
JHK mpousBonunocs B TE-Oydepe mpu -20°C. Orenka kadecTBa M KOJIMYECTBA
renomuoit JIHK BeimonHeHa ¢ momorpto crekrpodoromerpa NanoDrop 1000 (Thermo
Scientific, CIIIA). OtHomenue norjomeHus npu jymHax BoiaH 260 HM u 280 HM
(260um/2801M) mokassiBaeT yncToTy npenaparta JIHK. Ilpemapar cunmrtaercs 4ucThbiMm,
eclii OoTHolIeHue 3HayeHu 260HM/280HM mnpubnusurenbHo paBHo 1,8. B ciyuae
MEHBIIIMX 3HAYCHMH ToKazaTenas 260HM/280HM mpemapaT COAEPKUT OOJIBIIOE
KOJIMYECTBO TpuMecei Oenka, (¢eHona WIM HHBIX KOHTAMHUHUPYIOIIUX AarceHTOB,
MMEIOUIMX 3HAUUTENIbHOE norjoiienue npu 280 HM. B kauecTBe MEpBUYHON OLICHKH
kauectBa reHomHor JIHK 0wl mpoBenen renp-anektpodopes (1% araposnsiii renb ¢
comepkanueM  Opomuctoro Atuaus). [IpomsBomurtens MukpouunoB [llumina
pekoMeHayeT Oosiee TOYHBIC (DIFOOPUMETPUYECKHE METONBI  KOJIMYECTBEHHOTO
onpenenenus apynureBor JIHK. B Hacrosimem wucciaenoBaHuu JJis TaHHOM 3ajayu
ucrnosb3oBaH nmpubop Qubit ® Fluorometer u Habop Qubit ® dsDNA HS Assay Kit mo
NPOTOKONY Tpou3BoAMTENsE Habopa. bputo mpoBeAeHO pa3BelleHHWE BbIIECIEHHOTO
Marepuana 10 HEeO0OXOAUMOM KOHUEHTpAlMH, COOTBETCTBYIOIIEH TpedyemMoMmy
npousBoauTesieM mukpounnoB kosmuectBy JIHK (200 ur). [lanee Oblam mpoBEICHBI
3Tambl B MUKpOIUTaHIIeTe BKovaronpe ammndukanuio JJHK (Pre-Amp), nakyoarmro
JTHK (Post-Amp), ¢parmentanuio JJHK (Post-Amp), npeuunuranuio (Post-Amp) u
pecycnienaupoBanue JJHK (Post-Amp). CaenyroruMm 3TaroM o0pasiibl HAHOCHIKCH Ha

mukpounnsl BeadChip u paszpensusiucs uzonstopom IntelliHyb. 3arpyskennbiit
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mukpouunt BeadChip wunHkyOupoBajncs B TedeHHe HouuM B Tepmocrtare I[llumina
Hybridization Oven. OGpa3upl ammumduipoBanHo u (pparmernTupoanHoit JIHK
OTXKUTATUCh Ha JOKyc-cnenududeckue S0-MEpHBIE OJMTOHYKJICOTHUIBI BO BpEMs
rubpuamnzanun. HeruOpuauszoBanHas u Hecneuuduyecku rudpuauzoBanHas JIHK
oTMbiBach u Mukpouunsl BeadChip mnoaroraBiMBaiiuch K OKpAalIMBaHUIO U
onHoHykieotunHoMy  yanuHenuto  (OHY).  OpgHoHykIeoTHAHOE — yIUIMHEHUE
OJINTOHYKJICOTUJIOB Ha MHKPOUYMIIE C HCIOJIb30BaHuEeM TubpunuzoBannoi JIHK B
KayecTBE MATPHIIbl BCTPAUBAJIO JETEKTHUpyemble MeTKH Ha Mukpouun BeadChip, uro
MO3BOJIMJIO YCTAHOBUTH TeHOTHIT 00pasma. [Iporecc XStain mpoBoawiics B CriEIUATBHOM
KalWJUISIPHOW ITPOTOYHOU STYCHKE.

CkanupoBanne wMukpounna BeadChip BBIMOTHSAIOCE C TOMOIIBIO CUCTEMBI
Illumina HiScan, ucrone3yromeld asep aias Bo30yxaeHus ¢(iroopodopa B COCTaBe
MPOYKTa OJHOHYKJICOTHUIHOTO yIJIMHEHUS HA MUKPOOYCHHAX W ACTEKTUPYIOIICH CBET,

ucmyckaemblil GIr0opoPopoM B KaKJ0M TOUKE MUKPOUHIIA.

2.3 'eHOTUIIHPOBAHUE

[TomnoreHomHoe reHoTunupoBanue JIHK-mapkepoB ObUIO MpPOBENEHO C
ucrnojib3oBanueM Iatgopmer Infinium Multi-Ethnic Global BeadChip (lllumina).
Jannass mukpouunoBas Iiat¢gopMa Oblla CO34aHA JUIsl aHAJIM3a PA3JIUYHBIX I10
ATHUYECKOMY MPOUCXOKACHUIO 00pa3LOB C LENbI0 PEHICHUs IIMPOKOTO CIIEKTpa 3a1a4y
B 00J1aCTH SMUAEMHOJIOTHH, MTOMYJISIIMOHHON T'€HETUKHU, OXPaHbl 310POBbS U TECHOMUKHU.

[Tnardpopma Infinium Multi-Ethnic Global BeadChip Bximtouaer cBbime 1,7
MUUIMOHA OTOOpaHHBIX 3KCHEPTHHIM aHanu3oM SNP-MapkepoB, W 3TO MO3BOJSET
IIPOBOJIUTH UACHTU(PUKALIIO TE€HETUYECKOM accouuanuu C IIUPOKO
pacipoCTpaHEHHBIMHA U PEAKUMH (PEHOTHUTIAMH, C YIETOM T€HETUYECKOW apXHUTEKTYpPhI
MOIYJISILUH.

Mukpouunsl  Infinium Multi-Ethnic  Global BeadChip BbimosiHeHbl 110
texHoiorun Infintum LCG Assay. Jns nerexkuumn wu300pakeHM W CUUTHIBAHUS
CUTHAJIOB B KaXk/10i Touke MukpouunoB BeadChip ucnomnb3oBancs crienuanbHbIN puaep

gumnoB 1Scan System (Illumina). OnepaTuBHBIE MPOIEAYPHl MOJYYEHUS HW300paKECHUIM
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MUKPOYHIIOB, ACTCKIUN H O6pa6OTKI/I CHUTHaJIOB BBIIIOJHAJINCh B COOTBCTCTBUE CO

CTaHJIapTHBIM PYKOBOACTBOM IpousBoauTess (iScan System User Guide).

2.4 buoundgopmaruyeckasi 00padoTKa JAHHBIX

2.4.1 OneHka Ka4eCcTBA reHOTUIMIHPOBAHUS

Kiacrepuzanuioo MaccuBa T€HOTHIIOB M KOHTPOJb KadecTBa BBINOJHSIIA C
UCIIOJIb30BaHUEM IIPOTOKOJIA, OIMyOJMKoBaHHOro B crtathe Guo Y. [117] c¢
ucnonpzoBanueM GenomeStudio (Momyns reHotunupoBanus v2.0.3), mporpaMMHOTO
naketa, kotopbiii [llumina pazpaboTana ais aHaIM3a MOJTYYCHHBIX TEHOMHBIX JJAHHBIX.

Ha nganHomM »9Jrame  wucclieqoBaHusi  MPOBOJMIIACH  OIEHKAa  KadecTBa
reHoTunupoBanuss SNP C MOMOIIBIO MUKpPOYMIIOB. BBIJIO HCIIONB30BAaHO J1Ba THUIIA
KOHTpoOJs  KkadectBa: 1) oTHocutenbHOo SNP - TO ecth, B Ipenenax
nporeHoTUNpoBaHHBIX SNP BO Bceil BRIOOpPKE; 2) OTHOCUTEIHLHO 00pa3IOB — TO €CTh,
Bce nporeHoTunpoBanubie SNP B npenenax ogHoro oopasiia

[Ipu OuomHpopmaTrueckoil 00pabOTKE MONTYUYEHHBIX JAHHBIX M3 aHajIu3a ObUIM
uckimodeHsl SNP ¢ 6onee yem 10% oTCyTCTBYIOIIMMEU FeHOTUNIAMU. BbUTH HCKITIOUEHBI
BCE MO3UIMU JeNeuuid U uHcepuui. /lanHble ObUIM MpelBApUTEIBHO OTPUIBTPOBAHBI
o MHHUMaJbHOM YacToTe peakoro amwiens (MAF, minor allele frequency > 0.01). B
uTore, mociie GUIBTPAIMK UCXOMHBIX MaHHBIX 1O 1779819 mapkepam, B (hpUHAIBHBIN
MaccuB JaHHbIX Bonuio 886889 aytocomubix SNP. Kpome 3Toro, ObLIM MCKITFOYEHBI
oOpasupl, umeromue Oonee 5% mpomymeHHbix SNP, a Takke o0pasibl METHUCOB
NEPBOTO, BTOPOTO M TPETHErO TMOKOJEHHUS, BBISIBIEHHBIX C TOMOILIBIO METOJIOB
onpenenenus obumx IBD, moctpoenuss t-SNE u Admixture. [lannas ¢uiabTpanus
MO3BOJIAET IMOBBICUTH Kaue€CTBO BHIOOPKU MOBBICUB TOYHOCTh 3a CUET HCKIIOYCHHS

OJIM3KOPOJACTBEHHBIX WHUBHUIOB.



50

2.4.2 ®a3upoBaHue

Texuudeckoe ompeneneHue MOHATHS (a3sUpOBaHUS TEHOTHUIIA B KOHTEKCTE
OnonH(GOPMATHUKHN — ITO BBISIBIICHUE WJIM BbIBeJIeHHE (MH(EPEHIINS) TalIOTUITHON (ha3bl
MacCHBa T€HOTHUITHBIX JaHHBIX. OCHOBHBIM MPEUMYIIECTBOM (Ppa3upOBAHHBIX T€HOTHUIIOB
ABIIETCS O0JIee BhICOKAsi CTEMEHb BEPOSTHOCTH OOIIEro MPOUCXOKACHUS Tamio0I0KOB,
KOTOpbIE B Clly4ae ¢ UACHTUYHBIMU MO MPOUCXOXKACHUIO CETMEHTAMH MPEIoJiarator
eauHyto reHeanoruto. OIHUM U3 IpUMEHEHUN oOHapykeHusi cermenta IBD sBisercs
KOJIMYECTBEHHAs OLIEHKA CTENEHU POJICTBA, YTO TAKXKE MOXKET JAOMOIHUTH HHPOPMALIUIO
O TEeHETHYeCKHUX CBs3sAX mnomysinui. dazupoBaHHEe T'€HOTUIIOB TMPOBEACHO C

UCIIOJIb30BaHUEM TIporpaMMHoro obecrieucHus Beagle 4.1[118].

2.5 AHaJn3 KOMIIOHEHTHOT0 cocTaBa renogonaa merogamu PCA, t-SNE u
Admixture

JIu1st MOHIKEHMSI Pa3MEPHOCTH M IIPOCTPAHCTBEHHOTO aHajIk3a ObLI HMCIIOJIb30BaH
meton riaBHbiXx KommoHeHT (PCA — Principal components analysis) [50,51]. s
BBITTOJIHCHUS 33Ja4d T10 BBISBJICHUIO M OIICHKE HHIUBUAYaIbHBIX KOMIIOHEHTOB H
KOJIMYECTBA MHpHUMeceH B reHo(OHAE H3yd4aeMbIX IMOMYyJSAIHA OblIa KMCIIONb30BaHA
nporpamma Admixture [52]. J{ist BusyansHol 1udHepeHIIMPOBKY U OIEHKH KJIACTEPOB
ObliIa MCIOJIb30BAaH METOJ CTOXAaCTHUYECKOT'O BIIOXKCHHUS COCEICH C t-pacmpesecHueM

(amra. t-distributed Stochastic Neighbor Embedding, t-SNE) [119].

2.6 BopisiBJIeHMSs 001IIMX MO MPOUCXO0kKAeHNI0 0,10K0B cuerienus (1BD-
CerMeHTOB)

JIns aHanm3a WACHTUYHBIX IO MPOMCXOXKICHHUIO OJIOKOB T'€HOMAa HCIIOIb30BaIH
anmroput™  Refined IBD [120]. Hcnonp3oBanmace mnporpamma Bepcuu refined-
ibd.16May19.ad5.jar. JIns cpaBHEHUs! MOMYJSIUNA OBLIM TOJTYYCHBI CYMMBI CPEIHHX
IUIMH cerMeHToB IBD mexny mapamu uHIUBUAOB. TeruioBas Kapta ¢ JAEHIPOrpaMMO

Ha OCHOBaHUHU Jorapudpma OoT CyMMbl CPeIHHUX IJUH cerMeHToB IBD Mexay napamu


https://ru.wikipedia.org/wiki/%D0%90%D0%BD%D0%B3%D0%BB%D0%B8%D0%B9%D1%81%D0%BA%D0%B8%D0%B9_%D1%8F%D0%B7%D1%8B%D0%BA

o1

unauuAoB 1t IBD >1.5 ¢cM, 1-4 cM u 4-10 ¢M noctpoeHa ¢ Ucroib30BaHUEM TaKeTa

heatmap.2 B mporpammHoii cpene R.

2.7 BoisiBJIeHHSI perMOHOB BbICOKOH romo3uroraoctu (ROH)

2.7.1 UnenTu(pUKAIUA PETHOHOB BHICOKOH T'OMO3UIOTHOCTH € MIOMOIIbIO
nporpammbl PLINK

JIJisi HaXOXICHHST YU4aCTKOB, KOTOPBIE C OONBIIEH BEPOATHOCTHIO MPECTABIISIOT
ayTO3UTrOTHOCTb, mepea nouckom ROH B mporpamme «PLINK v1.9» [65] Mbl yaanuau
SNP ¢ BeicokuM HepaBHOBecueM 1o cuemieHuio (LD) (amrn. LD - linkage
disequilibrium). {51 3TOTO MCMONMB30BAIM CKAaHUPOBaHUE TeHOMa B pamke u3 50 SNP co
CKOIBb3AIIUM OKHOM 5 SNP u nmoporom nonapHoro ko3(p@uiuenrta CluemieHus r2 nopor
= 0,8). B pesynbrare xonTposib nponum 585 715 SNP. Ananu3 ObLI BBINOJHEH C
y4eToM Tpex pa3nuyHbeix HabopoB ROH ¢ yyerom MununmanbsHOU mussl 0.5 m.m.o., 1,5
M.IL.O. ¥ 5 M.I1.0. (MaJble, cpeanue u 0osbimre ROH).

JIist MEXKTOMYJISIMOHHBIX CPaBHEHUW OBUIM pPACCUMTAHBI CPEIHUE 3HAYCHUS
KOJIMYeCTBA W COBOKyNHOM miuHbl ROH Ha reHoM i KaxAoll MOMyJIALUU.
CratucTryeckuii aHamu3 MpPOBOAWIICA B mporpaMMHoi cpene R. CraTUCTHYECKYrO
3HQUMUMOCTh  MEXKIOMYJISUMUOHHBIX pa3JIU4Uil OLIEHUBAIIMA TMPU [OMOUIM TeCcTa

Bunkokcona. I[J'I}I KOpPpPCKOMH YPOBHA 3HAYMMOCTHU II0 IIPHUYMHEC MHOXKCCTBCHHBIX

CpaBHEHMI MCIOJIb30Bajach nomnpaska bonpepponn (yposens 3HaunmocTH = 0,05).

2.7.2 Pacyet k03((PpuIIHEHTA TEHOMHOT0 HHOPHIUHT A

Jlns  pacuera koddduimenta reHoMHOro uWHOpuauHra Fronw y Kaxmoro
WHAMBHAYYMa pa3Mepbl ayTocoMHbIX oOmacteit ROH, mpesbimaromux 1,5 m.a.o.,
CYMMHUpPOBAJIM M 3aT€M JETWIA Ha OOILIyI [UIMHY ayTOCOM, 3a HCKIIOYCHHEM
nentpomep (2708,613716 m.m.o. ais coopku renoma hgl9). Kak nmokazano panee Fron
g 1.5 Mo, Jydiie KOppenupyeT ¢ OLIEHKaMH HMHOPHUIIMHTA, TMOJYYEHHBIMH W3

aHaJln3a po0CIOBHBIX [57].
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2.7.3 UneHTU(PUKAIMUSA PETHOHOB BHICOKOM TOMO3UIOTHOCTH € MOMOIIbIO
nporpammbl GARLIC

His  omenku Bo3pacta ROH mpumensiim  nmporpammy GARLIC  [58],
HCIIOJIB3YIOIIYI0 METO/I, OCHOBaHHBIM Ha BeposiTHOCTHOM Mojenu it ROH B kimaccax ¢
«kopotkum» (A, mo 0,5 m.m.o.), «cpenaum» (B, 0.5 — 1,5 m.m.0.) n «mHEBIMY (C,
6onee 1,5 m.1m.0.) pazmepamu. Kopotkre ROH otpaxaioT roMO3UTOTHOCTH 110 APEBHUM
rammotunaM, cpeaane ROH sBisroTcst pe3ynbTaTOM HENAaBHUX JeMorpaduueckux
U3MEHEHUN B momyysauuu (Hampumep, 3P¢GeKkT OyThUIOUHOTO ropibiimika). [[nuHHbIE
ROH  oTpaxaioT TrOMO3UTOTHOCTh BO3HUKIIYIO B  pe3yJbTaTe  HEIaBHUX
KPOBHOPOJCTBEHHBIX OPAKOB.

Msbr no3Bosmnu GARLIC aBTomaTmdecku BbIOMpaTh pa3Mep oOkHa (--auto-
winsize), HauMHasg CO 3HAYEHWS, YyKa3aHHOro mapameTpoM «--winsize 40» wu
YBEJIMYUBASACH C IIAroM 2 JI0 3aBEpILEHUs, U TaKXKe yKazalu KO3(PPHUIHMEHT omubok
0,001. Mpb1 ucnonp30Baiv BCEX WHAWUBHIYYMOB B IONYJSIUUMU Ui OLEHKHA YPOBHS
neramu3aimu KDE (--kde-subsample 0). ITockonbky aHanmu3upyeMbie MOITYJISIIUH
pasnuyaroTcs Mo pasMepy BbIOOPKH, MbI HCIIOJIB30BAIM OJHO U TO K€ PEKOMEHyeMOoe
3HauU€HWE MJIs KOJMYECTBAa IMOBTOPHBIX BBIOOPOK MJIsS OIEHKM YacTOT ajuieiei mams
Kaxaoro aHanmsa (--resample 40). Bce ocranbHbie TapamMeTpbl OB YCTAHOBJIEHBI 110

YMOJTYAHHUIO.

2.7.4 BoisiBjienue ropsiuux Touek ROH

Jiist u3yuenust cBoiicTB ropsiunx Touek ROH MbI cocpeoToumuch Ha 00IacTsIX
reHoma, kotopbie cojepxain SNP B «kpaiinux» xBoctax (> 99,5%) sMnupudeckoro
pacnpenenenus oomumx yactor ROH, paccuntannbix 11 Tpex kiaccoB pazmepoB ROH.
SNP ¢ gacroramu ROH Bbimie 99,5-ro npouerTuis nonagaTt B 69 obiacteil reHoMa,
UACHTUGUUMPOBAHHBIX Kak ropsuue Touku ROH (tabmuua A.l), mpu 3ToM, eciu
paccrostaue Mexay SNP 6bu10 menbiie 300 T.1.H., peTHOHbBI ObUTH OOBEIUHEHBI B OJMH

PETHOH.
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JlaHHBIE O TE€HaX, PacHoJIOKEHHBIX B ropsuux Todkax ROH, Oblm momydeHsl ¢
nomornisio ANNOVAR (Bepcus: 2020-06-08 00:46:07 -0400 (moHenenbHUK, 8 HIOHS
2020 1.))

2.8 BoisiB/1eHMe CHTHAJIOB €CTECTBEHHOI0 0TOOPa B BHICOKOIJIOTHBIX
YHIOBBIX JAHHBIX

[Touck curHasioB HampaBiIeHHOTO oTOOpa B momyssusx Cubupu, CeBepHOit
A3uM W ceBepa e€BpomerckoM yactu Poccum Ha OCHOBE aHainW3a JaHHBIX MO
noyiHoreHoMHOMY Hab6opy SNP mpoBoamim B makete SelScan ¢ momMoripi0 reHOMHBIX
TECTOB Ha MPOTSHKECHHYIO TroMo3urotHocth ramiotunoB (IHS, nSL u XP-EHH).
Oxwumaemas nois JoxkHbIXx oTkioHeHud FDR (anrn. False discovery rate) 6nu1a 6osbiie
wu paBaa 0.05.

benok-0enkoBbic B3aUMOACHCTBUS TIPOAYKTOB TEHOB TIOJ OTOOpPOM OBLIH
BU3yaJIM3UPOBaHbl M MPOaHAIM3UPOBaHbl ¢ momortpio pecypca STRING (Search Tool
for the Retrieval of Interacting Genes/Proteins). O6oramennocts KEGG-nyTeit renamu
1moJ1 0TOOpoM ObljIa OIICHEHA ¢ MOMOINbI0 pecypca webgestalt (WEB-based Gene SeT
AnaLysis Toolkit).
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I')TABA 3 PE3YJIBTATBI 1 OBCYXJIEHHUE

AHanu3 CTPYKTYpbl T€HO(GOHIIOB MOMYJISAIUN 4YelIOBEKa HAa YPOBHE T'€HOMOB C
UCIIOJIb30BAHUEM 4YHUIIOB SBJIICTCS OJHUM H3 COBPEMEHHBIX M PE3YJIBTATHUBHBIX
HOJIXOJJ0B K U3yUEHHUIO N'€HETUUYECKOI0 pa3HO00pa3usl pa3aIuyHbIX MOIYJIALUNA KOTOPBIH
MO3BOJIAET IPOBOAUTD MOAPOOHOE U3YUEHHE UCTOPUN TOMYJISIHM, aJanTaluy, BIUSTHUS
€CTECTBEHHOT0 0TOOpa. HakoruieHne NaHHBIX MO pa3IMYHbIM MOMYJISIIUSAM IMIPUBENIO K
OBICTPOMY TMOSIBIICHUIO HOBBIX AHATUTHUYECKUX U OMOMH(OPMAIIMOHHBIX IMOAXOJOB B
NOMYJIILMOHHOM T€HOMHKE. OTH MOAXOAbl 3HAYUTEIBHO PACIIHPUIN BO3MOKHOCTH
aHaJln3a DHBOJIIOLMOHHBIX, JAEMOrpaUYecKuX U aJanTHBHBIX MEXaHU3MOB B
nonyysinuax. lloydeHHbIE pe3ynbTaTbl MCCIENOBAHMS CYLIECTBEHHO JIOMOJIHSIOT
OOLIEMUPOBYI0 KapTUHY [0 MOMYJSUOHHOM TI'€HOMHKE 4YEJIOBEKa, 3aKphIBas
3HAYUTEIbHBIN TTpoOen At nomyssanuii CepepHoit EBpazuu.

BroinonnenHass paboTa MOCBAIIEHA PEIICHUI0 HEKOTOPHIX (yJAaMEeHTaJIbHBIX
po6JieM 00IIEN TEHETUKH YEIOBEKA U TEHETUKH HOIYJISILMNA: U3yUEHUs] TeHETUYECKOTO
pa3HoOOpa3ust M CTPYKTYphl Te€HO(OHAOB MOMYJSAIUI YEIOBEKa, MEXaHU3MOB €€
(OopMUPOBaHHUS, PEKOHCTPYKIIUU MUTPALIUI U pacCEICHUS YEJIOBEKA B aCIEKTE aHAJIN3a
JAHHBIX TE€HOTUIUPOBAHMS BBICOKOIUIOTHBIX OHMOYMIIOB C MPUMEHEHUEM IMOCIEIHUX
JOCTHKEHUM B 00J1IacTH OOHapy>KeHUsl U TeHOTUIMpOBaHUA HOBbIX SNP-mapkepos. B
pe3ynbTare ObUI BBIIIOJIHEH aHAJIW3 CTPYKTYpPhl TI'€HO(OHAOB KOPEHHBIX HAPOJIOB
Cubupu M PEKOHCTPYKLUUHU TEHETUKO-IeMOTrpaduiyecKuxX MpPOLECCOB, MPHUBEAIINX K
OCOOCHHOCTSIM TE€HO(OHJA JIOKAJIbHBIX W PETHOHAJIBHBIX TPYII ATHOCOB, a TaKXkKe
PEKOHCTPYKIMU AeMorpaduyecKoil HCTOPUH MOMYJISIIUI: POCTa YUCICHHOCTH, JPEBHUX
U UCTOPUYECKUX MUIPALMMA, aHAJIU3y KOMIIOHEHTHOIO COCTaBa, YPOBHKO T'€HOMHOI'O
MHOPUJIMHTA, PEKOHCTPYKIIMU MUTPALMA U B3aUMOOTHOILIEHUN MEXIy MOMYISIUIMU U
pa3IMYHBIMM  HApoJaMU C MPUMEHEHHEM COBPEMEHHBIX OHMOMH(OPMATHUYECKUX
METOJI0B aHaiu3a. i peanu3anuu 3a/1a4d UCCIEeI0OBaHUS U aHATUTUUYECKONH 00paboTKU
JAHHBIX B paboTe ObUIM UCIOJIb30BAaHBI COBPEMEHHBIE METOJIbI OMOMH(POPMATUYECKON

00pabOTKH TaHHBIX.
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3.1 AHaJu3 rJIaBHBIX KOMIIOHEHT

J1J1sl MIOHMKEHUS Pa3MEPHOCTH JIAHHBIX U BBISIBJICHUS! TCHETUUYECKUX KOMIIOHEHT B
cocTtaBe TeHO(GOHIIOB U CTPYKTYpE HUCCIEIYyEMbIX MOMYJISIUI Mbl OCTAaHOBWJIUCH HA
tpex anroputmax: PCA, Admixture u t-SNE.

[lonyuyennsie maHHble 0 yactoTax SNP B ucciaegOBaHHBIX MOMYJISIIMOHHBIX
BbIOOpKaX OBLIM HCIIOJIB30BAHBI JIJISl BBIACHEHHS T'€HETUYECKUX B3aMMOOTHOLICHHMA
MEXAY Pa3IuYHbIMM STHOCAMU U PETUOHAIBHBIMM TPYIIAMHU. AHAIU3 C MOMOIIbIO
Metoga maBHbIX  KoMmoHeHT (PCA) mo3Bonua  BBISIBUTH ~ MHTETPAIbHBIC
XapaKTePUCTUKU CyMMapHOTO reHo(oHaa. MeTos riaaBHbIX KOMIIOHEHT — KJIIaCHYECKUN
U JIOCTaTOYHO YHUBEPCAJBHBIM aNrOpuTM, KOTOPBIA JAEMOHCTPUPYET i MEPBBIX
KOMIIOHEHT KapTHHY, 3HAUUTEIBHO CXOXYI0 C TreorpauueckuM pacrpeaeieHueM
nonyJjsiuuid. AHanu3 4vactoT pacnpeneneHuss SNP ¢ momonipio Meroaa TIJIaBHBIX
KOMITOHEHT TO3BOJIMJI BBISIBUTh MHTETPAJIbHBIE XAPAKTEPUCTUKH UX paclpelereHus B
VICCJIEIOBAHHBIX MOIYJISIUAX.

Ha nBe mepBble TiaBHbIe KOMIOHEHTHI mnpuxomsarcs 60,27% u 9,97%
BapuabenbHocTH 4acToT SNP y u3ydennbix »THOCOB. IlepBas u BTOpas TJiaBHbIE
KOMIOHEHThI 3¢ ¢dekTuBHO auddepeHIUpPYIOT  UCCIeIOoBaHHbIE BBHIOOpKU. B
npoctpanctBe PCL1-PC2 BbISBISETCS HECKOJBKO KIIACTEPOB MOMYJISIMEA (pHCYHOK 3).
Habmonaercst cooTBeTcTBHE KapTHHBI paclpeesieHnss 00pas3IoB ¢ UX reorpapuueckoi
Jokanuzaruen. [lepBas KOMIIOHEHTa coryiacyercs ¢ reorpaguyeckon J0JAT0oTOM, BTOpast
¢ mupotoil. Pacnipenenenue oTaenbHbIX 00pa3loB HA TpaduKe XOPOIIO COTIAcCyeTcs C
UX HAIMOHAJBHOW MPUHAIUICKHOCTHIO, TEPPUTOPHAIBHON U 3THUYECKON OIM30CTHIO

HCCIIEJIOBAHHBIX BHIOOPOK.
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Pucynox 3 - /IBe nepBbie riaBHbIE KOMIOHEHTHI MACCHBA T€HOMHBIX JAHHBIX TIO
nonyssanusiM CesepHoi EBpazum.

B menom, meton PCA muddepennupyer Bce 3THOCHI Ha HECKOJBKO TPYIII
TeHEeTHYEeCKH U Teorpaduuecku Onm3kux nomyssiui. KOkHocuOupcKue 3THOCHI CO
3HAYUTEILHOM J0JIEH 3aIl1aIHOEBPA3HICKUX raIyIorpymnin (CEBEPHbBIE U FOKHBIE alTaMIbl,
TEJNEyThl, TOMCKHE TaTapbl, XaKachbl) KJIACTEPU3YIOTCS BMECTE. Xakachbl IPH 3TOM
HanboJsee FTeHETUYECKH YAAJIEHBI OT OCTAJIbHBIX. BypAThI, 9BEHKH, SIKyThl TAKXKe OJIM3KH
Ipyr K Apyry. Uykuu, KOpSIKH, HUBXM W YJBIE€HIbl COCTABISAIOT JAJIbHEBOCTOYHYIO
IpyNIly I€HETUYECKU ONM3KUX MOMYJSIIMNA, MPU 3TOM KOPSIKH, HUBXM M YJIITEHIIbI
JEMOHCTPHUPYIOT HAaOOJIbIIIEE POJICTBO.

Bce o6Opasusr u3 momymsiuii CeBepHoro KaBkaza u Jlarecrana o0pasyroT
OTJIENbHYIO TECHYIO I'pYIILy, U3 KOTOPOW BBIOMBAIOTCS OEKTUHIIBI, THHYXIIBI, LE€3bl U
T'YH3HOLBI, C OJTHOM CTOPOHBI, U HOTAMIIbI C KapaHOTalllaMu, C IPYroi CTOPOHBI.

[Tonynsimuu Bonro-Ypanbsckoro pernoHa uMeroT 0ojiee 3HaYMTEIbHBIN TpajJueT,
KOTOpPBIM pa3zenser WX Ha TeppUTOpUaibHble ATHUYEeCKWe Tpynnbl. Haubomnee

TCTCPOTCHHBIMU SBJIAIOTCA O6p33HBI OTHHYCCKUX GaHIKI/Ip, YTO ITOJIHOCTBIO COBIIaAAacT C
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UX MaKCUMAaJIbHBIM T€HETUYECKUM PA3HOOOpa3reM U HauOOJIbIIUM YUCIOM KOMIIOHEHT,
BhIsBIIsIEMBIX MeTooM Admixture. [Tonymsiuu BocTounoii EBpoBBI KIIaCTHPHU3YIOTCS B
OTJICJIbHBINA KJIacTEP, U3 KOTOPOTO BEIOMBAIOTCS Kapelibl U BETICHI.

Haubosnee cuinbHBIM adropuTMOM JUIsl BU3yallbHOU AU(PGEPEHIUPOBKU U OLEHKH
KiactepoB, mokazan ceds -SNE. Dto pasmeneHue XOThb M SBIACTCS MaKCHUMAJIbHO
TOYHBIM M3 UCTIOJIh3YEMBIX AJITOPUTMOB, HO HHTEPIIPETUPOBATH OMOTOTUYECKUIA CMBICIT

KOMITOHEHT JIOBOJIBHO TPYAHO (pUCYHOK 4, 5).
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Pucynok 4 - Jluddepenumarus reHomoB HaceineHuss CeBepHod EBpaszum 1o JIByMm
komranentam t-SNE.

C noMowBK 3TOTO MOAXOAA TOT K€ MAaCCUB JaHHBIX YETKO pa3JeisIeTCs Ha
OTJENbHbIE ASTHOCIENU(UYHBIE TPYIIBl 00pa3loB. DTHUYECKH U TEPPUTOPUATIHLHO
Onu3KKMe JpyT APYTY BBIOOPKU pacIoyiararoTcsi JOBOJBHO OJIM3KO, HO Kaxbli oOpasell
BXOJIUT B OTJEJIbHBIM dTHUYECKUM Kiactep. Hampumep, nmomysisinuu KOpsiKOB U 4yK4Yen
pacnojaratorcs OJHM3KO APYTr K APYTy, HO 3HAUUTEIBHO YAAJNEHBI OT OCTaJbHBIX
nonyssiiuidi Cubupu. OTHOCUTENBHO 0osiee ToMOreHHO BhINIAUT CeBepo-KaBkazckuii
PETHOH C OTAEJIEHUEM MHTYIIEH U YeUEHIIEB. JlareCTaHCKUM C CUJIbHOM TUCIIEPCUEN T10

pacmoyioKeHuI0 OTAeNbHbIX mnomymsiuid. [lpu amammse t-SNE Tpex kommoneHT u
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MOCTPOEHUU TPEXMEPHOU KapTUHBI 000COOJEHHO pPAaCHOJIOKEH KIacTep YAMYpPTOB
(pucyHOK 5). DTH pe3yJbTaThl XOPOILO COTJIACYIOTCS C TPUBEACHHBIMU BBIIIC JAHHBIMU

ananusa yactoT SNP-mapkepoB metogom PCA, HO 1 JOTIONHSIIOT €TO0.

20
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Pucynoxk 5 - uddepennuanus reHomoB Hacenenust CepepHoit EBpazuu 1o Tpem
kommounenTaM tSNE.

['eneTnueckue paccrosuus Mexay nomyssnusmMu Cubupu u Boctounoit EBporsl
3HAYUTENbHO OOJIbIIE, 10 CpaBHEHMIO ¢ nonyJisinusamMu Jlarectana u Kaskasza. HauGonee
reTeporeHHbIMU cpeu nomynsuuid CuOupu sSBIAIOTCA TOMCKHE TaTapbl, MAKCUMAJIbHO
OJIM3KHE €BPOINEHCKUM OallkupaM U TakKe UMEIOIMe MUHUMAaJIbHOE 3HaueHHE From.
bin3koe pacnosiokeHue KUPru30oB ¢ MOMYJISLHUSIMH aaTaileB U XaKacoB IMOATBEPKIAET

Antae-CassHCKHE HCTOKH HX I‘CHO(bOH,IIa. I[aJIBHCBOCTOLIHBIC 06pa3u51 pasaciiCHbl B
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MOJIHOM COOTBETCTBUU € reorpaduyeckoi JoKaau3alred Ha CeBEPHYIO TpyIIy, yyKyen

M KOPAKOB U I0KHYIO, BKIIFOYAIOIIYIO HUBXOB U YHBFCﬁHCB.

3.2 AHA/IM3 NPEeIKOBBIX KOMIIOHEHT € MOMOIIbIO ajropurMa Admixture

[To pe3ynbpTaTaM aHagu3a HAKOIJIEHHOIO HAMHM MAacCHMBAa JAHHBIX C MOMOUIBIO
anmroputMoB Admixture mokazaHo, 4To oOIIasi KapTHHA paCIpeNeiCHUs KOMIIOHEHT
XOpOILIO  corjlacyercs ¢ reorpadu4eckuM  MECTOIOJIOKEHHEM  HCCIIEIYyEMBIX
MONYJISINUNA, TPUBA3KOM K KOHKPETHOMY PETMOHY M AHTPOIOJIOTHYECKUM Pa3JIAYUsM.
[Ipu oTHOcUTENbHO  HEOONBIIOM 4HCIAE KOMIOHEHT K=5-8  OO0JbIIMHCTBO
reorpaU4ecKux  PErMoOHOB  XapaKTEepU3yIOTCS  Npeo0ialaHueM  OTIEIbHOTO
KoMIoHeHTa (pucyHOK 6). HaunHas oT 8 KOMIOHEHT | J1ajiee, HEKOTOPBIC MOMYJISIUH
BBIJICJISIIOTCSL B OTNENbHBIC ATHOCTICIM(PUYHBIC KOMIIOHEHTHI. BbimeneHne Takux
OT/ICJIBHBIX ATHOCMEUM(PUYHBIX KOMIIOHEHT CBs3aHO ¢ dA(dekTaMu OCHOBATENd H
CABHUTOM YacTOT ajuleNiel AJis 3TUX nomyJisiiuil. B kauecTBe Hanbosee spKUX NpUMEpOB
BBICTYMAIOT BBIOOPKU YIMYpPTOB, XaHTOB, YyKU€H, KOPSIKOB M HEKOTOPBIX MOIYJISIIUN
ropHor yactu Jlarecrana. bamikupel U1 TOMCKHE TaTapbl 3aHUMAKOT MPOMEXKYTOYHOE
MOJIOKEHUE MEXJy TPYyNImamMu €BPONEUCKUX W CUOMPCKUX TMOMYJISIHMA, MOKa3bIBas
HaMOOJIbILIEE YMCIO TeHETHUYECKMX KOMIIOHEHT B cocTaBe MX reHodonna. OTaenbHyro
rpymnmny (QOpMUPYIOT XaHThI, KETbl M YYJBIMI[BI C MpeodiiajaHueM COOCTBEHHOTO
3amagHo-CUOMpPCKOro KommoHeHTa. [louTtm Bce ocTanmbHble CHOUPCKHME 3THOCHI
00beNUHAIOTCS B OAHY TIpynmy c mnonyisiusmu Cpeanedt Asuu. OTAEHbHBIN
crienuUUHBI KOMIIOHEHT JOMHUHHUPYET Y CEBEPO-BOCTOUHO-EBPA3UNCKUX KOPSKOB U
YyK4eH.

[ToMmuMo »3TOro, TaKkKe MOXHO COCPEIOTOYMTHh BHUMAHUE HA OT/AEJIbHBIX
HanOoJiee BBHIPAKECHHBIX B TMOMYJSIUAX TCHETHUYECKUX KOMIIOHEHTAX: MOHTOJBCKOM,
E€HUCEUCKOM U THOPKCKOM.

MOHTOIBCKUIA TIO IPOUCXOXKIECHUIO KOMIIOHEHT B T€HO(MOH/ PA3IMYHBIX ’THOCOB
Cubupu, Cpenneii Asum u Bonro-Ypanabckoro permoHa, TMPUCYTCTBYET Yy

MOHTOJIOA3BIYHBIX H THOPKOA3SBIYHBIX 3THOCOB. Hauunas ot K=8 B 06H_ICM MacCCHUBC
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aHAIM3UPYEMbIX TMOMYJISALUUNA, OTYETIIMBO BBIIENSAETCS KOMIIOHEHT, MPAKTUYECKU
MOJIHOCTHIO JIOMUHHUPYIOIIUN Y MOHTOJIOSI3bIYHBIX OypATOB (63%) 1 kanmbikoB (54%)
(pucyHnok 6). HaubGonee yetko on mposiBisiercs npu K=12 (pucyHok 7, Tabmuma A.3).
MMeHHO 3TOT T€HETHMYECKUH KOMIIOHEHT, BEPOSTHO, MapKUpyeT BKJIAJI B T'€HO(OH]
HaceneHus: Cubupu, Cpenneit A3un u Boctounoil EBpornibl MOHTOJIbCKMX MUTPAHTOB. B
KOPEHHBIX nomyisiiusx CHOUpH OH 3aHMMAaeT 3HAYUTENIbHYIO J0JI0 y XakacoB (41%),
tomckux Tarap (24%) wu rtyBuHueB (12%). Ilpaktuuecku Bce OCTalbHbBIC
uccienoBanubie nonyisaund Cubupu u JlanpHero BocToka — TIOPKOSI3BIUHBIE SKYTHI,
HIOPIbI, XaKachl-carallbl W YyJbIMIBI — JIEMOHCTPUPYIOT MPAKTUYECKH IOJIHOE
OTCYTCTBHUE 3TOTO KOMIIOHEHTa. He BBISABISETCS OH U y HBEHKOB, PBEHOB, XaHTOB,
KETOB, HEHIIEB, YYyJIBIMIIEB, UyK4Yei, KOPSKOB U HUBXOB. B reHooH/Ie cpeHea3naTcKux
KHPTrU30B, Ka3axoB 1 y30ekoB oH cocTasisieT 6omnee 40%. B Bonro-YpansckoM peruone
C HamOOJBIIEH YacTOTOM BhIsBIEH y Oamkup (6osnee 20%) u kazanckux tatap (10%).
Bo Bcex ocTampHBIX BBIOOpPKaxX BOCTOYHOEBPONEWCKHX ATHOCOB OH IOJHOCTBIO
OTCYTCTBYET, 3a MCKJIIOYEHHEM KaJMbIKOB. OOmias kapTHHa paclpeiesieHusl 3TOTo
FeHEeTUYECKOTO KOMIIOHEHTa XOpOILO COIJacyeTcsi C aHTPOINOJOTUYECKUMHU U
ATHOTpaUUECKUMU JaHHBIMA O BJIHMSHUM MOHTOJBCKOM JKCIMAHCHMH Ha JTHOTEHE3
UCCJIEIOBAaHHBIX 3THOCOB.

B eaunytro rpynny c¢ npeoOianaHueM O0IIEro KOMIOHEHTa BXOISAT NMPAKTUYECKU
Bce mnonynsauuu BoctouyHoi EBpombl. MOXHO OTMETUTH BBISBICHHUE MEPMCKOTO
KOMITOHEHTA, BBIPAKEHHOTO y yaMypToB 94,9%, Geccepmsia 67%, komu 21,2%, Ganrkup
13,7%, xa3zanckux Ttatap 7%, u Tomckux Tarap 6,1%. Ero pacnpenenenue mo
nonyJisiuug Bonro-Ypanbckoro pervoHa MOJHOCTBIO COTJIacyercs € JIaHHBIMH 00
aHTPOMOJIOTMYECKON OJIM30CTH M MPUHAJJICKHOCTH K PA3IUYHBIM S3BIKOBBIM TpyMIaM
BHYTPH YPalbCKOM SI3bIKOBOM CE€MbU. Y AMYPTHI U OecepMsaHe POPMUPYIOT OTIEIbHYIO
TPYIIy, YTO TaKXe OOBSCHAETCS JOBOJIBHO CHJIBHBIM 3(PGEKTOM OCHOBATENsl U

U3MEHEHHUEM YacTOT MHOkecTBa SNP.
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Pucynok 6 - YnopsimodueHHass kapTuHa KoMnoHeHT Admixture mpu paHkupoBaHMM TomyJisinuii EBpasum ¢ 3amaga Ha BOCTOK

(K=8) ITpumeuanue: 1 — merpensl, 2 — abxa3bl, 3 — oceturubl (F0), 4 —ocetunis (C), 5 — kapayaeBlibl, 6 — 6ankapupl, 7 — abITy,
8 — uepkecsl, 9 — uarymmu, 10 — geueHsl, 11 — kymbiku, 12 — ne3runsl, 13 — arynsl, 14 — pyTyssipl, 15 — naxypsl, 16 — apuuHIbL,
17 — anmmiinpl, 18 — TuaauHIE, 19 — 6oTmuxier, 20 — yamanansl, 21 — kapatuHIel, 22 — Oarynansl, 23 — axBaxipl, 24 —
XBapIIMHBI, 25 — makiel, 26 — tabacapansl, 27 — gapruHibl, 28 — aBapusl, 29 — ruryx1el, 30 — 1essl, 31 — 0exTHHIBI, 32 —
ryH3uOIBI, 33 — HoTalbl, 34 — KapaHoraiIiel, 35 — Bencel, 36 — kapensl, 37 — mopaBa (M), 38 — mopaBa (9), 39 — mopaga (1),
40 — pycckue, 41 — xomu, 42 — yyBamu, 43 — mapuiitel, 44 — tatapsl (K), 45 — Tarapsr (T), 46 — 6amkupst (I1), 47 — Gamkups
(C), 48 — 6amkupsl (b), 49 — yamyptsi (L), 50 — ynmypTsl (B), 51 — yamyptsl, 52 — Oecepmsine, 53 — xautsl (P), 54 — xauTs (K),
55 — y30eku, 56 — xazaxu (M), 57 — xazaxu (C), 58 — xkuprussl, 59 — anraiust (b), 60 — anraiins (K), 61 — xakacer (I111), 62 —
xakachl (T), 63 — gynbiMibl, 64 — KeThl, 65 — TyBUHIIBI, 66 — KaIMBbIKH, 67 — OypAaThl (A), 68 — Oyparsl (K), 69 — nynrane, 70 —

HUBXH, 71 — yaareinsl, 72 — sBenku (3), 73 — sBenku (A), 74 — saxyTol, 75 — aykuu, 76 — KOPSAKH.
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Pucynok 7 - YnopsanoueHHas kapTuHa KoMrnoHeHT Admixture mpu paHxupoBaHUM nomyisiinuii EBpasuu ¢ 3amajga Ha BOCTOK

22|23 |z4 252627

(K=12) Ilpumeuanue: 1 — merpensl, 2 — abxasbl, 3 — oceturibl (FO), 4 —ocerunupt (C), 5 — kapayaeBubl, 6 — Oankapupl, 7 —
aapiry, 8 — yepkechl, 9 — unrymmu, 10 — yedenusl, 11 — kymbiku, 12 — ne3runsl, 13 — arynsl, 14 — pytynbusl, 15 — naxypst, 16 —
apuuHIbl, 17 — agauiinel, 18 — TuaauHIE, 19 — 6oTauxiel, 20 — yamanansl, 21 — kapaTuHibl, 22 — 6aryiansl, 23 — axBaxiibl, 24 —
XBapIIMHbBI, 25 — JnaKiel, 26 — Tabacapansl, 27 — gapruHiel, 28 — aBapubl, 29 — ruayx1psl, 30 — 1e3sl, 31 — 6exTHUHIEBI, 32 —
ryH3uO1b1, 33 — HoTraMbl, 34 — KapaHorauiel, 35 — Bencel, 36 — kapensl, 37 — mopasa (M), 38 — mopasa (3), 39 — mopasa (111),
40 - pycckue, 41 — xomu, 42 — gyBamu, 43 — mapuiitel, 44 — tatapel (K), 45 — Tarapsr (T), 46 — 6amkupst (I1), 47 — Gamkupsl
(C), 48 — 6amkupsr (b), 49 — yamyptsr (1), 50 — yamypTst (B), 51 — yamyptsl, 52 — 6ecepmsine, 53 — xantsl (P), 54 — xants (K),
55 — y36eku, 56 — kazaxu (M), 57 — kazaxu (C), 58 — kuprussl, 59 — anraiis (b), 60 — anraiins! (K), 61 — xakacer (I1I), 62 —
xakachl (T), 63 — aynbIMIIbl, 64 — KEThbI, 65 — TYBHHIIBI, 66 — KaIMBIKU, 67 — OypsThI (A), 68 — Oypsatel (K), 69 — nynrane, 70 —

HUBXH, 71 — ymareinsl, 72 — sBenku (3), 73 — sBenku (), 74 — saxyThl, 75 — 4yK4u, 76 — KOPSKH.

9
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[Ipu 3amaHuM 4Yucia MPEIKOBBIX KOMIOHEHT Oojbiie 7 B OOJBIIMHCTBE
I0O)KHOCUOMPCKUX TOMYJISIUN BbISABIAECTCA CHEHUGUYHBIA 11 HUX T€HETHYECKUU
koMrioHeHT (PucyHok 8A), Hanbosiee OTUETIMBO MPOSBIISIONIMIICS HA aHATU3UPYEMOM
MaccuBe MNOMyJAIUOHHBIX BbIOOpOoK mpu K = 10 (PucyHok 8bB), KOTOpBIH MOXKHO
UHTEPIPETUPOBATh KaK  “‘©HUCEUCKHI~  TeHETUYECKMH IIacT B  reHOo(oHIe
COBPEMEHHBIX NOMYJISLUN.

Ero makcumanbsHoe 3HaueHUE 92% mokazaHo y 4yiabIMIEB. CylIECTBEHHYIO OO
TOT KOMIIOHEHT 3aHuUMaeT y KeToB 64,7%. BeposTHO, accuMuisiuus 4YyJbIMIEB
IpPOXOaMJia MEIJICHHEE, YeM KETOB, 3HAYMTEIbHO METHCHPOBAHHBIX 3a IOCIETHUE
HECKOJIbKO MoKojeHui. OgHaKko, HECMOTPS Ha 3HAYUTEIbHYIO IPUMECH €BPOIIEOUTHOTO
MPOUCXOXKICHUS, KEThl COXPAaHWIM 3HAUUTENIBbHYIO YacThb COOCTBEHHOI'O €HHUCEHCKOTro
T€HETUYECKOTO KOMITOHEHTA.

Ha ypoBHE OTAENbHBIX MHAMBUIOB IO PE3yJIbTaTaM pacyeTa JOJIU Pa3IHMYHbIX
TeHETUYECKUX KOMIOHEHT BHUJIHO, YTO MPOTECTUPOBAHHBIE 00pa3libl KETOB OTJIMYAIOTCS
JIpyr OT JApyra Mo J0Je €HUCEHCKOro KOMIIOHEHTa Oojbllne, YeM 4vyJbIMIbl. J{is
Ka)XJI0ro KOHKPETHOro 00pasiia M3 BBIOOPKM KETOB JOJS €HHUCEHCKOro KOMIIOHEHTa
JOTIOJTHSAETCSA TOJBKO KOMIOHEHTaMH, JOMUHUPYIOIIMMH B TMOMYJISIIUSAX €BPONEHCKON
yactu Poccuu, 4TO MOJHOCTBIO COOTBETCTBYET MX METHCALMU 3a IOCIEAHEE BpEMs B
OCHOBHOM C TPUIUIBIMH €BPONEUCKUMH TiepeceleHnamMu. Takum o0pazoMm, 10
METUCAllUA C TPUILIBIM HaceJIeHHUEM T'e€HO(POH]I KETOB, CyAs MO paCIpeeiIeHHUIO
KOMIIOHEHT B HCCJEIOBAaHHOW BBIOOpKE OBLI JOCTaTOYHO TOMOT€HEH M B HEM
JOMUHUPOBAJI CHUCEUCKUN T€HETUYECKUN KOMIIOHEHT.

OxkoJio Tpetu reHodoHa TyBUHIIEB 28,4% UMEIOT B CBOEM I'eHO(OH/Ie SJIEMEHTHI
€HUCENCKOr0 KOMIIOHEHTA. [10 TaHHBIM JTMHTBUCTOB BBISIBIISIETCS CBSI3b MEXY APEBHUM
MJIEMEHEM YUKOB, HACENIABIIMX LIEHTPAJIbHYIO TeppUTOpHUIO0 TyBBbI 10 00€ CTOPOHBI OT
EHuces 10 CTOJIKHOBEHUH C TEFOPKCKUM KaraHaToM W MPWHHUMABIIMM aKTHBHOE y4acTHE
B OTHOTe€He3e TyBUHLIEB. I[Ipu HCCleOBaHWHM KETO-€HUCEHCKUX  S3BIKOB B
IIPACHUCEICKOM SI3bIKE OOHAPYKEHbl CXOXKHE CJIOBAa C 3THOHHMOM «YUKH)», YEro He
OOHapyKEHO B JPYrHX s3bIKax TOro BpeMeHu [121]. MoOXHO NHpEANONIOKHUTh, YTO

JaHHBIC OSTHOCHI IIPOKUBAJIM HPCAIIOJIOKHUTCILHO B OAHO BpEMA MW Ha OI[HOﬁ
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TEPPUTOPHUH, U CKIIA/IBIBAHUE EHUCEHUCKOr0 KOMIIOHEHTa MPOUCX0oauio B TyBe mpu ux
AKTUBHOM B3aMMO/JICHCTBUMU.

CyIIecTBEHHYIO JIOI0 €HUCEWCKUI KOMIIOHEHT 3aHUMAaeT Takke B TreHO(OHJEe
nonyysiquid  Antas-CassH — KauMHLEB, CEBEPHBIX M IOKHBIX QJITAMIEB, Carailes,
KOTOPBIEC MOJIYUYUIIU 3TOT KOMIIOHEHT HE OT ACCUMUJIALIMM C KETaMU, a OT 00Jiee paHHUX
CHUCEHCKNX HapOJOB, KOTOpble TmpoxkuBaiu Ha Tepputopun OxHoit Cubupmu.
[IpakTueckn 4eTBEpTh NeHOPOHJA XaKacoB KauyuHIEB 24,6% Takke MpeacTaBICHbI
€HHUCEHUCKMM KOMIIOHEHTOM, YTO COIJIACyeTCsl C AHTPOIIOJOTMYECKUMHU JIAHHBIMHA O
B3aMMOJICHCTBHH SHUCEHUCKUX HApoaoB ¢ xakacamu [116], a Tak e JTMHTBUCTHYCCKUM
JTAHHBIM. €HUCEUCKUI S3BIKOBOM CyOCTpaT OTMEUEH BO MHOTHUX COBPEMEHHBIX TIOPCKHUX
s3pikax FOkHOM CHOMpPH, TaKMX KaK alTalCKUil, XaKacCKUH, MOPCKUM, TYBUHCKUI U B
MOHT'OJIbCKOM OYPSTCKOM si3bike [122].

Taxoke BcTpedaeTcsi eHuCEHCKH KOMIIOHEHT B TeHo(oH e anTtaiiies (B) 13,4% u
anraiinieB (K) 18,4%, momumo 3TOr0o oH oT™MeueH B reHodoHie ToMcKuX Tatap 9,2%. C
MEHBIIIEM YaCTOTOM €HUCEMCKHUM KOMITOHEHT MPEACTABJICH Y IPYTUMX MPEACTABUTEIECH
QITACKON S3BIKOBOM CEMbU: OYpSATOB, KAJIMBIKOB, OAIlKHp, KUPTU30B, Ka3aXxoB U JIp.
[Tomy4yeHHbIE pe3yabTAThl XOPOIIO COMIACYIOTCS C JAHHBIMH AHTPOIOJOTHMU U
JUHTBUCTUKA O BKJIQJ€ CHUCEHCKOTO KOMIIOHEHTa B (OPMHPOBAHUE PA3IAYHBIX
HapoaoB Aunras-CassH U1 MCTOPUYECKMMH apeajaMHi €HHCEHCKUX s3bIKOB. JlaHHBIE O
JI0JI€ MPEIKOBBIX KOMIIOHEHT B JIPYTHUX MOMYJISAIUIX MpeacTaBiensl B Tabmuue 1.3

B BeIOOpKax anraiilieB, TYBUHIIEB, KAUMHIIEB, U OYypSATOB MOJISI E€HUCEWCKOTO
KOMIIOHEHTa Ha WHAWBUIYaJIbHOM YPOBHE BapbUPyeT 3HAYUTEIHLHO MEHBIIE, YEMY Y
KETOB M YYJBIMIIEB. DTO CBUJIETEILCTBYET 00 OTCYTCTBUM METHCALIMM M JIOCTATOYHO
OOJBITION IPEBHOCTH EHUCEHCKOTO CyOcTpaTa B COCTaBE MX T€HO(OHIOB.

B uccnenoBanun npu M3y4yeHUU JAHHBIX MO MEHEE IJIOTHBIM Onmodumnam (OKOJo
160 teic. SNP) nammume oOuiero ¢ KeraMu KOMIIOHEHTa ObUIO TaKKe BBISBICHO Y
CEJIBLKYIIOB Y SHIIEB, a TAKXKE y TIOPKOS3BIYHBIX MOIMYJISIUN HAa AnTae (IOPIIhI, XaKachl,
aNTalIbl U TeneyThl) [26].

EBponeoniHbIii KOMIOHEHT MPUCYTCTBYET Y HEKOTOPBIX HAPOJOB CpeHerd A3uu,

y Ka3axoB, y30exoB kupru3oB (K=12) (pucynok 8B). Cpenu cubupckux momyisiuuii oH
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BbIsIBJIEH Yy ToMckux Tarap 40,3%, u rpynnbl UHAMBUAYYMOB BHYTPU MOIYJISIUU
ABEHKOB, UTO TAKX€ MOJTBEpPXkAaeTCsl HAIMuueM JUIMHHBIX 0J0k0B IBD eBpomneiickoro
MPOUCXOXKIICHUS W 3HauuTenbHOro cHwkeHue mmHbl ROH u  kosddurnuenta
F€HOMHOIO0 MHOpPUJMHTA, YTO TOBOPUT O METHUCALMU M HEOJAHOPOJHOCTH JIAHHOMU
BBEIOOPKH.

[Ipu aHanu3e AaHHBIX ayTOCOMHBIX T'€HOTHUIIOB B KAYECTBE IPYMIIbI CPABHEHUS C
HauOOJBIIEH JOJIEH €Ile OJTHOr0 KOMIIOHEHTa (YroOpCKOro) ObUIM HMCIOJIb30BaHbBI JIBE
pa3nu4Hble BBIOOPKM 3THHYECKHX XaHTOB u3 Cypryrckoro u bemospckoro paiioHOB
XMAO. Vropckunidi KOMIOHEHT JOMHUHHPYET Y XaHTOB U cocTaBisieT 95%.
CylIecTBEHHYIO JIOJII0 3TOT KOMIIOHEHT 3aHMMAeT Takke B reHO(OHAE MOMyIsSui
Bonro-Ypanbckoro pernona — 6amxkup (mo 25%), mapuiiiieB (10 20%), yaMypToB U
gyBamieid (mo 15%). Otrmeuaercss ero Hajamuue y keroB (16%), Gamxump (11,4%),
HaxXOJSIIUXCS Ha TEPPUTOPUM pACCEIICHHS JIPEBHUX TyHHOB. B MeHbleil gose
npeacTtaBiieH y komu 8,4%, BercoB 3,7% u ToMckux Tatrap 3%. 3HauMTENbHA OIS
3TOr0 KOMIIOHEHTA Takke y KeToB (Impu aHanmu3e 10 8 KommnoHeHT). C HeOOobIIon
YaCTOTON OH MPEACTABJICH MPAKTHUUECKH BO BCEX TOMYJISIIMOHHBIX BBIOOpKax Aras-
CasiH — TYBUHIIEB, aJITaif1ieB, XxakacoB (0T 5 10 10%).

OmauMm 13 HamboJiee MIMPOKO PACTPOCTPAHCHHBIX Ha Tepputopuu Poccun u
COIIPEIICIIbHBIX CTPaH SABJSAETCS TIOPKCKUHA N€HETUYECKUH KOMIIOHEHT, MAPKUPYIOIIUN
JIOBOJIBHO TO3/IHIOI0 BOJIHY MHUTPAILMK Pa3IMUHBIX TIOPKCKUX HApOAOB. Tak, BOCTOUHO-
TIOPCKAM KOMIIOHEHT MOKHO BBIJIEIUTh y XaKacoOB carauueB TamThIIICKOTO panoHa
92,4%, xakacoB kauuHieB 12,3%, anraiiueB u3 c.bemmenstup 32,9% u c.Kynana
17,9%, tyBunHneB 9%, a takxke npexacraButeneid Cpennerr Asuu: kazaxoB 4,6%,
y30eKkoB 5,2% u Kupruzos 5,6%.

[IpakTrka TpUMEHEHUs MOIXOAa, peamuzyemoro B Admixture, mokasana ero
BBICOKYIO0 3((EKTUBHOCTh MPU aHAIN3€ 3HAYUTEIHHBIX MACCHUBOB TEHOTHUITHYECKHUX
JAHHBIX WX PA3JIMYHBIX MOIYJISIIUN, YTO TMO3BOJIAIO TPOBECTH JOCKOHAJIBHBIN aHaIN3
TEHETUYECKON CYOCTPYKTYpbl B HCCIEAYEeMbIX TIpynmnax mnomyiasuuid. B urtore, Ha
WHUBUyAIbHOM W TIOMYJSIIMOHHOM YPOBHE PEKOHCTPYHPOBAH MOAPOOHBINM COCTaB

T€HETUYECKUX KOMIIOHEHT reHo(OHAa pa3IMYHBIX HApPOJIOB HAa ypOBHE MOMYJISALUNA U
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OTZENbHBIX 00pa3uoB. Jta MHbOpMAaIUs MO3BOJISIET 00Jiee TOYHO CYAUTH O CXOACTBE
WIM Pa3IMudMd CPAaBHMBAEMBIX TPYII, CTPYKType TeHeTH4ecKor auddepeHnuanum
Pa3IMYHBIX TPYII MO COCTABY MPEIKOBBIX KOMIIOHEHT M CTEIICHH JTHUX Pa3Iuddii, a

Takxxe 0 mpouecce GopMUpOBaHUS UX TeHO(OH .

3!

I §
(XL

L1

2,1 23456 7 89 Ia\ngpin\ 14‘15!16‘17‘1&19 2021 222324 25262728 294 31 32 333435 47 3839 4041 42

200

LI N 1
EEEEEETEET

T |2 3 4%5‘ 6 \7 8 9 10‘11!12‘13‘14!15316‘17113?19 2021} 22§23\24|2§j26‘27|23 29530}31!32!3#3435‘3%37%38539‘40;41{421

B |

s

Dl O
FEEEdREAREAR

T12]3 456 7 8 9 10 nnis 141516 17 1319 2021 222324 25262728 29 31 32 333435 4 3839 4041 42
Pucynok 8 - VYmopsyjoueHnas kaptuHa KOMIOHEHT Admixture npu paHXUpOBaHUU
nonyJsinuid CeBepHoii EBpazuu ¢ 3anmaga Ha BocTok 11t BocbMu (A), necatu (b) u 12
(B) npeakoBbIX KOMIIOHEHT.

[Ipumeuanue: 1 — Bencel, 2 — kapensl, 3 — mopaBa (M), 4 — mopaBa (9), 5 — mopaBa
(1), 6 — pycckue, 7 — xomu, 8 — uyBaiy, 9 — mapuiiusl, 10 — TaTapsl ka3aHckue, 11 —
taTtapsl TomMckue, 12 — Gamkupst (I1), 13 — 6amxupst (11I), 14 — 6amkupsr (b), 15 —
yamyptsl (1), 16 — yamyptsl (b), 17 — yamyptsl, 18 — 6ecepmsine, 19 — xants (P), 20 -
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xaHTel (K), 21 — y30eku, 22 — kazaxu (M), 23 — kazaxu (C), 24 — kuprussl, 25 —

anrtaitiel (b), 26 — anrtaiusl (K), 27 — xakacsr (L), 28 — xakack! (T), 29 — gyneimiisl, 30
— Kketbl, 31 — TyBuHIBIL, 32 — KanMbiku, 33 — Oypstel (A), 34 — Oypsater (K), 35 —
nyHrane, 36 — HuBxu, 37 — yaareinpl, 38 - apeHkH (3), 39 — apenku (), 40 — axyThI, 41
— 4yK4H, 42 — KOPSKHU.

3.3 PacnpejiesieHre permOHOB BbICOKOI TOMO3MTOTHOCTH B HCCJIeAyeMbIX
NMOMYJIALMAX

[IpoBenen anamu3 pacopeaesieHus: Oy0koB romo3urotHoctd (ROH) ans
JETAIbHOTO OIMHUCAaHUS OCOOEHHOCTEM T'eHO(OHIOB HCCIEIOBAaHHBIX TMOIMYJIALUH,
KOTOPBIM  TMO3BOJISIET IPOBOAUTH  PEKOHCTPYKIHUIO TEHETHKO-JAeMOrpaduyecKux
MPOIIECCOB ISl BCEX M3YUaEeMbIX MOMYJISIUNA.

Jnst  uneHTU(UKAIMA ~ PETHUOHOB BBICOKOM TOMO3UTOTHOCTH — HCIIOJB3YIOT
pa3IMYHbIe CTAaTUCTHYECKHUE MOaXonbl. OauH u3 Haubojee MOMYJSAPHBIX METOJIOB —
METOJ «HAOIOEHUS», PEAUTU30BAaHHBIA B IMUPOKO MCHOJIB3YEMON NIl TEHETUYECKOTO
aHanu3a nonyJssuii mporpamme Plink. Ipyroii meTo, peaan3yeMblii B IpOrpaMMHOM
obecneuennn GARLIC, ucnonb3yeT mojxoa Ha OCHOBE MaTeMaTUYECKUX MoOJIeNiel, HO
B OTJIMYME OT METOJa «HAOJIOACHMSI», DTOT aHaJHW3 3aBHUCHT OT OIICHKH YacCTOTHI
MOMYJISALIMOHHBIX aJUJIEJIEN, UTO SIBJIAETCSA KaK MPEUMYILECTBOM, TaK U HEOCTATKOM IIpH
CPaBHUTEJIILHOM aHaIW3€ C JAPYTMMHU HCCIEIOBaHUSIMU. s TpPUMEHEHHS] 3TOro
MOAX0JIa Mbl OCTAaHOBUJIMCH Ha TiporpaMMHoM obOecrieuenun GARLIC, nononHutenbHO
MO3BOJISIFOIIEM Pa3AEIUTh JJIMHBI PETMOHOB BBICOKOW FOMO3UTOTHOCTH Ha KJIACCHI, YTO

nomoraet 0oJjiee TOUHO BBIMOIHUTH aHau3 ROH ¢ Guonornyeckoil TOUKH 3peHUS.

3.3.1 Ouenka pacnpe/ejeHusi peTHOHOB BbICOKOI TOMO3UTOTHOCTH C
noMoIbi0 mporpamMmmal «Plink»

O6mas mmHa u koiaudectBo ROH mig kaxaoro HMHIMBUIAYaJIbHOTO TEHOMA
koneouercs ot 41,2 no 687,7 mar.o. u ot 61 mo 394, coorBeTcTBEHHO. MenuaHHoOe
yucino ROH Ha uHIMBHIyanbHBIM T€HOM B HCCIIEIOBAaHHBIX 00pa3iax coctaBmio 135,4,

rpanuiia nepsoro kBaptwis 121,8, rpanuna tperbero kBaptwias 151,5. Menuannas
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nmuHa ROH 128,4 wm.m.o., rpanuna nepBoro kBaptuis 103,7 m.m.o. tpetsero 139,3
Mm.1.0.. CpenHee 3HaueHue coBokynHou jmHbl ROH Ha uHAMBUAYyMa BapbUpyeT OT
79,9 m.1.o. B BeIOOpKE Horaiines, 70 289,1 M.i.0. y runyxueB. MuHuMaabHOE CpeaHee
nonysiuonHoe 3HaueHue yucia ROH Ha uenoBeka HaGmromaercs y y30ekos (103,7),
MaKCHUMAJIbHOE — Cpeau KOpsikoB 312.

Hons ROH paznuuHoil JUIMHBI 3HAYUTENBHO KOJIEOJNETCS B 3aBHUCHUMOCTH OT
reorpauecKoro pervoHa M S3bIKOBOM TpyIibl. Beibopku u3z Cubupu, ocoOEHHO
HOCHUTENIM SI3bIKOB UYYKOTCKO-KAMUYaTCKMX ¥ HUBXCKOTO S3BIKOB, Pa3UTEIILHO
OTJIMYAIOTCS OT TaKOBBIX M3 JIpYyrux reorpaduyeckux peruoHoB. CpenHee 3HaYEHUE
obmeit nmuupl ROH Ha yenoBeka B Hamiel BBIOOPKE MPEACTaBUTENCH YyKOTCKO-
KaM4aTCKUX ¥ HHUBXCKOro s3bikoB (308,6 M.1M.0.) CpaBHHMO CO 3HA4YE€HHEM B
JareCTaHCKUX IOMYJISAIUAX, TOBOPSIIUX Ha sA3bIKax auaorckor moarpymmbl (305,03
M.IL.O.).

[To none ob6pasnoB ¢ ogauM u 6osee ROH maymHO#M Gosblie 5 M.I1.0. IO peruoHam
BBIICIIIFOTCS. TPU PAa3JIMYHBIC TPYIIIBI, KOTOPBIC SBHO CBS3aHBI C DHIOTAMHCH U
u3ossiiuei: Oonbiras 9acTh cubupckux (75.5%) u marectanckux o6pasioB (78.1%)
nmeet mmHHBIE ROH, nanee unyt CeBepo-KaBkasckuii, Bonro-YpanbCkuii peruoHsl U
Bocrounas EBpona 57.9% u 38%, coorBerctBerHo. [l Cpeane-A3uaTckoro peruoHa
Ha0JII0/1aeTCsl MUHUMAaNbHAsL SO TeHOMOB, uMmeromux aiauHabele ROH (15.6%). DTo
MIOJTHOCTHIO COOTBETCTBYET MOJYUYCHHBIM paHee JAaHHBIM O HAaUOOJIBIIIEM I'eHETHYECKOM
pa3Ho00Opa3uy ¥ MHOTOKOMIIOHEHTHOCTH T€HO(OHIa cpeaHea3naTCKuX MOy B
cpaBHeHUU c aApyruMmu 3THocamu CeBepHoit EBpasum. Ilpm sTomM HaOMOmarOTCS
3HAUMTEIBHBIC PA3IMUUS MEKIY TOIYISAIUIMA BHYTPH KaKI0TO pernoHa. Hampumep,
y Ka3axoB CTapIIero xysa Bcero 7% o6pasuos umeror ROH Gonbiie 5 m.m.o.. J{ns aByx
YyelnoBeK M3 dBeHkmiickoi (3) m kazaxckou (C) momynsuuii He ObLIo Haiineno ROH

umHHEee 1,5 M.11.0..
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3.3.2 Ouenka pacnpeaejeHusi perHOHOB BbICOKOW TOMO3UIOTHOCTH €
nomomsio nporpammsel «GARLIC»

Ob6mas nmuHa u xonumdectBo ROH, umaeHTH(UIMpYyeMble ¢ TOMOIIbIO MaKeTa
«GARLIC», nug xaxxnoro naauBuaa kojiednercsa ot 124 no 788,6 m.w.o. u ot 319 1o
1237, coorBercTBeHHO. MenuanHoe uucio ROH Ha wuHAMBHUAYyalbHBIM TE€HOM B
UCCIIEIOBaHHbIX oOpa3lax coctaBuwio 774.5, rpanuna mepBoro kBapTuis — /54,1,
rpaHuIia TpeThero kpaptwist — 798,5. Meauannas gnmuHa ROH — 261,4 m.m.0., rpanuiia
nepBoro kBapTuisa — 243,9 m.n.o. tperbero — 282,8 m.m.o.. CpenHee 3HaueHHE
coBokymnHou jumHbl ROH Ha mHauBuayyma Bapbupyercs oT 167,3 M.I1.0. B BBIOOpKE
oamxkup (C), no 480,2 mM.m.o. y KOpsiKOB. MUHUMAaNbHOE CpPEIHEE IMOMYJISIIMOHHOE
sHadyenne yuciaa ROH Ha yenoBeka Habmomaercs y ruayxies (356,8), uz-3a Oosbiien
nuHbl ROH 3a cuet cunbHOr0 MHOpUIMHTA, MaKCUMAJIBHOE — cpeaiu KopsikoB (1136).

JI1  KOJMWYeCTBEHHOM  OICHKM  3aKOHOMEPHOCTEH,  HaOIfogaecMbIX B
pacnpeneneHusx cymmapaoi JrmHel ROH Ha ypoBHE MOMyYJISIUKA, MBI TIPOBEJTH TTapHBIC
cpaBHeHHUs Mexay cymMmapHou anuHod ROH knmacca A, kmacca B u wiacca C B
OTIENBHBIX TEHOMax, HCHOJb3ys cor.test B R mms Beramcnenuss kosdduimenta
koppessinun  Crimpmena. CymmapHble JUIMHBL KJaccoB B M A HMEIOT CpEeaHEro
koppemsinuto (r = 0,690, p < 2,2e-16), onmHako 00a Kjacca MMEIOT OYE€Hb CJIa0yI0
Koppessiuio ¢ cymmapaon amuHord ROH knacca C (C/A (r= 0,127, p < 5,012e-08),
C/B (r=0,169, p <2,741e-13 ) (pucyHok 9). MoxHo mpeamonaraTh, yto kiacc C u
kiacc A u B ROH, BeposiTHO, CBHAETENBCTBYIOT O pa3HbIX mpoiieccax: knacc C o
HenaBHeM uHOpuauHre, a kjacc A u B ROH o HepaBHOBeCHOM clEIJIEHUM (aHTI.
linkage disequilibrium (LD)) Ha ypoBHe MNOMyJSIIMA B Pa3HBIX SBOJIOIHUOHHBIX

maciitabax [58].
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Pucynok 9 - CpaBuenue o6mieit jyimasl ROH ni1s kaxaoro mHAWBUIyyMa 10 Pa3HbIM

kiaccam. (A) Knacc B npotus knacca A; (B) Knace C npotus knacca A; (C) Kiace C

MpOTHUB KJjacca B.

Cpennue pazmepbl ROH kmaccoB A u B oguHakoBbI cpefu MOMISAIANA OJTHOTO
reorpa)yecKOro pPEerruoHa, 3a HMCKIOYEHWEeM TOro, 4To momyssinuu JlarectaHa u

Cubupu umeroT OoJblllyt0 H3MeHUYMBOCTH (Tabmmma 2). MakcuManbHbIC 3HAUYCHUS

HaOmoAaroTes y JlarecTaHCKUX MOMyJsiui (TUHYXIIEB, TYH3UOLIEB, aXBaxIIEB, 1IE30B).

Tabnuna 2 - CymmapHas CTaTUCTHKA JIJIs1 3HAUSHUH TPaHMI] KJIacCOB JIJTUH (KO)
ROH 1o pernonam

Cubupsn Cpems Harecran | KaBka3 Boaro-ypanciuii Bce

Craructuka A3zus peruon u EBpona
Knaccet A u B
MuHHMaTbHOE 305,54 287,59 315,23 279,41 301,07 279,41
MaxkcumaiabHOe 417,37 369,87 668,22 370,51 370,79 668,22
Cpennee 366,96 333,15 390,07 321,02 338,75 358,55
SD 7,28 15,00 17,94 8,89 4,35 6,67
Kinaceot B u C

MuHHMaTbHOE 942,65 777,099 981,114 | 787,342 1010,64 777,10
MaxkcumaiabHOe 1553,83 | 1402,82 2598,01 | 1200,04 1257,98 2598,01
Cpennee 1260,15 | 1115,65 1380,02 | 999,93 1112,28 1214,99
SD 38,33 120,00 77,19 44,52 20,96 31,39

Haubonbimume cpennue 3HaueHus kinacca C Takke HAOMIOJAIOTCS Y TMOMYJISIHIA
Harecrana u Cubupu, ganee y nomyssiuuii Cpeguet A3uun, Bosro-Ypanbckoro perunona

u EBponbsl. MuHuManbHble cCpeqHee 3HAUYCHHUS OOHAPYKMBAIOTCS B KaBKa3CKUX
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HONyJSIIUsAX. Y HApOJOB, MMEKIIMX CMeIaHHoe npoucxoxneHue (kazaxoB (M, C),
OypsitoB (A), KaJIMBIKOB, KapaHOTaWIleB M KyMBIKOB) cpeaHue pasmepsl ROH
aHAJIOTMYHbI KABKA3CKUM IOy JISLHIM.

JUis cuOMpCcKuX 4yKuyel, KOpPSIKOB, HUBXOB JJIsl BCEX KJIACCOB JUIMH HAOJI0JaeTCs
3HAYUTEJIHOE YBEJIMYEHHE CyMMAapHOM JuiMHbI U KosimyecTBa ROH Ha udenmoBeka mo
CPaBHEHMIO C JPYTMMHU MOIMYJIALUIMU, YTO TOBOPUT O MPOJOHKUTEILHOM UHOPUAMHTE,

a Taxke ¢ dekre «O0yThII0uHOro ropisiiikay (Pucynok 10).

A+B+C A
800
g X g
& 600 [ e %ol
? 150 Q 3B
= x
2 “j.rf.-'.&‘?ﬁf
= o . i %5
< - : o x 4
5_400 ' xet ke é‘fi AJTaiilibl g%
= 8 % i 100 F > BypsiThI gA)
=4 B D8, # bypsitel (K)
Q00 5 B o :g‘rr‘ Kg;lxbmm
. g « Kopsiku
! I 1 1 1 ! 1 I ! L. o Husxu
500 700 900 1100 400 500 600 700 800 900 + Tarapsi
o TyBUHIIBI
B C L Xﬂsreﬁub_lr
« Xakachbl
250 - c ’ Xakacobl ;(I_I?I)
%, ' - §HHTM EP))
AHTBI
% 300 |- Yykun
= 200 YybIMIIBI
< DBEHKH E;a’[)
= %BBHKH )
& o s B , KYTbl
= 150 1 o 200 _
= Y
2 100} f” 100 |- A
= ¥ e,
O ry
50 C | ] | 1 1 |
100 200 300 0 20 40 60
CymmapHoe konuuectso ROH Cymmapnoe konudectso ROH

Pucynok 10 - OtHomenue cymmapuoi qiiuabl ROH k cymmapaomy konmuectsy ROH B

UCCIIeyeMbIX monmysusx Cuoupu.
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Jlist gyk4ei, KOpsIKOB, HUBXOB Tak)Ke HAOJII0aeTCsl 3HAUUTEIbHOE YBEIUUYCHHE
CyMMapHON juHBl cpenHero kimacca ROH Ha dyenoBeka, Kak MO CpPaBHEHUIO C
OCTaJbHBIMU TOMYJISLIUSAMHU, TaK U MO CPaBHEHUIO ¢ kiaccoM KopoTkux ROH BHyTpH
HNOMYJISIKMKA, YTO MOATBEPKIAET MPOJOJDKUTEIBLHOCTh HHOPUAMHTA W HEOOJBIIYIO
3¢ (EeKTUBHYIO YHCIEHHOCTh MOMmyJssiuil. [lanee, Mo KOPOTKMUM U CPEIHUM JAJIUHAM
ROH BeigensitoTcst KeThl, SIKyThI, 3BeHKH (S), ynareiinsl, TyBuHIBI U OypsaTol (K). dns
SKYTOB W TYBUHIEB, HECMOTpsl Ha OouyblIoN >QQEeKTUBHBIN pa3Mep MNOMYJISLUH,
00JbIIOe KOJIMYECTBO W JUJIMHA KOPOTKUX U cpeannx ROH, BeposiTHO, cBsA3aHO ¢
CUIBHBIM 3(h()EeKTOM OCHOBATENsl, KOTOPbIN BbIsABIseTcss Ha mapkepax MTIHK u Y-
xpomocomsl [14,15]. B nomyssiiiu 5BeHKOB (3) 00HApYKeHbI 00pa3iibl ¢ IpHU3HAKAMU
METHUCAIMH, YTO MOKET 3HAUMTEIbHO 3aHIKATh 3HAYCHUS 0 JJIUHAM U KOJHYECTBY
ROH B srtoit BeiOOpKe. Ilpu aHamuze Y-XpOMOCOMHBIX JUHUM y HUX HaOJI0IaeTCs
TUIUYHBIE 0 TPOUCXOXKJICHUIO EBPOIEHCKHUE TaluIOTPYIIbl, HE XapaKTEpHbIE s
KOPEHHBIX cHOUpCcKuX nomyssiiuid. [Ipu ananuze ayToCOMHBIX OJOKOB MACHTUYHBIX IO
MIPOUCXOXK]ICHUIO, Y IBEHKOB TaK)Ke HAOJII0JaeTCsl 3HAUUTEIIbHOE KOJIMYECTBO JITMHHBIX
010k0B (4 M.I.0.) OOMUX C EBPONMEHCKUMH TOMYJISAIUSIMUA, YTO TOBOPUT 00
OTHOCHUTEJIbHO HEJIABHEN METUCALIMUA 3TOW TPYIIIBI JIFOACH C MPUIIIBIMUA €BPOIICUIIAMMU.
Jliis OypsToB (A) Takke XapaKTepHO YBEIMUYEHHE CyMMapHON JUTMHBI CPEAHEro Kilacca
ROH, Ho B OosnbliIell cTeNeHN HE U3-3a JJIMHBI (PParMeHTOB, a U3-3a UX KOJMYECTBa, 4TO
rOBOPHT 00 3 dekTe «OyTHUIOYHOTO ropibiiikay B npoiwioM (Pucynok 10) [15,123]. VY
OypsaToB (A) M KanMBIKOB Habmonaercss yBenuueHue koiumuectBa ROH, Ho 06e3
YBEJIMUEHUs] CyMMapHOH JUIMHBI HanboJiee sipko BoipaxkeHHO it ROH cpenneii niuHeI,
YTO TOBOPUT O HEOOJIBIION YHMCIEHHOCTH MPEAKOBOW MOMYJISIUU C IMOCIEIYIOIUM
pe3kuM poctoM, Oe3 yBennuyeHuss uHOpuauHra. Ilo cpeaneld cymMmapHOW NIJIUHE U
KOJIMYECTBY AJiA cpenHux v Kopotkux ROH MakcumanbHble 3HaUeHUs HAOIIOAAIOTCS Y
cubupckux nomnysinuid (Tabnuma A.1).

VY KeTOB, UMEIOIIMX BBICOKHE 3HAYEHHS M0 YPOBHIO HHOPUAMHTA, COTTACTaBUMBIE
CO 3HAYEHUSIMU XaHTOB, UYJIBIMIIEB, SIKyTOB, yA3renieB 1 3BeHKOB(A). Cxoxkas kKapTuHa
HaOMIOMaeTCsl M B pachupeqereHnun 3HadeHud mo monudectBy u jgiuuHe ROH. Ilo

pacnpenenenuto kopotkux ROH keThl pacmonararoTcss B rpyrime ¢ 3BeHKamu(S),
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akyTamu, TyBuHLamu, Oypstamu(K). ns cpennux pasmepoB ROH poGapistorcs
yaoreunsl 1 xaHThl. OTpakas BBICOKHI YPOBEHb MHOPHAMHTA BHYTHPU TMOMYJISAINH,
MOMYJISIAS  KETOB B pacnpenencHnu niuaHHbix ROH  momamatror B rpynmy ¢
sBeHkaMu(Sl), sskyTamu, XaHtaMu, dyibivMiiamu (Pucynok 10).

Pacnipenenennie ROH cBsizano ¢ pasmepom mnomynsuud M uUX 3PQPEKTUBHOIM
YUCJICHHOCTHIO, TIPU 3TOM OTHOCHUTENIbHO HeOoubire nonysinn Cubupu umetor ROH
OOJBIIIEr0 KOJMUYECTBA M pa3Mepa, 4eM OOJIBIINE IO YMCICHHOCTH TOIYJAIHUUA JTUX
pEerMoHOB. AHaOTWYHAs KapThHa oOpasyercs Ha Teppuropuu Jlarectana, rae s
MOMYJISIIAA MUMEIOIIUX HEOOJBIIYI0 YUCIEHHOCTh (TMHYXIIBI, TYH3UOIbI, OCKTHHIIBI,
axBaxIlpl U 11e3b1), 111 Becex kiaaccoB ROH naGmromaercs pacnpeeneHne COOTHOIIIECHUS
CyMMapHOW JUIMHBI W KOJMYECTBA XapaKTEPHOE [JIsi TOMYJSIUNA TOABEPKCHHBIX
cuiibHOMY UHOpuauHTY (Pucynok 11). MHOpuauHr 100aBiiseT HEOOIBIIOE KOJIHYSCTBO
oueHb IIMHHBIX ROH 17151 TeX, KTO SBISETCS TOTOMKOM KPOBHOPOJICTBEHHBIX OpaKoB,
yBenuumBas aucrnepcuto cymMmmbl ROH, BuanMyro Kak CABUT BIIEBO Ha rpaduke IJIMH

ROH no cpaBuenuto ¢ konnuectsom ROH.
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Pucynok 11 - OtHomenne cymmaphoii 1inuHael ROH k cymmaprHomy konmyectBy ROH B

HCCIICAYCMBIX IMOIMYJIALIUAX I[aI‘eCTaHa.

B monmynsmusx, CMENIAHHBIX 10 TMPOWCXOXKICHUIO M XapaKTEPU3YIOIIUXCSI
BBICOKUM YPOBHEM TEHETHYECKOTO pa3HooOpaswsi, OOBEAUHSIOTCS Pa3THMYHbIC
TalyIOTUTIBI, YTO OOBIYHO 3HAYMTENTHHO CHIDKaeT KoimumdecTBo m anuHy ROH. Oto
OoOHapyeHO y TOMCKHX M Ka3aHCKHUX Tarap, y30ekoB u Oamkup. [lms Bomro-
VYpansckoro pernona u EBpombl HaOmomaeTcss pas3ielieHHe Ha JIB€ TPYIIBI 110
konuuectBy ROH, rie ocHoBHOM Bkiaa BHOCAT KopoTkue u cpeanue ROH. B nepsyto

TPYNIy BXOAST MapHUMIlbl, KOMH, BEICHI, YyBallld, Kapenubl, yamypTsl u Oamkupsl (C),
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BO BTOpyto: Oecepmsne, mopasa (M, L, 3), yamyptsl (111, B), tatapsr (K), 6amkups
(B, IT) u pycckue (Pucynox 12).
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Pucynok 12 - OtHomenue cymmaproi qiauabl ROH k cymmapaoMy kosmuectsy ROH B

UCCIIEYyEMBIX NMOMYIANUIX Bonro-Ypanbsckoro pernosna u EBpomnsl.

O¢pdexT OyThUIIOUHOTO TOPIBIIIKA B AEMOTpaQHUUIECKON UCTOPHUH KOHKPETHOTO
3THOca yBenuuuBaeT koaudyectBo ROH, koTopele OOBIMHO BCE €lI€ OTHOCUTENIBHO
KOPOTKHE, HAMpUMEp y TMOMyJSIIUA KaaMbBIKOB H OypsitoB (A). Y HEKOTOPBIX
HNOMyJSIMM,  UMeomMX Kak  3¢pdekT OyTbUIOYHOTO  TOpJBIINIKA, TaKk M|
paclpoCTpaHEHHOCTh  OJIM3KOPOJCTBEHHBIX  OpakoB,  HaOmogaroTcs  OoJbliee
konnuecTBo U JnuHa ROH c yBenmuennem nucnepcun cymMmMmbl ROH (kopsiku, 4ykuu u

HUBXH).
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HauGonpminmu otnuuusimu cpeaun nonyiisiuuid CpeaHet A3uu XapakTepusyercs
NOMyJISILMS JIyHraH: B HeW HaOJI0JaeTcsi BBICOKME 3HAYEHHsS] IO KOJUYECTBY U
CyMMapHOW JIMHE AJiA cpemHux W KopoTkux ROH u MuHMMAalbHBIC 3HAYCHUS IS

JUIMHHBIX (pucyHOK 13).
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Pucynok 13 - OtHomenue cymmapuoi qiuabl ROH k cymmapaomy konmuectsy ROH B

uccienyembix nonyssinusax Cpenneit A3uu.

CymmapHast 1107 pa3HeIX 1o juuHe U KoiaumdectBy ROH Ha ypoBHe
WHJIMBUAYAJIbHBIX TEHOMOB CHJIBHO BapbUPYET MO MOMYJISALMSAM U pPEeruoHaM (PUCYHOK
14). Hamm pe3yabTaThl XOPOIIO COIJIACYIOTCSA C PAAOM HEAABHHX HCCIICIOBAHHMIA,
NPOBEJCHHBIX C HCIIOJIb30BAHHEM BBICOKOIUIOTHBIX 4HmoB [124,125]. VYpoBeHb
TOMO3UTOTHOCTH T10 BCEMY T€HOMY IOKa3bIBAE€T CaMbIil BHICOKHU YPOBEHb MHOPUIMHTA
B CHOMPCKMX M JareCTaHCKUX TpyIIax, TOBOPSIIMX Ha JUJONCKHX, YYKOTKO-

KaM4aTCKUX U HUBXCKOM 3bIKAaX, I10 CPABHCHUIO C OCTAJIbHBIMHA CeBepO-eBpaBHﬁCKHMH
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HOIMYJISIMMOHHBIMUA  BblOOpKamMu. CHOMpPCKUE MOMYJSLUM HapaBHE C JIAareCTaHCKUMHU
HOIYJISIIUSIMU 00J1a1at0T CaMbIMH JJIMHHBIMU T'€HOMHBIMHU y4aCTKaMHU TOMO3UTOTHOCTH
s Bcex kareropuit anmuael ROH u Gosee BBICOKYIO AONIO JIOACH € JIIMHHBIMHU

obnacTsIMu dYTO3HUTI'OTHOCTH.
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Pucynok 14 - OtHomenne cymmapHoii 1inuHel ROH k cymmapHomy konmyectBy ROH B

HNCCIICAYCMBIX MOMYJANUAX OJIA KaXXI0I0 reorpaqmqecxoro peruoHa.
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Jist paboT 1o MOMYJISUMOHHOW T'€HETUKE CUOMPCKUX 3THOCOB C UCITIOIb30BAHUEM
HEUTpaJIbHBIX MAapKEPHBIX CHCTEM Y-XpPOMOCOMHOHM, MuUTOXOHApuanbHou JIHK
MOKa3aHO, YTO BO MHOTUX MOMyJsAUuusAxX HaOmogaercss 3(@exT ocHoBaTeNs [0
OTIIEJIbHBIM TaIIOrpynnaM ¢ HU3KUM TE€HETHYECKUM pa3zHooOpa3ueM, KOTOpoe
CBUJCTEIBCTBYET O COOBITUSX 3KCHAHCHUHM YHMCIECHHOCTH B OTHOCHTEIBHO HEIaBHEE
Bpemsi [14,123,126]. UuTepecHO, YTO MOJYYCHHbIC HAMU OILICHKU CYIICCTBEHHO HE
OTIIMYAIOTCA OT T€X, KOTOpbIE ObLIM MOJYYEeHBI B MPEAbIAYIIEM HCCICIOBAaHUU HaleH
rpymmsl [71] ¢ ucnonp3oBaHMEM Tropas[ o0 MEHBIIETO0 YHcia MapKepOB HAa MEHBIIHX
BBIOOpKAX CUOMPCKUX TMOMYJISAIUH.

Hnst monynsiuii Cubupu xapakTepHo OoJiblliee 3HAYEHHE CYMMApPHOM JIJTUHBI
kinacca A u B Ha denoBeka, 4YTO COOTBETCTBYET JAHHBIM 00 YBETUUYEHHUU AJIUH KJIACCOB
A u B ¢ ynanenuem nonyisiiiuu oT AdQpuku. ITa TEHIEHIMS MOX0Ka Ha HAa0I0gaeMoe
COKpallleHHe pa3Hoo0Opa3usi TalJIOTUIIOB C YBEJIMYEHHUEM PAcCTOSIHUS OT AQpHKH.
CymMmapnas gnmuHa kiaacca C ROH Oonee m3mMeHYMBa W 3HAYMUTEIHLHO OOJBINE B
OonpMHCTBE momynsiuii Cubupu u Jlarectana 1o CpaBHEHUIO C MOMYJIALMSIMU
KaBkaza, Cpenneit Aszum, EBponbsl m Bosro-Ypanbckoro pernosHa. ITo Takxke
CBUJIETEIBCTBYET O TOM, 4YTO Oojbluast aois nonyisuuid uz Cubupu u Jlarecrana
XapaKTepU3yIOTCS BBICOKOM CTENEHBIO KPOBHOTO POJACTBA. ITO MOJITBEP)KIAETCS
BBICOKMMH 3HAUCHUSAMHU KO3PPUITMeHTa reHOMHOTO HHOpuanHTa (Fron).

Pe3ynbTaThl MpOBEJEHHOTO aHalIM3a MOKAa3bIBAIOT, YTO TE€HO(MOHJ HACEICHHUS
Cubupu neMOHCTPUPYET 3HAUUTEIbHBIC Pa3IHuds B PACHPEICICHUA CYMMBI JUIMH U
KoJimuecTBa mo BceM kiaccaM ROH kak mexny ucciaegyemMbiMu TreorpaduuecKuMH
peruoHaMM, 53THOCAMH, TaK W BHYTPU JOKaJbHBIX monyisauuii. OcoOeHHO 3To
XapakTepHO il TEPPUTOPUATBHO YIJAJICHHBIX TMOMYyJAUMNA YyKYe U KOPSKOB,
COMOCTaBUMBIMHM [0 3HAYEHUSIM C KYJbTYPHO U TE€OrpapuuecKd H30JIMPOBAHHBIMU
TOpHBIMU TOMyJisinusAMU JlarectaHa, NOKa3bIBAIONIMMH MaKCHUMAaJbHbIE 3HAYEHUS
UHOpUIANHTA, COXPAHUBILIETOCs HAa BBICOKOM YPOBHE JI0 HACTOSIIETO BpeMeHu. boubliee
KOJMYECTBO M JIMHAa KOpoTkux U cpenHux ROH y OonbmimHCTBA CHOMPCKHUX
NOMYJISIUKM yKa3bIBaeT Ha Oosiee ApeBHUN M Oojee MPOAOKUTEIbHBIM WHOPUIMHT.

HOHy‘ICHO IMOATBECPKIACHHUC 3HAYUTEJIbHOM T'€HETHUYECKOU reTepOrcHHOCTH CI/I6I/IpCKI/IX
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Tatap, 00JIaJalolMMUA OJJHUMH W3 CaMbIX HM3KHMX 3HAYE€HUW MO KOJUYECTBY U JJIUHE
ROH. TlonydeHHble pe3yibTaThl MO3BOJISIIOT CYLIECTBEHHO YTOYHUTH HMEIOIIUECS
JTaHHbIE 00 OCOOCHHOCTSIX CTPYKTYypbl TeHO(GOHIA BCEX HCCICAOBAHHBIX STHOCOB.
JlaHHBIE O ayTO3UTOTHBIX OJIOKAX CLIETUIEHUS B KOHKPETHBIX MOIMYJISIUAX TaKKe MOTYT
OBITH HCIIOJIb30BaHbI npu W3YUYECHUH ux KOMIIOHEHTHOTO cocTaBa

MpCaApPaACIIOIOKCHHOCTH K PA3JINYHBIM HACJICICTBCHHBIM 3a00J1€BaHMSIM.

3.3.3 Ouenka ypoBHsi uHOpuanHra Fron B McciiegyeMbIX Oy ISILUSIX

Koaddurmentsr nubpununara Fron 1151 BCEX MHAWBHUIIOB U3 76 MOMYJISAIIMOHHBIX
BBIOOPOK OIIEHUBAIKMCH OTJCIBHO U TPYNIUPOBATIUCEH 1O TeorpadiuecKUM PEeruoHaM U
S3BIKOBBIM Tpymnam i Tpex kiaaccoB ROH (ymHON 0oJibllie MOPOTOBBIX 3HAYCHUM
0,5, 1,5 u 5 m.i.0.). Koapurmuentsr Fron ayis Tpex mmamazonos nmua ROH, cpemnnee
CyMMapHO€ KOJHMYECTBO U CPEIHSS CyMMapHas JJMHA TOMO3WUTOTHBIX YYaCTKOB TpeX
KJIACCOB B  HUCCJENOBAHHBIX MOMYJSIUSAX  MpeicTaBieHsl B Tabmume I1.1.
[TpumeuatenpHo, yT0o ROH>1.5 M.11.0. HE OBLIO BBHISBICHO JIUIITL Y YETHIPEX UHIUBH]IOB
(KyMbIKa, JIe3TUHA, DBEHKA U Y30€Ka).

Cpenn xopenHoro Hacenenuss CuOupu MaKCUMalbHbIC 3HaueHUE Frows1s
oOHapy»KeHbI y IaTbHEBOCTOUYHBIX KOPSKOB, uykueit u HuBxoB (0,0422, 0,0409, 0,0363),
YTO BIIOJIHE 3aKOHOMEPHO, B CBA3UM C HUX OTHOCHUTEIbHON MAaJIOYHCIEHHOCTBIO U
TeppUTOpUAIBHON  M30JMpoBaHHOCTHIO. Cpenu  FOxHO-CUMOMPCKUX — MOMYJISLIHMA
BKJIIOYAIONIMX alTalleB, TOMCKHMX TaTap, TYBHUHIIEB M XaKacoB, MaKCHUMaJIbHOE
3HAYCHUE BBISBJIICHO U JIJIST BRIOOPKHU XaKaCcOB-CaraiIieB U3 MpeAropHOTo TamThIIICKOTO
paiiona (0,0318), B1Boe mpeBOCXOAsIIEe XaKCOB-KaunHIEB paBHUHHOTO [llupuHckoro
paiiona. MuHHMalIbHOE 3HAYeHHE xapakTepHo s Tomckux TaTtap (0,0071). Jlms
3anagHo-CHOUPCKUX TOMyJSIUA  MaKCUMaJIbHBIE 3HAYEHUS WMEET TOIMyJISIus
gyseiMieB (0,0292), omuskue mo 3naueHuio xaHTh(K) (0,0280), xantei(P) (0,0266) u
keThl (0,0259).

HaGnromaercss BbIcOKass KOpewwsiius s Frops15 € CyMMOW CpemHUX JJIHH

cermentoB IBD>1,5 cM mexay nmapamMu MHIUBUAOB B CHOMPCKUX momysuusax (f =
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0,9246, p < 5,612e-09) (Pucynok 15). Jlnsa BeluucieHus KO3PGUIUCHTa KOPPEISIIHH

CnupmMmeHa ucnosnb3oBaics cor.test B mporpamme R.

Cymma cpegHnX ANWH cermenTos |IBD mexay napamin MHAWBWMAOE

g00

600

400

200

YynkIMLUE
XaHTl:.I(P) uyKuM
KaKkacel(T
. KOPAKHK
AKYTHI .
IBEHKU(3)
. ()
antaiueslB)
XaKacel(LLl)*

Tatapel(T) *

DypATLIA)

* KanmbIKn
| | 1 1
0.01 0.02 0.03 0.04

FROH

Pucynok 15 - OtHomenne cymMmsl cpenHux JuinH cerMeHToB IBD (IBD>1,5 cM) mexny

napaMy WHIUBUAOB B CHOMPCKUX MOMYJISIUAX K KOAPUIIMEHTY TEeHOMHOTO HHOPHUIUHTA

(FROH>1,5)-

Hecmotps Ha 10, 4TO FroH>s U Frons1,5 B momynsanuusax JlarectaHa 3HaYMTENBHO

NpeBbIlIaeT 3HaueHus: Fron B momynsauusx CuOupu, mo 0ojee KOPOTKUM ydacTKam

roMo3urotHocTH (Frons05) HaOmromaroTcs cxoxkue 3HaueHus (Tabmumma A.l). Dto

MOXKET CBHACTCIBCTBOBATHL O 3HAYUTCIIBbHBIX :—)(b(beKTax I/IH6pI/I,ZII/IHI‘a A OTHX
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nonyjsiunid  CuOupu B OPOLIOM C  TOCTENEHHBIM  YMEHbBIIEHUEM  JOJHU
KPOBHOPOJICTBEHHBIX OpaKkoB K HACTOSIIEMY BPEMEHH.

MaxkcuMmanpHble 3HadeHUsT 10 Frowsi5 = (0,0376) wu  Fromss (0,0239)
HaOmogarorcss B nomyssiiusx  Jlarecrana  (Tabmuma  A.l). HawmGosblium
koddurmenTom reHomHoro wuHOpuamHra s guH ROH>15 m.mo. obnamaror
nomyJisinuu TUHyX1eB u TyH3uoneB (Fron = 0,1039; Fron = 0,0887). DTOT mokasarens
JUTSL TUHYXIEB SIBJISIETCS OJHUM M3 CaMbIX BBICOKMX B MUPE M CXOX JIMILb C YPOBHEM
UHOpUAMHIa B HM30JMPOBAHHON MOMYJSIUN HHICHIEB KapuTHaHa M3 Opa3uiIbCKOM
AMazonuu o01ei ¢ ynciaeHHOCThIo0 B 320 yenoBek (Frops15 = 0,1067)[127]. Takxke mo
YPOBHIO TOMO3WMIOTH3allMd TE€HOMAa 3HAYUTENBHO BBIIEISETCS W psAA  JAPYTHX
MaJIOYMCICHHBIX HapoaoB Jlarecrana - OeXTHHIIBI, axBaxibl, U 1e3bl (Fron 0,0689,
0,0678 u 0,0571 COOTBETCTBEHHO). OJTH PE3YJbTAaThl XOPOIIO COOTHOCSTCA C
IpeIbIAYIIMM B TaHHBIMU 10 TomyJisiiusim Jlarecrana [128], roe ans HapogoB HAXCKO-
JIar€CTAaHCKOM SI3BIKOBOM CEMbH, OBLUIM BBIABICHBI 00Jiee BBICOKHE KOIPPUIIMEHTHI
MHOPUJIMHTA 110 CPABHEHUIO C MOMYJISILUAMU U3 APYrUX reorpauueckux peruoHOB U
HE HaXCKO-/IareCTaHCKUMH MOnyJsiusamMu Jlarectana.

BHyTpu Haxcko-/1arecTaHCKOM SI3bIKOBOM CEMbHU 10 Fron 3THOCHI pa3iensitoTcs Ha
TP TpPyHIbl, B TIOJHOM COOTBETCTBMM C HX S3bIKOBOM KiaccU(UKaLUEH.
MakcumanbHblii  CpelHUK YpOBEHb Fron BBISIBIAEH Uil MONYJSLMA AUIOWCKOW
(ue3ckoit) rpynnsl (0,0727), mpokUBaIOUIMX B BBICOKOTOPHBIX PETMOHAX B TEUEHUE
COTEH MOKOJEHUH B OTHOCUTEIHHON M30JISIIMU U UMEIOIINX TAaK)Ke 3HAUUTEIHHO Ooee
HU3KUN YpPOBEHb pa3zHOOOpa3us MO rariorpymnmaM Y -XpOMOCOMBI, MO CPaBHEHUIO C
JIPYTUMHU CEBEPOKABKA3CKUMU momysisinusaMu [129]. JIns aHauiicKod rpynibl MOKa3aHo
ropaszno mensliee 3HaueHue (0,0378), Haxonsieecs Ha OJHOM YpPOBHE C BbIOOpKaMu
gyk4eH, kopskoB U HUBXOB (0,0360). BHyTpu JI€3ruHCKON IpyIIbl MEHBIIINE 3HAYEHUS
(0,0193) ko3 puIHEHTB TEHOMHOTO WHOPHIMHTA XapaKTEPHbI ISl TOMYJISIIHA,
3aHMMAIOIIMX HU3MEHHBIE TEPPUTOPHUM M TPEAropbss I0KHOW uactu JlarectaHa u
OTJIMYAroIeNcs ropa3ao Oojblled, MO0 CpaBHEHUIO C JAWJIOWCKONM M  aHIUHCKOM
rpynnamMy YKUCICHHOCTBIO MPEACTaBIAIONMX ee 3THOocoB. Haumenbimii ko dunnent

WHOPHUMHTA BBISBIICH JJI MPEICTBUTEICH TIOPCKOM SI3BIKOBOM TPYIIIBI (KapOHOTAMITHI
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(0,0039), kymbiku (0,0036)), 3aHUMAIOIIMM paBHUHHBIC TEPPUTOPHUH CEBEPHOM YacTH
Jlarecrana. DTH pe3yJbTaThl MOJHOCTBHIO COTJIACYIOTCSA C JAHHBIMU 00 OYE€Hb BBICOKOMU
4acTOT€ WHOpPEIHBIX OpakoB Cpear MAaJOYUCICHHBIX H 0OoJiee H30JIUPOBAHHBIX
HOITYJIAIUSIX BEICOKOTOPHBIX PaiiOHOB, IO CpaBHEHUIO ¢ paBHUHHBIMHE [130].

[Tonynsaumu Bonro-YpanbCkoro pernoHa 3aHUMAarOT IPOMEKYTOYHOE TIOJIOKEHHE
Cpeou Jpyrux PEruoHOB MO KOIPPUIMEHTYy HHOpPHAMHTA Ui BCEX TpeX TPyl
TOMO3HUTOTHBIX PETHOHOB. JTO MOXHO OOBSCHUTH KaK €ro TEeppUTOPUATILHBIM
MOJIOKEHUEM Ha MECTE MEePECCUCHUs MyTeH Pa3InIHbIX MUTPAIIMOHHBIX TTIOTOKOB, TaK U
C JIaBHEH Tpaaulrel 3aKiatoueHus OpaKkoB JIMIIb C POJACTBEHHUKAMH HE OJIMXKE MATOro-
HIECTOr0 KOJIEHA, YTO XapakTepHO JUisl OallKuhp, Ka3aHCKUX TaTap, 4YyBallel, KOMHU,
MapuieB U MOpABbL. BHyTpu Bonro-YpanbCkoro pernona Jjsi HOMyJISIHAN ¢ HU3KOU
3 PEeKTUBHON YHCIEHHOCTHIO W MPOKUBAIOIIMX Ha Nepudepun HaOMOga0TCs Oosee
BBICOKHE 3HAUYEHHS YPOBHS TOMO3UTOTHOCTH Te€HOMa. MakcuManbHOE 3HaueHUe
obnapyxeno y Oecepmsin (0,0199), 060coOs€HHBIX TEPPUTOPUATHEHO U HMEIOIINX
YHUCIIEHHOCTh OKOJIO 2 ThIC. YeNOBEK. MHUHHMMaIbHOE 3HAUEHHE Yy Ka3aHCKUX TaTap U
pycckux (0,0061). HauGosnee 0113KIe K ’TUM 3HAYCHHUSM CPEIU CHOMPCKUX TTOMYJISIIUH
kaiambiku (0,0058) u romckue tatapsr (0,0071).

[Monynamuu KaBka3za (3a uckmouenuem [larecrana) u Cpenneit Azun o06iagaror
MUHUMAJIbHBIMU 3HAYCHUSAMHU K0P GUIIMEHTOB HHOpUUHTa, olleHeHHBIX 110 ROH, - or
0,0030 go 0,0116 mna Frows15. Cpenu monymsinuii CpenHeid A3uu MakCUMallbHBIC
3HaueHus HabOmonarorcss y ayHran (0,0116). Dto, BeposTHO, 0OBSCHSACTCS HEAaBHEH
murpanue nayHran w3 Kutas ¢ coxpaHeHHMEM HX S3bIKOBOTO, KYJBTYPHOTO U
neMorpaduyeckoro e€AMHCTBa Ha (GOHE MPAKTUYECKH TOJIHOTO  OTCYTCTBUS
MEKHAIIMOHANBHBIX OpakoB. PaHee ObLIO MOKa3aHO, YTO JyHTraHe Y30eKucTaHa
reHeTHYEeCKU HaMHOTO OJivke K nonyisauusim Kuras u ceBepo-BoctouHoit Muauu, yem K

COCCIHUM C HHUMMU y36eKCKI/IM nmomnyJjesinuiaM, 1 HE UMCHOT C HUMHW HCIABHCTO oOMeHa

reramu [131].



83

3.4 «I'opsiune Touxkm» ROH

[Ipu ananuze pacnpenenenus yactor ROH nisa Bcex momysituii ObLIO HaMAEHO
56 pernoHoB, cojepKamux «ropsune Toukm» (Tadnuma A.2). Cpenu 56 peruoHoB 19
BKJIFOYAIOT T€HBI, COBMNAAAIONINE C JAHHBIMU U3 TPEIBIIYIIUX UCCICIOBAHUN «TOPSIINX
touek» ROH: 20 peruonoB mis Jarectanckux nomyisnuid [128], 3 mius eBpomneiickux
[124] u 1 peruon mnst mupoBbix nomyssinuii [8]. Tak, Bo BceX Tpex HCCICIOBaHHIX
ObUTM TIepecedeHuss ¢ pernoHoM Ha chr6:27904181-28413491, coaepxaiuM TeHBI,
Komupyomue Oenku IUHKOBBIX manbiieB. Jlms tpex renoB (ZKSCAN4, PGBDI,
NKAPL) u3 manHOro pernoHa OBLIM OTMEUEHBI CHUTHAJIBI HAIMPABICHHOTO OTOOpA 1O
tecty nSL mis cubupckux nomyssuuid [10]. s kpocc-nonysuuoHHoro tecra (XP-
EHH) coBmanenue 6bu10 TOMBKO M0 oqHOoMY Teny ABCAL, komupytomiero 6emox AT®-
cBs3bIBaroIeii kaccerol (ATP-binding cassette). DTOT mepeHOCUHK ABIACTCS OCHOBHBIM
PEryasiTOpOM KJIETOYHOTO XOJIeCTEpUHA U romeocTa3a (hochOIUIHIOB.

Jns nomynsiiuit CuOupu Obun ompexneneH 61 pernon ropsuux Touek ROH
(tabmuma 3), rimrouvaronux 91 ren. M3 nmux 4 rena (ERC1, CCDC138, CDKAL1,
LIMS1) umeroT curHaibel ecTtecTBeHHOTO otOopa mo Tecty nSL, 8 (CCDC146, ERCL,
LIMS1, LINC00261, CDKAL1, SLC2A9, CCDC138, ZBTB38) no tecry iHS u 7
(DOCK7, ANGPTL3, LEPR, GCC2, RHBDD1, CD55, RANBP2) 1o
KPOCCIOITYJISIIIUOHHOMY TecTy Xp-ehh.

Takke OBLIO BBISIBICHO, YTO HEKOTOpPHIEE M3 ATUX TE€HOB HECYT CHUTHAJIbI
HampaBJIeHHOTo 0TOOpa B KOpeHHBIX nomysinusax Cubupu [12] 8 reHos no tecty PBS
(SLAIN2, SELP, F5, CCDC146, FGB, PLRG1, HLA-DPB1, HLA-DPA1) u 3 rena mno
tecty IHS (GCC2, LIMS1, SNTG1).
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Ta6nuna 3 - [N'opsiune Toukn ROH, onpenenénupie B MOMyIsAIUSIX KOPEHHOTO

Hacenenus: Cubupu

=
= . =3 g 3 >
o 4 = < ] p
15) = - (9N} O ~ = = =
] D) o o ~ T = ) Q
2 = = = S §
Q
>
2 - 623212 651105 | 27.894 | 0455 | 0675 | 0,639 | 0.675
8 LPL 10816888 | 19877732 | 60845 | 0426 | 0,618 | 0,598 | 0,669
15 | ADAMTSL3 | 84566063 | 84587958 | 21.896 | 0421 | 0591 | 0570 | 0595
1 F5. SELP | 169531135 | 169566827 | 35693 | 0415 | 0589 | 0,542 | 0,589
6 CDKALL 20646912 | 20683164 | 36253 | 0413 | 0556 | 0532 | 0564
18 3 57736270 | 57909799 | 17353 | 0421 | 0550 | 0526 | 0614
6 MIR588 126758540 | 127036174 | 277.635 | 0415 | 0543 | 0,503 | 0,566
TMEMS0A,
1| ROt MaGo1 | 25679393 | 25859024 | 179632 | 0,421 | 0541 | 0530 | 0,558
LINCO026L.
20 FOXA?, 22518523 | 22575792 | 57.27 | 0413 | 0532 | 0534 | 0581
LNCNEF
SLAINZ,
4 SLC10A4, | 48408599 | 48591150 | 182,552 | 0415 | 0518 | 0,506 | 0,558
ZARL, FRYL
7 | CCDC146 | 76910774 | 76927488 | 16,715 | 0413 | 0518 | 0512 | 0572
UQCCL,
20 |  GDF50S, | 33896262 | 34025983 | 129,722 | 0413 | 0518 | 0,508 | 0,539
GDF5
20 | CSTO. CST3 | 23578206 | 23619075 | 40,87 | 0442 | 0508 | 0502 | 0,516
HLA-DPAL,
6 | HIOPAL | 33032075 | 33056962 | 23988 | 0413 | 0507 | 0522 | 0,614
1 LEPR 65038332 | 66159877 | 221546 | 0413 | 0505 | 0489 | 0549
4 CWH43 48978241 | 49063872 | 85632 | 0430 | 0,505 | 0494 | 0507
3 3 176035399 | 176078460 | 43.062 | 0413 | 0501 | 0490 | 0,572
6 LIN28B 105360586 | 105462876 | 102291 | 0415 | 0488 | 0479 | 0,491
MIR31358,
6 | |lAposs | 32675645 | 32761690 | 86,046 | 0413 | 0486 | 0479 | 0530
2 - 17250972 | 17340388 | 89417 | 0413 | 0480 | 0463 | 0484
9 | CDKN2B-AS1 | 22023805 | 22054600 | 30.886 | 0415 | 0474 | 0469 | 0,476
22 "'NCCOSZ/ff&SL 32381973 | 32445218 | 63246 | 0415 | 0472 | 0457 | 0476
10 | MARCHF8 | 45967768 | 46000818 | 42,051 | 0413 | 0470 | 0459 | 0484
4 - 156477400 | 156508196 | 30797 | 0413 | 0468 | 0465 | 0474
5 3 4006099 | 4068808 | 6271 | 0421 | 0465 | 0459 | 0478
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LARPG.
15 LRRC49, 71107081 | 71184902 | 77.822 | 0423 | 0464 | 0486 | 0541
THAP10
4 3 82144760 | 82195346 | 50587 | 0413 | 0463 | 0460 | 0501
PSKHL, CTRL,
LCAT,
SLC12A4,
DPEP2:DPEP3
16 | O iong | 67928042 | 68190239 | 262,198 | 0419 | 0461 | 0,472 | 0520
DPEP2NB.
DDX28, DUS2,
NFATC3
DOCK?,
1| 00| 62060280 | 63130431 | 170,143 | 0419 | 0459 | 0452 | 0,468
10 - 94399090 | 95055548 | 156,459 | 0423 | 0455 | 0454 | 0472
10 3 44745925 | 44773984 | 28,06 | 0415 | 0454 | 0449 | 0455
2 3 217863961 | 217917167 | 53207 | 0426 | 0453 | 0455 | 0.472
3 - 86868274 | 86927165 | 58892 | 0417 | 0453 | 0459 | 0503
3 - 147684551 | 147942624 | 258.074 | 0413 | 0451 | 0448 | 0,476
1 LRRC7 70305259 | 70380794 | 75536 | 0423 | 0449 | 0446 | 0.459
3 ZBTB38 141096736 | 141140968 | 44.233 | 0415 | 0449 | 0448 | 0,459
3 | LINCO1322 | 165004966 | 165041791 | 36,826 | 0415 | 0.444 | 0441 | 0,484
17 | PSMD3, CSF3, | ag197364 | 38197014 | 60551 | 0413 | 0443 | 0441 | 0449
MED24
4 | PLRGL FGB | 155452868 | 155488821 | 35954 | 0417 | 0440 | 0439 | 0444
CCDC17,
GPBPILL,
1| InEnibo jpp, | 46085050 | 46498375 | 413326 | 0,413 | 0438 | 0439 | 0,465
MAST?2
3 3 164877855 | 164898170 | 20316 | 0421 | 0438 | 0439 | 0,453
GCC2, LIMSL,
2 | ccDc13s, | 100031721 | 109412959 | 381,239 | 0415 | 0436 | 0435 | 0,451

RANBP2
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13 LINC00402 74746219 74816423 70,205 | 0,413 | 0,435 | 0,432 | 0451
6 HCG22 31024601 31058398 33,798 | 0,417 | 0,434 | 0,438 | 0,482
6 RSPO3 127476985 | 127495245 18,261 | 0,413 | 0,432 | 0,428 | 0,432
3 - 175673276 | 175806373 | 133,098 | 0,413 | 0,430 | 0,434 | 0,465
9 ABCAl 107646224 | 107656122 9,899 0,419 | 0,430 | 0,428 | 0,432
TRPC4AP,
EDEM2,
20 MMP24-AS1- 33623936 33788983 165,048 | 0,413 | 0,430 | 0,431 | 0,457
EDEM2,
PROCR
1 CD55 207441975 | 207517696 75,722 | 0,413 | 0,428 | 0,428 | 0,432
UIMC1,
5 ZNE346 176335231 | 176454075 | 118,845 | 0,413 | 0,428 | 0,427 | 0,434
7 - 106324612 | 106364227 39,616 | 0,413 | 0,428 | 0,426 | 0,432
4 SLC2A9 10024413 10056082 31,67 0,413 | 0,426 | 0,425 | 0,438
4 LINC02232 65798434 65893504 95,071 | 0,413 | 0,426 | 0,425 | 0,430
1 LYPLAL1-AS1 | 219707578 | 219722104 14,527 | 0,413 | 0,417 | 0,417 | 0,419
2 - 21288321 21301641 13,321 | 0,413 | 0,417 | 0,417 | 0421
9 UBQLN1 86274333 86309931 35,599 | 0,415 | 0,417 | 0,418 | 0,419
12 ERC1 1377408 1486249 108,842 | 0,413 | 0,417 | 0,418 | 0,426
3 - 39618940 39678712 59,773 | 0,413 | 0,415 | 0,415 | 0,417
6 CEPS85L 118886188 | 118973137 86,95 0,413 | 0,415 | 0,415 | 0,419
2 IRS1, RHBDD1 | 227647783 | 227751141 | 103,359 | 0,413 | 0,413 | 0,421 | 0,440
8 SNTG1 51249185 51296270 47,086 | 0,413 | 0,413 | 0,414 | 0,415

[IprMedanue: perHOHBI OTCOPTUPOBAHBI 110 YMEHBIIEHUIO MEINAHHOTO 3HAYCHHUS
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3.5 BJ10KM HIEHTUYHbIE 10 MPOUCXO0KICHUIO

YToOsI Jydllle U3yYUTh CTENEHb POACTBA CUOMPCKUX TMOIMYJISILIUI U BBISICHUTD, B
Kakol CTeleHu Ha0mogaeMas CTPYKTypa MOXKET ObITh OOBsICHEHa HEeAaBHUMHU
MUTpAIMsIMU, MbI TIpoananu3upoBaiu pparmentsl JJHK, koTopbie ObUTH yHACTIETOBAHBI
0e3 peKOMOMHAIIMN KaXKJI0H Mapoll MHAMBHUIOB OT MX HEJABHETO OOIIEro Mpejaka, TO
€CTh CETMEHTHI (OJIOKHM), HICHTUYHBIE IO TTpoucxoxkaeHuio (IBD).

[Tomydenbl cyMMBI CpeIHUX JUIMH cerMeHTOB IBD mexny mapamMu MHIUBHUIOB.
[Toctpoena TeruioBasi KapTa ¢ JACHAPOrPaMMOIl Ha OCHOBAaHUU JIoTapupmMa OT CYyMMBI
cpennux anuH cermMeHToB IBD Mexay mapamu uuauBuaoB. KomudecTBo o00mmx
CErMEHTOB XOpOUIO OToOpaxkaeT reorpaduio MPOXKUBAHUS MOMYJISALMNA, Tak Kak
NPOXKHUBAIOUINE PSIOM HApOJbl HMMEIOT 00Jee BBICOKYIO BEPOATHOCTH METHCAIUH
(pucyHok 16).

AHanmu3  TEIUIOBBIX  KapT  JIEMOHCTPUPYET  KJIACTEPU3ALMIO  TMOMYJISILIHIA
Kagkasckoit, Jlarecranckoii, Cubupckoii u Bosro-YpanabCkoit Tpymi, CBS3BIBAIOILYIO
HApOJHOCTH MO MECTY MPOUCXOKACHUS, U HEOONbIIINE KIIaCTePhl BHYTPU BBISIBICHHBIX
rpymIl, JEMOHCTPUPYIOIINE 001ee MPOUCXOKICHUE U OOJIBIIYIO CTENIEHb POJICTBA.

Jlnst momymsiiuid, Hacensonux Tepputopruto CubupH, XapakTepHa yHUKaJIbHAS
TeHETUKO-IeMorpauueckass HICTOpHUs, KOTOpasi OTpa)KaeTcs B pacnpenesieHuu OJ0KOB
IBD kax BHyTpU MOMyJSLUHM, TaKk U Mexay HUMH. Cpenu CHOMPCKHUX MOMYJISAIHi
YyK4YU, KOPSIKM U HUBXU (DOPMHUPYIOT OTACJIBHBIM OT OCHOBHOM TI'PYMIbl CHOUPCKHUX
HOMYJISILUM KJacTep, IpUYeM YyKUd U KOPSAKH SBISIOTCS OoJiee OIM3KOPOACTBEHHBIMH.
DopMHUpYIOTCS OTIENbHBIE CYyOKIACTEPhl BEHKOB U SIKyTOB, KETOB U UYJIBIMLIEB BHYTPU

Cubupckoro kiacrepa.
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Pucynox 16 - TeroBast kapTa ¢ IeHAPOrPaMMON Ha OCHOBaHUH JIOTOPU(MA OT CYMMBI

cpeanux JH cermeHToB IBD (>1.5 cM) Mexay nmapamu WHIUBHUIOB.

[Ipyn wu3MeHeHMH aHanM3UpyeMbIX JUIMH cerMeHTOB IBD B menom tenaeHums
COXpaHsIeTCs, HO MOSABIISAIOTCS HEKOTOPBIE OTINYUA, 00Jie€ TOYHO XapaKTEpU3YIOLIUE
HEJJaBHUE B3aMOOTHOILIECHHUS HaponoB (pucyHok A.1,A2). Ilpu yBennyeHun AJIUH
omoxoB IBD «kmactepbl Oobllie COOTBETCTBYIOT HBIHEUIHEMY TeorpaguueckoMy

PACIOJIOKEHUIO TIOMYJISIUKA, OTpakass HeJaBHUM oOMeH oOmuMu permoHamu. Ha
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nuarpamme ¢ pasmepamu IBD ot 4 no 10 ¢cM (pucyHok A.2) MOMYJISIUH JIydIle
pazOuBatoTcss Ha Onu3Ko reorpaUyecKkd pacloJOKEHHbIE Mapbl: KOPSKU-YYKYH,
yasreiupl-uuBxu. KeTbl mpakThyecku B paBHOM creneHn umeror Onoku IBD ¢
yyneiMiiamu (8,7 cM), xakacamMu W XaHTamMH, NpPU 3TOM CpPEIM XaHTOB OoJiblee
3Ha4YCHHE HAOIIOMaeTCa y pyCCKHHCKUX XaHToB (7,8 cM), a cpeau xakacoB y KauMHIICB
(8,2 cM), 4TO0 COOTBETCTBYET MX Oojee GIM3KOMY TreorpaduyeckoMy pacroioKEHUIO
10 CPaBHEHMIO C Xakacamu TamTelickoro paiona (4,2) u xaHtamu benosipckoro
paiiona (4,6).

3a HEKOTOPHIMH HCKIIIOYEHHUsAMH, oOiue cerMeHThl |IBD Mexay cubupckumu
NOMYJISIUUAMHU JIy4dllle OOBSICHAIOTCS reorpaduueckoi 0JIM30CThIO MOMYJISIHM, a HE UX
SI3BIKOBOM MPUHAJICKHOCTHIO. Tak, HampuMmep, SKyTCKUE 3BEHKH, IMPOKUBAIOIIME Ha
tepputopun SkyTuu, umeror Ooibie obmwux IBD ¢ skyramm (249 cM), dem c
3abaiikaabckuMu 3BeHkamu (114,1 cM). Ilpu stom cymma cpeaHHMX AJUH CETMEHTOB
IBD wmexny napamMu HMHAWUBUIOB MEXAY JABYMs MOMyJsiusMu 3BeHKOB (114,4)
COCIOCTaBMMa C CYMMOM Mexay 3a0alKalbCKUMU 3BeHKamHu U sakyTamu (119,1 cM).
bonbmas cymma cpennux junH cerMeHToB IBD Mexny nmapamu nnauBuaoB IBD mns
nuanazoHa MMH oT 1 1o 4 ¢cM mno cpaBHeHuWew ¢ auanazoHamMu JiauH 4-10 cM
MOKa3bIBaeT 00Jiee MHTEHCUBHBIM OOMEH OOIIMMM PETMOHAMU B MPOILJIOM MEXITY
MOMYJISIIUSMH 3BEHKOB, MPH 3TOM OOMEH C SIKyTaMd HE MEHee WHTCHCHUBEH s
3a0aliKalbCKUX HBEHKOB M 00Jie€ HMHTEHCHBEH I SAKYTCKUX 9JBEHKOB, 4YTO
COOTBETCTBYET WX reorpaduueckomy nonoxenuto. Jlamee mis quanazona 4-10 cM mbl
BUJIUM yMEHbIIEHHME OOMEHa OOUIMMHU PErHOHAMHU MEX]y IMOMYJISIUSMUA 3BEHKOB U
MeXAy 3a0allKaIbCKUMU 3BEHKAMHU C SKyTaMH TPU COXPAHEHWU 3HAYEHUW ISt
SKYTCKUX YBEHKOB C SIKyTaMU. MOXKHO OTMETUThH 00Jiee MHTEHCUBHOE B3aUMO/ICHCTBUE
C APYTHMH MONYJIAIUAMHU B mpoiioM. /[ sBerkoB orMmeuarorcst odmue IBD (1-4 ¢cM)
C ONMMKAWIIMMUA COCETHUMH TOMYJISIIUSIMHA, TAKUMUA KaK TYBUHIIbI, yJIOTCHITbI, KETHI U
OypsThl. UyKun akKTHBHO B3amMoJiecTBOBaA ¢ Kopsikamu (115 c¢cM), 4to 00BsICHUMO
UX TpaHUYAIlUMH TEPPUTOPUSIMHU U H30JUPOBAHHOCTHIO OT OCTAJbHBIX MOMYJIALHUMN,
NOMUMO MPUHAJIEKHOCTH K OJHOM YYyKOTCKO-KAMYaTCKOW A3BIKOBOM cembe. OHU

Takke otraenstorcs Ha rpadukax t-SNE oT ocrampHbix CHOUPCKHX NOMYJISLUANA
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(PucyHox 4) M MMEIOT YHMKaIbHYIO IpPEIKOBYIO KOMIIOHEHHTY Ha OTHOCHTEIBHO
HeOobIIOM unciie KoMmoHeHT (K=6).

C touku 3penus ananu3a IBD BHyTpu (a He MexIy) NOMYJSUUSAMH, B LEIOM
WHIUBU/Bl U3 NOMYJSALNNA, IPOKUBAOIIMX B Hacrosmee Bpemsa Ha KpaiiHem Cesepe
wm [lanbnem Bocrtoke (KOpsKH, 4YyK4M, HUBXHM), UMeIOT Oompiie obmux IBD c
oOpa3naMu U3 TOH K€ TPYIIbI, YeM JIOAM M3 MOMyJSuil ¢ Oojiee LEHTpalbHBIM
pPacIOJIOKEHUEM, TAKMX KaK alTallbsl M TyBUHUBL. lIpu 3TOM y 4dykudel, KOpSKOB U
HUBXOB HamOOJbIINUN BKJIaJ BHOCAT KopoTkue IBD ¢parmentst (55%-57%-59%), uto
MOJKET TOBOPUTH O OYTHUIOYHOM TOPJIBIIIKE B ITPOLIUIOM BO BpEMsI MUTpAllMil Ha CEBEP U
CEBEPO-BOCTOK W/MJIM CUJIBHOM H30JSLUM OT OCTAJIBbHBIX IMOMYJIALUN, HACEJSIOIUX
tepputoputo Cubupu. Ilpm 3ToM y uyneimiieB u xantoB (P), Hacemsrommx
LHEHTpaJdbHy!0 4acTh CHOMpPH M HMMEIOIIMX HAuOOJBIIYI0 CYMMY CpPEIHUX JJIUH
cermeHToB IBD Mexmy mapamu MHAMBUIOB, HAMOOIBIHKM Bk BHOCAT IBD mimHoM
oomee 10 cM (46-42%), 4TO TOBOPUT O HEIABHEM CHJILHOM WHOPUIMHIE BHYTPH
NOMYJISILIUU.

[Tomymnsimuy,  xapakTepusylompecss Kak HauOojiee TeTEepOreHHbIE  Cpeau
CUOMPCKUX NOMYJISIUI ¥ UMEIOLIMEe MUHUMAaJIbHbIE 3HaYeHHE MO FroH, Takke UMEOT
MUHUMAaJbHBIE 3HAYEHUS MO cymMMme cpenHux mimH cermeHToB IBD. HaumbGonee

BBIPQKEHHO JTO y TMOMYJSIIMKA KaJdMBIKOB M TOMCkux Tarap (Pucynok 17).
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Pucynok 17 - luarpamma cyMMbl cpeHuX JJIMH cerMeHToB IBD mMexny mapamu

WHJMBUOB B UCCIEAYyEMBIX nomysiuusx (> 1.5 cM).
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B nonynsuuax OypAToB, HMMEIOUIMX CXOXEe pachpeliesieHue MpeaKOBbIX
KOMITOHEHT B aHanu3e Admixture, Takke HET pa3IMyuil 10 CpeAHEN CyMMapHOU IJIMHE
MEX1y MapamMy UHAMBHUIOB C APYTUMH MOMYJIALUSMU, HO €CTh CYLIECTBEHHAsI pa3HUIIA
B pacnpenenenuu IBD BuyTpu nonynsiuii. Tak y OypsaroB(K) 3HauutenbHO Oosibliie
CpEIHsAsl CyMMapHas JUIMHA MEXIy NapaMud MHAUBUIOB BHYTpU nonyssinuu (312 cM),
o cpaBHeHUIO ¢ OypsaTtamu(A) (149 ¢cM) Bo MHOTOM 3a cYeT cpenHux u AIuHHBIX |BD.
VY arunckux OypsT ropazno Oosnbiue qoiss IBD pasmepom ot 1 10 4 cM (56%), uem y
KypyMkaHckuXx (33%), ¢ mocreneHHsiM ymeHbmieHueM it 4-10 cM (35%) u IBD
oonbiie 10 cM (19%). HecMoTpst Ha TO 4TO [71s1 OypATOB, UMEIOIIMX OOJIBIIYIO OOITLYIO
YHCIIEHHOCTh, 1 OTMEUEHO MPAKTUYECKU YJABOCHUE YUCICHHOCTU ¢ 237 Thic. B 1926
rony 1o 461 teic. B 2010 romy, maHHOE pa3nuyuuMe MEXAY MOMYJISUUAMUA MOKHO
OOBSICHUTh PE3KUM POCTOM YHMCJICHHOCTH HaceleHusi moceika AruHckoe ¢ 451
yenoeka B 1908 rony nmo 4556 wen B 1939 romy m 15 teIc. B 2010 TOmy, M
cTaOUIIbHOCTHIO HacedeHus noceska KypyMmkan, ¢ uncinenHoctsio 5617 uenosek B 1979
roay u 5465 B 2010 roay, HaxoJsAIIErocs B OJJHOM M3 OTIAJICHHBIX pailoHOB BypsiTuu.
[Toxoxast auHamuka HaOmonaercs y nomyJsinui uykden (55%-26%-19%), kopsikos
(57%-21%-22%), HuBxoB (59%-24%-21%) u kaambikoB (69%-25%-6%) (Pucynok 18).
Jlia gyk4ded, HUBXOB M KOPSIKOB, MMEIOIIMX HEOOJBIUIYIO YUCIEHHOCTh (10 13 ThIC.),
XapaKTepHO OTCYTCTBHE PE3KUX KOJIEOAHMM YHUCICHHOCTH MOMYJISIUI 3a MOCIeIHue
cTo JeT ¢ poctoM Ha 29%-9%-6%, COOTBETCTBEHHO, YTO TAKKE MOTJIO CIIOCOOCTBOBAThH
COKpamieHuto oOumx auHHBIX |IBD cermMeHToB mpu yCcIoBHUM HE3HAYUTEIHLHOTO

KOJIM4YCCTBA 6JII/IBKOp0I[CTBCHHI>IX 6paKOB BHYTPHU MOITYJIAIIHUH.
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ml-4 m4-10 m>10

Pucynok 18 - Jluarpamma cyMMbl cpeHux 1JMH cerMeHToB IBD mMexy mapamu

WHIUBHU/I0B B UCCJIICAYCMBIX IOIMYJIIUAX JJIA TPCX JUAITa30HOB OJINH (CM)

Jnsg  apyrux — MCCIEAYEeMbIX  PErHMOHOB  TakkKe  HAOMIOJAIOTCS  CBOH
3aKoHOMepHOCTH. B kiacrepe Bousro-Ypansckoro pernona GpopMupyroTcsi OTAeIbHbBIE
cyOKiacTepnl, BKJIIOYAIOLUIME Kapel W BENcoB, OecepMsiH M yAMYpTOB. JlaHHOe
pasaesieHrne coryiacyercss ¢ OJIM3KUM reorpauuyeckuM pachojOKEHUEM M OJHOMN
S3BIKOBOM MPUHAJICKHOCTBIO TAHHBIX MONYJIAIMMA. Tak, Kapebl U BETNChl IPOKUBAIOT B
Pecnybnuke Kapenus u  BXOAAT B OAHY MNPUOANTUUCKO-(PUHCKYIO S3BIKOBYIO
noarpynmy, a OecepMsHE W yAMYPTbl 3aHUMAIOT TEPPUTOPHUIO Y IMYPTCKOM
pecnyOJIMKY U BXOJISAT B MEPMCKYIO SI3bIKOBYIO MOArpyIity. Takxke 3TO MoATBEpKIaeTcs
UCCJIEIOBAHUEM, TJI€ IMOKa3aHa IOJOXHUTEIbHAs KOPPEsUUs MEXAY JIEKCUYECKUM
PACCTOSTHUEM YPANBCKHUX A3BIKOB C T€HETHUYECKUMHU PACCTOSHUMH, PACCYUTAHHBIMU IO
JTAaHHBIM PACTIPEIEICHUS ayTOCOMHBIX MapKePOB JIJIsl YPaJOSI3bIYHBIX MOyl [132].
[Tomumo 3TOTO, TIPU YHKCIE TPEANOAaraeéMbIX MPEIKOBBIX MOMYJSALUN, paBHOM 12 B
Admixture, y OecepMsH ¥ yAMYPTOB BBIJCISACTCS COOCTBEHHBIH T'€HETHUYECKUI
KoMmmoHeHT (PucyHnok 7).

B marecranckoM kmactepe BCe MPEICTABUTEIN JUAOWCKOW Tpymmbl (POPMUPYIOT
OTHENBHBIN KJAcTep, BKIIOYAIOIIUNA THUHYXIIEB, XBapIlWH, 1€30B, OEKTHUHIIEB U
T'YH3UOLEB, TPU 3TOM XBapIIUHbI XOTh U MONAAAI0T B 3Ty IPYIITY UMEIOT MEHBIIIE BCETO

001IMX OJIOKOB C APYTUMH NOMYJISIUAMU. Takoe pacrpeesieHle XOpoIo KOppeaupyer
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¢ pesyabratamMu PCA, Tak kak XBaplIMHbl (PaKTHUECKH 3aHUMAIOT MPOMEKYTOUHOE
MOJIO)KEHUE MEXKIY OCTAJIbHBIMU JAr€CTAHCKUMH MOIMYJSLHUSIMU U MPEACTABUTEISMU
JAJIOWCKOM TPYNIIbI, XOTS M CAMU B HEE TTONAJIAOT.

Takxxe CTOUT OTMETUTH 00JIee BHICOKHE 3HAUEHUS] MEXIYy THHYXI[AaMHU U 11€3aMHU,
U OSKTUHLIAMH, U TYH3UOLIAMU BHYTPH AMIONCKON TPYMIBI MO CyMME CPEIHHUX JJIHH
cerMeHTOB IBD Mexny mapamMu MHAMBHAOB, YTO COOTBETCTBYET IOJPA3JICICHUI0 HA
BOCTOYHYIO (OCKTHHIIBI, TYH3UOIIBI) U 3aMagHy 0 (THHYXIIBI, 11€3b1) S3BIKOBBIC TPYIIIIHI.
[To pesyapraram Admixture paszgeneHue BHYTPH JAMJONCKOM  TpyMNIbl  Ha
3aMaJHOLE3CKYyI0 M BOCTOYHOILIE3CKYIO TIpynnbl HaOmogaercs Ha 10 mpeakoBbIX
KOMIIOHEHTAX, ITPY 3TOM XBaplIMHBI, MTONAJas B 3aaJHOLE3KYI0 IPYIIy, UMEIOT BCETO
26% u 5% ot BocTtouHOLE3KHUX nomyisuui (PucyHok 7). Paznenenue mpoTtoue3ckoin
IpYIIBl HA IPOTO3aNaJHOLE3KY0 U MPOTOBOCTOYHYIO MO JEKCUKOCTATUCTHYECKUMHU
noJjicueTaM JaTUpyroercs V B. 0 H. 3. PazneneHue npoTo3anaJHole3CKOW IpyIbl Ha
TMHYXCKHAM, NMPOTOXBAapIIMHCKUM W Le3ckui marupyercs III B. H. 2., a pasneneHue
POTOBOCTOYHOIIE3CKOM Ha OeXTUHIEB U TyH3uOIEeB [X B. H. 3., B 3TO Xe Bpems
IIPOTOXBAPIIMHCKHNA pa3zeliseTcsl Ha XBapIIMHCKUA 1 WHXOKBapuHCcKmid [133].

[Tonmynsiuuyu CTENHBIX TIOPKCKUX HAPOAOB, MPOKMBAIOIIME HA TEPPUTOPHUU
KaBka3za u Jlarectana, nonanatotr B Cubupckuii kjactep (KapoOHOTaMIIbl) U B KIACTEP C
nonyJsinusaMu U3 CpegHeit A3uu (HOTalIibl), IPU 3TOM, HECMOTPS Ha T€OrpaPpuIEeCcKyr0
OTIAJUICHOCTh JIPYT OT JIpyra, MO JIaHHBIM Y-MapKEepOB OHU I€HETUYECKU OJM3KU: B
o0eux rpyImnax BbIABIECHBI BOCTOUHO-eBpasuiickue ramiorpynnsl N1-LLY22 u C-M130
[134]. DT0 COOTHOCHUTCSI ¢ AaHTPOMOJIOTUYCCKHUMHU JTAHHBIMH: IO aHTPOIOJIOTHYECKOMY
TUIY MX OTHOCAT K FOKHOCHOUPCKOW Majoi pacce, MEpeXOoaHON MEXay OOJbIINMU
MOHI'OJIOMJTHOM M €BPONEOMAHOM paccaMu. HecMoTps Ha TO, 4YTO KapaHOTAMIbI
reorpaduyeckun Haubojee OJM3KM K KyMbIKaMm, OHU Tak)Ke IIOMAJal0T B pas3HbIC
kiactepel. 1 Ha0O60poT, GoJiblilee TEHETUYECKOE CXOJCTBO OalKapleB M KapadyaeBIICB
corjiacyercs ¢ Ux reorpapuueckoi 6JIU30CThIO.

Ananu3z 61okoB IBD 3HaunTEeNbHO TONOMHAET KAPTUHY B U3yYEHUH 00pa30BaHUS

Y B3aUMO/ICHCTBUS 3THOCOB. 32 HEKOTOPHIMH UCKIIIOYEHHUSIMH, 001me cerMeHTsl IBD B
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NOMYJISIIMAX KOpEeHHOTro HaceneHus Cubupu sydiie oOBSCHAIOTCS reorpaduyeckoin

OJIM30CTHIO HOHYHHHHﬁ, a HE UX SI3BIKOBOU IMPHUHAAJICIKHOCTBIO.

3.6 Ilonck CUTHAJIOB HANPABJIEHHOT0 0TOOPA € MOMOIIbLIO TECTOB HA
NPOTSZKEHHYI0 TOMO3UTOTHOCTh rAIIOTUIIOB

OueHka poJu €CTeCTBEHHOro oTOopa B (POPMHUPOBAHMU TE€HOTHUIIUYECKON U
(EHOTUNMYECKON  CTPYKTYpbl MOMyJISIUA — OJHA W3 KIIOYEBBIX MpoliIemM
HBOJIIOLIMOHHOW OHMOJIOTHH, NpUBJIEKAONas BHUMAaHUE HCCIEAOBaTeNel co BpeMeH
Yapnb3za JlappuHa 1p0 Hamux gHed. [IpUMEHHUTENBPHO K MHMKPO3BOJIIOLIHMOHHBIM
npoleccam B MOMYJISIUAX YeTIOBeKa pa3padaThIBAIMCh U pa3pabaThIBAIOTCS pa3IUYHbIC
TEOPETUYECKHE KOHUEMUUA M TUIOTE3bl, PACKPBIBAIOIIME BO3MOXKHBIE MEXAHU3MbI
JNeWcTBUSL O0TOOpa B OTHOIICHUH CTPYKTYpbl reHodoHna u (peHodoHIa MOMyJIISIIHMA
YeJIoBEKa, B TOM YHCIIE MOHOT€HHBIX U XPOHUYECKUX PACHPOCTPaHEHHBIX O0JIe3HEH.

Pe3ynbrarhl  mOWCKAa  CUTHAJIOB, CGHOPMHPOBAHHBIX  MOJ  JEHCTBHEM
HaIpaBJIEHHOT0 OTOOpa B M3yYaeMbIX MOMYJALUAX KOpeHHoro HaceneHus Cubupu, c
noMoIneio Tecta nSL mpuBeneHsl B Tabmuie 4 (11 OCTadbHBIX H3ydaeMbIX TPYIII B
tabmuie A.6). Bcero Owuio Haiimeno 375 SNP  (fdr>=0,05), mnomanmatomux B
¢yHkmoHanbHble ydacTku 284 reHoB, U 363 SNP, pacroyio)XKeHHbIX B MEKI'€HHBIX
ydacTkax. s xkaxmod u3 momyssanuil oOHapy»eHo oT 1 10 83 reHoB ¢ cUTrHajlaMH
HarpasjieHHoro otoopa. HauOonblliee 4YHMCIO 3HAYMMBIX CUTHAJIOB €CTECTBEHHOTO
0oTOOpa BBHISBIICHO B MOMYJISAIUSAX XaHTOB, KOPSKOB M 4yK4eld. [IsTh reHOB, MMEIOIIHNX
CUTHAJIBl HaNpaBJIIEHHOTO OTOOpa, MOBTOPSIIOTCA HE Oojee ueM y 3 momyisiuui, 28
TEHOB Y JIBYX, & OCTAJIbHBIC SBIISIOTCS YHUKATHHBIMHU JIJISI OTJIEIBHBIX TOMYJISIINN.

O6oramennocts KEGG-niyTe#t reHamu 1moj; 0T00poM Oblia OlIEHEHA ¢ TTOMOIIIBIO
pecypca webgestalt (WEB-based Gene SeT Analysis Toolkit). 13 cniucka 287 reHoB,
KOTOpbIE HAXOJATCS B PErdoHAX TE€HOMA, BBIABICHHBIX KaK MHIICHH TS
HarpaBjeHHOro otrbopa mo pesyiapTaTaM TecToB nSL, 84 mo naHHbiM webgestalt
okazanuch aHHoTupoBaHHbIMH 10 6a3ze KEGG. 10 KEGG-nyTeii, ¢ ydyeToM nomnpaBku
benmxamuan—Xox6epra (Tabnuma 5), ObUIM CTaTHCTHYECKH 3HAYUMBI. OCHOBHBIMU

MOJICKYJISIPHBIMHU ITYyTAMHA OBLIH IMyTH, OTBCYAIOMIKUC 3a CHHAIITUYCCKYIO IIaCTUYHOCTD!:
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noiaroBpemeHHas mnoteHimanus (LTP - Long-term Potentiation) u monroBpeMeHHas

nenpeccus (LTD - Long-term depression) — oTBeuaroliue 3a yCHICHUE HIIK 0C/Ia0JIeHHe
CHUHANTUYECKOM IEpelaun MEXAY IBYMsI HEMPOHAMHM, COXPAHAIOLIENCS HA IPOTKEHUN
JUIMTEILHOIO BPEMEHHM I10CJI€ BO3ACHCTBHS HA CUHANITUYECKUIN IIPOBOISAILMM I1yTh, YTO
o0ecreynBaeT HEPBHYIO CUCTEMY KMBOTO OpPraHU3Ma BO3MOXKHOCTBIO aalTHPOBATHCS
K M3MEHSIOIMMCS yCIIOBUSIM BHemIHEH cpenbl. Taxke ObBUIM OTMEYEHBl IyTH
N0(paMMHEPTUTEYECKOTO U TIIIyTaMaTEepru4yeckoro CHHANCOB, IepeAada CUTHAJIOB
peTporpajiHOrO  SHJOKaHHAOWHOWJA, LMPKATHBIA  3axBaT  (OTBeHalOIMH  3a
CUHXPOHM3ALIMIO0 JHIOKPUHHBIX U IIOBEICHUYECKUX PUTMOB OpPraHu3Ma C CUTHajJaMu
OKpY’Karolenl cpejbl), MEKKJICTOUHBIN IIEJICBOM KOHTAKT, 0OCCIEUHBAIONINNA TPSIMON
IIEPEHOC MOHOB M HEOOJBIIMX MOJIEKYJ MEXKIYy COCEIHHMH KJIETKAMH, CEKPELUU
CJIFOHBI, PEryJIALUY JIUIOIU3a B aJUIIOLUTAX, COKPAILCHUE ITIaJKOMBIIIECYHBIX KIETOK
COCYOB.

[Tpu ananuse oObeMHEHHBIX JaHHBIX TecToB NSL u IHS 3HauuMbIMu ocTaroTcs
TOJIBKO TMyTH JoaroBpemeHHoil nemnpeccun (LTP) m umpkamHoro 3axsara, HO
nobasnsercs KEGG-nyts mopdunooii 3asucumoctr (hsa05032).

OCHOBHBIMU OHOJIOTMYECKUMHU MPOLECCAMU, MOJBEPKEHHBIE HANpPaBICHHOMY
0TOOpYy, SBHJIMCH MPOLECCHl PETyJAlHUUA, MEeTaboIMYecKhe MpPOLECcChl, OTBET Ha
cTuMyibl U Ap. OCHOBHBIMH MOJIEKYJISIPHBIMU (DYHKLIMSMH SIBJSUIUCH CBSI3bIBAHUE C
OelikaMH, CBSI3bIBAHME HOHOB, HYKJIEHMHOBBIX KHCIOT, aKTUBHOCTb THMIPOJA3bl U JIp.

(Pucynox 19).



Ta6J'II/IIIa 4 - PCBYJILTaTBI ITOUCKa CUTHAJIOB HAIIPABJICHHOI'O 0T60pa C IOMOIIBIO TCCTAa

nSL

96

[Tonynsiumu

I'enbl ¢ curHajgamMu HAITpaBJICHHOI'O 0T6opa

Auraiiiibl (B)

ADCY1, DHX37, DYNC1H1, FOXP1, LINC00682, LINC02299,
LOC101926960, MGLL, PDE10A, PPP2R2B, PTPRG, STK32B,
SUCLG2-AS1

Anraiiiiel (K) | ADGRB3, ARL15, Cborf66, CELF2, LINCO01378, LINC01622,
RAPGEF2, RBFOX1, RBMS3, SOX5

bypstsl (A) STAG1

bypstel (K) GLO1, PCDH15, PLSCR1, PRR16, ST8SIAG6, TNIK

Yykun ACTA2, ADAMTS18, ANKRD60, CACNA2D3, CDCA7L, CDK5R2,
CNTN5, FAM135B, FHIT, GABRG3, GMFG, HS1BP3-1T1, HYDIN,
ITSN2, LOC100507283, MOBP, NALCN-AS1, NCALD, NLRP5,
NRXN3, OPCML, PAPPA, PCLO, PDLIMS, PGR, PRKACB, SAR1A,
SCUBE2, TDRP, TENM2, TMEM®65, TNIK, TSBP1-AS1, VAV2,
VSTM2A

UynbIMIst ANKRD33B, CFAP299, DPP6, GRIA2, HLA-DQA1l, LAMA1I,
LINC00473, LINCO01435, LOC100128164, MEIS1, MIR646HG,
MYH11, PREP, PTPRN2, RDH10-AS1l, RGMB-AS1, SAMD?7,
SPATS2, STARD4-AS1, TMEM244, TMSB10, TMTC2, TSBP1-AS1,
USHZ2A, XKR4, ZNF423

OBeHkH () ADGRB3, AUTS2, DOCKS8, DPP6, GABRB3, GAP43, LINC02294,
LINC02743, LOC101928855, MYO15B, NR5A2, NTF3, PTPRNZ2,
TEC, TENT5A

OBenkw (3) ADH5, ANO3, FAM228B

Kanmbiku CUEDC], ERC1, MGST3, ZNF407

Kets LOC101928304, MCF2L2

Xakacel (III) | ANO3, CCDC138, CDH13, CUEDC1, EDAR, LINC00974,
LINC02568, PRKG2, STK32B

Xakacel (T) | AATK, CYP1B1-AS1, FOXP2, GRIK4, HLA-B, KIAA1324,
LINC00448, LINCO01630, LRP1B, MCPH1, MRC1, TMEM236,
NCKAPSL, NCOA7-AS1, NRCAM, NTRK2, PALLD, PLD5, PPM1L,
RARB, SDK2, ST6GALNAC1, TRPC6, UBB

XanTts! (K) ARFGEF3, ATP2C1, BTBD9, CCDC33, CD226, CDH13, CSMD2,

DGKH, DNAH11, EGFLAM, FAM135B, GAP43, GDI2, GRIN2B,
HCGY9, ITPR3, KCNAB1l, KDM1B, LARGE1, LINCO00473,
LINC01006, LINCO01339, LINCO02147, LOC100507283, MAPREZ2,
PDZD2, PRIMAL, ROR1, RSPO4, SAA3P, SLC6A15, SMARCAZ2,
SMOC1,
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[Tponomxkenue Tadaub 4

[Tonynsiumu

I'enbl ¢ curHajgamMu HAIIpaBJICHHOI'O 0T6opa

Xantsl (P)

ADGRAS, AFF3, ALX1, ANK1, ANKRD33B, APBA1l, ATP4B,
ATXN1, CCND2, CDH13, CDKAL1, CNIH3, CNTN3, CSMD2,
CXADR, DCANP1, TIFAB, DDX55, DSCAM, EPHA6, ERCI],
FARS2, FAT2, GAREM1, GATAD2A, GDPD5, GLT1D1, GNAL,
KIF6, KSR2, LINC00929, LINC01088, LINC01339, LINC02006,
LINCO02147, LINCO02618, LOC10192/630, LOC101929595,
LOC105370586, LOC105374428, LOC339862, LRFN2, LYRM4-
AS1, MTCH1, MYOM1, NAV2, OR5D16, OSBPL6, PBX4, PCDH15,
PGR, PIP4K2A, PLEC, PLXNA2, PPP1R16B, PPP2R5C, RASGRP3,
RDH13, RFC1, RMND1, RNF7, ROBO2, RYR1, SAA3P, SDKI,
SLC14A2, SLC35G2, SLC46A2, SLX4IP, SNAP25, SOX1-OT, ST18,
STAG1, SUGP1, TAS1R2, TCERGIL, TCF7L1, TCF7L2, TM6SF2,
TMEM163, TSHZ2, TSNAX-DISC1, WWOX

Kopsiku

AGBL1, ATP8B1, CACNA2D3, CACNA2D3-AS1, CCDC169-
SOHLH2, SOHLH2, CD96, CHI3L1, CLCN1, DOKY7, FLJ22447,
GACAT2, HDACY9, ITPR1, KCNAB1, LIMS1, LINC02542,
LOC100507053, LOC105369911, LRRN2, MMP16, MREG,
NLRP11, NRG1, OSTM1-AS1, - PCDHI15, - PRKG1, SLC10A7,
SLC16A12, SPIRE2, TMPRSS13, TNIP1, ZBED9

Husxu

HCGY, LRRC52-AS1, TMEM237

Tarapsi (T)

ELMO1, LOC101927822

TyBUHIIBI

ADH5, ANO3, BCAR3, CUEDC1, LIMS1, LOC101927822, LYRM4-
AS1, RARB, RBFOX1, SULT1C4

Y moreinl

HPSE, LOC101928764, RBMS3, ST8SIA1

SKyThI

ADGRB3, CRTAC1, GLI3, HECW2, LCORL, NTRK3, PRDMG,
RHOJ, SMOC1




98

Bar chart of Biclogical Process categoties Bar chart of Cellular Component categoties Bar chart of Molecular Function categories
['rd 0 w
3004 & 3001 & 300 &
250 250
200 4 200
3
150 9 150 4
23 =
100 100 @® ©
o
+ T D
- - ) ~=
50 50 Noldw o
0
0- 0’|r\\\||\\rv"ThT"T|||vw\|
= C v v v v £ £ £ £ v £ C = @ = B c f=4 f=uy"} c = = Pl = Fenlan] =
I =T - B B B R 3 S350 5058555585223 8 A 2P2PEEEEEE 22T 2EERR
E 9T S SERERSS EE BBz 0EGE R 8552800 3% CEo0 222202022 T22 s
S 6 ES S8 O0RNGESE3SE2 S9EZS3vonogocSERRGR CCCCTSSCTCETETTCLETTSED
,,,,,,,,,,, o @ =1 E- §oc o 9 [T]
D57 o5 cmg sl P EZ0nbdg>g.xa-cz2. 32338 oo ®BGEENOo®oBdao®Eld
go22258a85 22 o 86y 9 582aBSSEEETS SET L PP EESEL588EES
2o TTEe 2L = E o g 258°%,3 362 <£ 0L o B o Bt EEE a8 E
§3ef5E5E 8222 3 £8 8 JT6DEE 3 5 ° © §8e3pa ZERSTET
58 2228 <twa g 2 °g ©oakE g s 285940 >soRxfs
Segass 2559 Z5 8 £ Of £ Tg3feL gEEiESs
SESPOF 5§ 3 SE ¢ F 5 % SZESEE o°o5E£66
a 25w © a = 25 § ° 3 ° = T B £ S3RE
L. > £ 35 co & c O S 5000
o I3 £ oS L o S N gL o
s © 51 Lo E F1 5 8% o
= o o ] o @ ZE
3 g a £ ] 2]
= =2 £
= El
E 8

Pucynoxk 19 - Kaxxnas xateropus OHOJIOrHYECKOTOo Mpoliecca, KIETOYHOT0 KOMIOHEHTA
U MOJIEKYJSIpHON (YHKIIMK TIpEJCTaBlIeHa, KpAacHOW, CHMHEH W 3€JICHOM I0JI0COM
COOTBETCTBEHHO.

Tabmuma 5 - KEGG- mytn

Ha6op Onucanue nyTu pValue | FDR | reHsl
T'CHOB

hsa04713 MpKaaueii pexxum | 1,09E-06 | 3,6E-04 | ADCY1, GRIA2, GRIN2B,
ITPR1, ITPR3, PRKACB,
PRKG1, PRKG2, RYR1

hsa04730 J0JTOBpEMEHHAsT 5,21E-05 | 84E-03 | GRIA2, ITPR1, ITPRS3,
JeTIpeCCus PRKG1, PRKG2, RYR1

hsa04720 J0JTOBpEMEHHAsT 9,75E-05 | 84E-03 | ADCY1, GRIA2, GRIN2B,
[IOTEHIIUALIUSA ITPR1, ITPR3, PRKACB

hsa04728 nopamunepruyecku | 1,03E-04 | 84E-03 | GNAL, GRIA2, GRIN2B,
W cuHaIc ITPR1, ITPR3, PPP2R2B,
PPP2R5C, PRKACB

hsa04723 peTpOorpaHbIii 2,40E-04 | 1,58-02 | ADCY1, GABRB3, GABRG3,
SHAOKAaHHAOMHOUIH GRIA2, ITPR1, ITPR3,
BIIl CUTHAJ MGLL, PRKACB

hsa04724 rioyramareprudecku | 2,/6E-04 | 156-02 |\ ADCY1, GRIA2, GRIK4,
UM CUHAIIC GRIN2B, ITPR1, ITPRS3,
PRKACB

hsa04923 peryJsiuus 327E-04 | 15E-02 | ADCY1, MGLL, PRKACSB,
JIMIOJIN3a B PRKG1, PRKG?2
aIUITOUTaX
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[TponomkeHue TabauIbl 5

Hab6op Onucanue nyTu pValue | FDR | reHsl

TE€HOB

hsa04270 COKpaIllEHUE 397E-04 | 16E-02 | ACTA2, ADCY1, |ITPR1,
TJIaAKOMBIIIICYHBIX ITPR3, MYH11l, PRKACB,
KJIETOK COCYJIOB PRKG1

hsa04540 HIEJIEBUIHOE 4,39E-04 | 1,6E-02 | ADCY1, |ITPR1, ITPRS,
COEMHEHHE PRKACB, PRKG1, PRKG2

hsa04970 CEKPEIIUs CIFOHBI 4,95E-04 | 16E-02 | ADCY1, |ITPR1, ITPR3,

PRKACB, PRKG1, PRKG?2

benok-OenkoBele B3aWMOAEWCTBUS NPOAYKTOB TEHOB IMOA OTOOPOM OBLIH
BU3YaJIM3UPOBaHbl M IpoaHaM3upoBaHbl ¢ nmomoibio pecypca STRING (Search Tool
for the Retrieval of Interacting Genes/Proteins). AHanu3 ObLI MPOBEACH C Yy4ETOM
JI0Ka3aTeNbCTB  (DYHKIMOHAJIBHBIX  CBA3€M  Mexay  OenkaMu,  TOJYyYEHHBIX
IKCIIEPUMEHTAIbHO Ha OCHOBE MX KO-DKCIPECCHH U COBMECTHOW IMPEACTaBICHHOCTH B
ouonorunueckux mporeccax. COynoMHHaHHE B TEKCTaxX MyOJMKAHUNA OBLJIO MCKIIOYEHO
u3 KputepueB B3ammoneicTBus. [lo pesynpratam TtecroB nSL m IHS (tabmwma 7)
BeIsIBIIsIeTCST 492 TreHa, pacrmojOKEeHHBIX B y4YacTKaX TI€HOMa, HECYIIUX CHTHAJIbI
HanpasiieHHOro otOopa. [Ipu MakcumanbHOM ypoBHE n0oKa3atenbHocTH cBsizelt (highest
confidence, 0,9) u3z 399 OenkoB, anHotupoBaHHbIX B STRING, 109 oka3anuch
BOBJICYCHBI B 00IIMe ceTH OeOK-OEIKOBBIX B3aUMOJCHCTBUN (YPOBEHb 3HAYMMOCTH

oboramennoctu cetu P = 0,0435). IlonyuenHas cetb npencrasieHa Ha pucyHke 20.
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Pucynok 20 - Cerp 06enok-0elKOBBIX B3auMozehcTBUM mpoaykToB 109 reHOB,
noyiydeHHas ¢ nomouibto pecypca «STRING».

Bcero Obuto HaiimeHo 86 KaTeropwii OHTOJOTHHM TEHOB B OHMOJIOTMYECKUX
nporeccax. (Tabmumna A.4). 31 u3 Hux BriovyaroT 101 TeH OTHOCATIUXCS K Pa3BUTHIO U
perynauun 1eHTtpanbHoM HepBHOHM cuctembl (ATXN1, SNAP25, DOCK10, LRP6,
RIMS2, CNTN3, RAPGEF2, APBA1l, SMARCA2, BRINP1, MEIS1, ARHGAP26,
NTRK2, GRID2, ADCY1, CSMD3, ZNF804A, CDK5R2, UBB, USH2A, GABRBS,
RBFOX1, MOBP, ALX1, MYT1, DENNDS5A, EFNA5, OPCML, GAS6, RARB, PCLO,
GDPD5, TRPC6, MCPH1, AUTS2, ARID1B, APOD, DLG1, LRFN2, ITSN2, SYNEZ,
NTRK3, PARK2, PLXNA2, LRRN2, TNR, RTN4I1P1, PAX2, CRTAC1, BAI3, PRKACB,
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ROR1, KIF20B, MTCH1, PCDH15, PRKG1, NRCAM, RUFY3, SEMA5A, XRCCS5,

SDK2, HYDIN, GAP43, AK4, GLI3, NAV2, EPHB1, PCDHGAS8, DSCAM, NRG1,
PRDMG6, SDK1, FOXP2, RDH13, NTF3, SOX5, TNIK, MYO16, HDAC9, ROBO2,
PTPRG, KCNAB1, DCANP1, TENM2, TIFAB, CYFIP2, ATP8B1, KCNC2, NRXNS3,
ZNF423, DNAH11, GRIN2B, PDLIM5, LINGO2, CCND2, ITPR3, PRKAR1B, BTBD9,
TMPRSS11E, MRAP2, GPHN).

Jlecats Ouonornueckux mpoiiecco, BkiwovaroT 31 ren (LRP6, MYOM2, MEIS],
NTRK2, ADAMTS18, USH2A, GABRB3, RHOJ, RARB, DLG1, MYOM1, NTRKS,
SMOC1, BCAR3, PAX2, ROR1, PCDH15, SDK2, GLI3, EPHB1, DSCAM, SDK1,
FOXP2, RDH13, DCANP1, TIFAB, ATP8B1, NAV2, EFNA5, NRCAM, ROBO2)
OTHOCSIIIUXCS K MPOIIECCaM CEHCOPHOTO BOCIIPUSATHS, BKIIOYAONINX (OPMUPOBAHUE U
pa3BUTHE 3peHHs, CllyXa. Takke MHTEPECHBI T€HbI, BOBJICUCHHBIC B OMOJIOTUYECKUIN
mpoiiecc pa3BuTHsl Koctedd u ckenernor cucrembl (MEIS1, MMP16, BBX, FAM20C,
RARB, MCPH1, RYR1, AKAP13, PAPPA2, SLC38A10, PIP4K2A, GLI3, DCANP1,
TIFAB, FOXP1, CHI3L1, LRP6, ALX1l, DLG1, VDR, WWOX) wu cucrems
kpoBooOpamenus (HDAC7, LRP6, RAPGEF2, CDH13, MEIS1, NTRK2, CXADR,
TMEMG65, RHOJ, RARB, APOD, RYR1, NTRK3, AKAP13, TCF7L2, VAV2, NRCAM,
SEMASA, NOX5, GLI3, MYH11, EPHB1, HPSE, NRG1, XIRP2, ACTA2, HDACSY,
ROBO2, KCNAB1, NRXN3, DNAH11, PDLIMS5).

Tabnuia 6 - Pe3ynbpraTel MOWCKa CUTHAJIOB HAIIPABIECHHOTO 0TOOpA C TTIOMOIIBIO TECTa
IHS

[Tonynsimu | ['eHsl ¢ curHaiaMu HarmpaBJIEHHOTO 0TOOpA

Anraitusr - | FAM20C, FSTL1, LINC00565, LINC02299, MRC1, MRC1, TMEM236,

(b) RNASEH1, RNASEH1-AS1, RPS7, SUCLG2-AS1, TMEM255B, TTLL1
Anraitusr - | ATP4B, CCDC146, ERC1, FSIP2, GABBR1, GAS6, ISX-AS1, LIMS1,
(K) NUDCD1, PKIA, RNASEH1-AS1, SOX5, TMEM255B

Bypsrsl (A) | ANKS1B, ATG10, BCARS, ERC1, FAM184B, ISX-AS1, LINC01029,
LOC101928937, MED28, MPPED1, RIMS2, STAG1, TMEM255B,
TTLL1, TWIST2, YTHDC1

Bypsrsl (K) | ADI1, COLEC11, ERC1, FAM20C, GAS6-AS1, GLO1, LINCO00452,
RNASEH1, RNASEH1-AS1, VWASA
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[TpomomxeHre TadauIIbI 6

[Tonynsuuu | ['eHsl ¢ curHanaMu HarmpaBJIEHHOTO 0TOOpa

Uyxkun AKAP13, ANO2, CDCA'L, ENOX1, GALC, GMFG, HS1BP3-IT1, ISX-
AS1, ITSN2, LINC02538, LOC100507283, MOBP, MRC1, TMEM236,
NRXN3, OPCML, PRKACB, PRKAR1B, SCUBE2, TMEM®65, TSBP1-
AS1

Uynemier | LAMAL, LINC00454, LOC643542, MIR646HG, PLD6, RALYL, SPATS2,
TSBP1-AS1

OBenku (S1) | ADGRB3, ARFGAP3, DOCKS8, DPP6, DSCAM, ERC1, FAM20C, GASG6-

AS1, HDACY7, LOC101928324, MYT1, SCHLAP1

OBenku (3) | ADH5, FAM20C, TMPRSS11E

Kanveiku | BBX, C4orf47, COL22A1, CUEDC1, EGFLAM, ERC1, FAM20C, GAS6,
KCNC2, KDM4B, LINC00261, MPPED1, MRC1, ORC2, PAPPAZ2,
PAX2, RHEX, SPATS2, SUCLG2-AS1, TNR, UFSP2, USP20, ZKSCANY,
ZNF407, ZNF445, ZNF546

Kertsl ARID1B, ATE1, CDKALI1, CYP4X1, DMBT1, EFNA5, ERI2, FAM20C,

GAS6-AS1, GNL3, GRID2, HCG17, HCG17, HCG18, HLA-L, LAMCI1,
LINCO01500, LINC02234, LINC02487, LINGO2, LOC100506679,
LOC101928304, MRC1, MYO16, PDESA, PDZRN4, RABGAPLL,
SLC2A9, STK38, TOM1L1, TTLL1, TWIST2, WWOX, ZDHHC14

XaKachl
(1)

ADI1, ANO3, CCDC138, COLEC11, DENNDSA, EDAR, EGFLAM,
FAM20C, GABBR2, GAS6-AS1, MRC1, PPEF2, PRKAR1B, RNASEH1,
TMEM255B, ZNRD1, ZNRD1ASP

Xaxacsl (T)

CSMD1, DIAPH3, FAM186B, GAS6, GAS6-AS1, GNL1, GPHN, ISX-
AS1, LOC440084, MCPH1, MRC1, MRC1, TMEMZ236, PPP1R10,
TMEM255B

XanTsi (K)

ATP2C1, CDH13, COLEC11, CSMD2, DNAH11, FAM20C, GAS6,
GAS6-AS1, GDI2, LINC00452, LOC100506679, MAPRE2, MRC1,
RNASEH1, RNASEH1-AS1, RPS7, TBCK, TSBP1, TSBP1-AS1

Xantsl (P)

ADGRAS3, AFF3, ATP4B, C90rf129, CCND2, DDX55, DSCAM,
EEF1AKMT2, FAM53B, GALNTY9, GAREM1, LINC02147, LINC02538,
LRRIQ1, PAPPA2, PBX4, PGR, PIP4K2A, PLEC, PRKAR1B, RDH13,
RNASEH1, RNASEH1-AS1, RNF7, SNAP25, STAG1, TCERGIL,
TMPRSS11E, ZNF236

Kopsiku

ADH5, AFG1L, ANO3, BRINP1, CABPS5, CACNA2D3, CACNA2DS3-
AS1, CCDC169-SOHLHZ2, CCDCB85A, CLCA4-AS1, CORO1B, CYFIP2,
CYP2C19, CYTH4, DLG1, FAM228B, FLJ22447, FSTL1, GAS6,
INPPSD, KIF20B, LGR6, LIMS1, LINC02227, LINC02532, LINC02538,
MARCHF4, METTLS, NLRP11, PCDH15, PRKG1, PRKN, RABLS,
RNASEH1, RNF217, RPN1, RPS6KB2, RTN4IP1, SUGCT, SYNEZ,
TMEM169, TRAPPC10, TRIM10, XRCC5, ZBED?9, ZC3H14, ZFAND3,
ZNF236, ZNF333, ZNF804B
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[TpomomxeHre TadauIIbI 6

[Tonynsuuu | ['eHsl ¢ curHanaMu HarmpaBJIEHHOTO 0TOOpa

Husxu ABCB11, ADGRB3, APOL1, BZW1, CDH13, ENDOD1, EPHB1,
G3BP2, GABBR1, KCNIP4, KPNA4, LCORL, LINC00457, LINC02343,
LOC284930, MAP3K2, MIR4500HG, MIR4713HG, MRC1, MRC1,
TMEM236, MYOM2, NELFCD, NSUN7, OR4E2, ROBO2, SEMASA,
SLC35F3, SORCS2, TANC2, TCF7L2, TMEM236, VARS2, ZBTB38,
ZNF398, ZNF568, ZNF804A, ZNRD1ASP

Tarapser (T) | ADHS, AK4, ALMS1, APOD, ARHGAP26, BDNF-AS, BEND3P3,
COLEC11, DOCKS8, EFCABG6, ELMO1, GAS6, GPATCH1, HSD17B12,
LOC101927822, LPIN1, LRP6, LRRC36, MPPED1, MRC1, MRC1,
TMEM236, NLRP1, NOL8, NOX5, PAPPA2, RNF121, RUFY3,
SEMAS5A, SENP7, SLC25A12, SLC38A10, SLC44A1, TMEM255B,
TMPRSS11E, TMTC2, TOX2, XIRP2, ZBTB38, ZNF804A

Tysunusr | ADHS, CUEDC1, FAM20C, GAS6-AS1, LIMS1, MOK, RNASEH1-AS1,
SLC2A9, SULT1C4, ZBTB38

Ymoreiner | ACSL1, ANKS1B, CSMD3, DOCK10, LEKR1, LOC374443, MAP3KY,
MPPED1, MRAP2, MST1R, OR11A1, PCDHGAS, PPP1R15A,
PRKAR1B, RBMS3, SLC25A26, TMEM255B, VDR, ZNF398, ZNF804A

SKyTBI LCORL, MRC1, SACM1L

Onpenenennbie GyHKIMOHAIBbHBIC TTOIMMOpdu3Mbl B hepmentax ADH, koTopsie
BBI3BIBAIOT PA3NUYHYI0 3()(PEKTUBHOCTD MPEBPAIICHUS STAHOJIA B alleTAIBICTHI, MOTYT
ObITh 3amuTHbIMUA. [oaaman u Enox [135] mnpeamosnoXxuid, YTO TIeHETHYECKHE
Bapuanuu B reHax ALDH u ADH u36upartenbHO moAAepKUBAIOTCS, U TPEIJIOKUIIN JIBE
BEPOATHBIE CEJICKTUBHBIE CUJIbI: MUKOTOKCHHBI M MH(EKIIMOHHbIE 3a00eBanus. ADH5
Y4acTBYEeT B MEXaHU3ME 3alllUThl OT 3HAOTCHHOTO (opMaibAeruia, AeTOKCUPUIUPYS
dbopmManbIerua, TeM CaMbIM 3aIHINast KJIETKY OT 3TOr0 FT€HOTOKCHHA. B Hammux TaHHBIX
YEThIpE MONYJIALUNA XapaKTePU3YIOTCsSI BBICOKMMU 3HAY€HUSMH TeCTOB nSL (3BeHKH (3),
tyBuHIBI) U IHS (kopsku, tarapel (T), TyBuHibl, 3BeHku (3)) s kgp7824500
pacnonaratomerocs B UTR3 rema ADHS5, uyto Takke MOXeET OBITh CBS3aHHO C
3amUTHBIMU (PyHKIUIMU. PernoH, B kotopoM Haxomautcs ADHDS, panee OblT oOTMEUEH
KaK pPErvoH, HaXOISIIUICS 0] OTOOPOM y BOCTOUHO-a3HMaTCKUX momysisiuid [136].

B BoCTOYHOa3MaTCKOM pEruoHe OJHWUM U3 CaMbIX MOMYJSPHBIX KaHIUIATOM-
yuactkoM siBisietcsi EDAR. On kogupyer 0enok, OTBEYaroUuil 3a TOJIIMHY BOJIOC U
MOP(QOJIOTUIO PE3IOB, U HEOJHOKPATHO UACHTHU(DHUIIMPOBAICS KaK TeH-«KaHIUJAT» Ha

otoop y kuteneir Bocrounoit Asuum [104,136,137]. B HameM wucciaeIoBaHHE CHTHAI
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HaIpaBJIeHHOro OTOOpa B AITOM T€HE, a Takke B OJU3KOPACIIONIOXKEHHOM TIeHE
CCDC138 Bcrpeuaetcst B monyJisiiiuu xakacoB-kauuHileB (LLI). [Tomumo storo, psgom ¢
EDAR pacmnomaraercst ren LIMS1, nomanarommii B peruoH, HaXOIAIIUANACS 0] 0TOOpOM
y BOCTOYHO-a3MaTcKuX momyysuuid [136]. s momymsiuii KopsikoB, TyBuHIEB (nSL,
IHS) u anraitnes (K) (iHS) naGmonatorcst Beicokue 3HadeHus 1mo reny LIMS1, Gemox
KOTOPOTO  Yy4YaCTBYeT B  pEeryJsiiud  BBDKMBAEMOCTH, mponudepanuum U
nuddepenuupoBku kietok (Tadnumna 7).

Panee B momymsiiusax kopeHHoro HacenaeHust Cubupu ObL1 OOHApYKEeH LEbIA s
T€HOB C CHUTHAjJaMU €CTECTBEHHOTO OTOOpa, MPEANoJOKUTEIbHO BOBJICYEHHBIX B
nporecc anantanuu k xomoay (THADA, ITPR3, GNGT1, PRKGI, RELN, CPTIA u
LRP5) [12]. Cpeau HuX B HaIIMX MOMYJSIMAX CHTHAIBI HAMpPaBJICHHOTO OTOOpa
BCTpeUaroTcsl y uykuel B reHe LRPS komupytommM 6€l1oK, CBSI3aHHBIA C PEIENTOPOM
JUMONPOTENHOB HU3KOM IJIOTHOCTH, YTO WUrPaeT BaXKHYIO pOjib B Ipolieccax pocra
KOCTeH, MeTaboJIM3Ma X0JIECTEPUHA, CUCTOJIMYECKOT0 KPOBSIHOTO JIaBieHUs, XaHTOB (P)
— B rene ITPR3, urparoimiem KiI0UeBYHO pojb B DK30KPUHHOM CEKpEIuH, JIeKalle B
OCHOBE DJHEPreTMYecKoro MeradboiauM3Ma U pocra, KopsikoB — B reHe PRKGI,
OTBEUAIOIIEM 3a COKpAIEHUE TJIAJKOMBIIICUYHBIX KJIETOK COCyI0B. BeposTHO, TeHBI U
MapKepbl, HAXOJAILIUECS TOJI HAIpaBJIEHHbIM OTOOPOM B HCCIEIYyEMbIX MOIMYJISALHUAX,
MOTYT WrpaTh CyIIECTBEHHYIO pOJIb B aJanTallid K HEOJaronpusTHBIM WU
AKCTpPEMaIIbHBIM KJIIMMATO-TeOTpaPUUECKUM yCIOBUSIM.

Taxoke ms kanMbIkoB, XaHToB (P) 1 TaTap HaOMIOAAIOTCS BHICOKHE 3HAYCHUS TIO
nByM tectam B rene PAPPA2, perynupyroiieM BbICBOOOXKAEHHE KIIIOUEBOTO (hakTopa
pocTa, Ha3bpIBaeMOro MHCYJIMHOMOA00HBIM (hakTopom pocta 1 (IGF-1) u cBsizaHHOTO C
pocToMm uenoBeka [138].

Wutepecro, uro y 9 u3 20 momynsmuii mo Tecty iHS (Tabmuma 6) B reHe
FAM20C ecTp 3HauUMMBbIC CHTHAJIBI HampaBjeHHOro oTOopa. Kaszemnknnaza I'ombmxw,
komupyemass reHom FAM20C, docdopunupyer OEIKH CEKPETOPHOTO IyTH BHYTPHU
MoTHUBOB SXE, Qochopunmpyer KazenHbl W HECKOJIBKO CEKPETUPYEMBIX OEJIKOB,
YYaCTBYIOIIMX B OHMOMUHEpaIM3aIlMK, BKIIOYAs Malblii WHTETPUH-CBI3bIBAIOIINN

aurani, N-CBsI3aHHbIE TJIMKOINPOTEHHBI, YTO UIPAET BAXHYIO POJIb B (POPMHUPOBAHUU
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Koctedd u 3y0oB[139]. MyTtaiuu B 3TOM reHe OTBETCTBCHHBI 32 Pa3BHTHE CHHIpOMA

Peitna (OMIM: 259775, HeoHaTallbHast OCTEOCKIEPOTHYECKAs TUCTLIa3UsI KOCTEH ).

Tabnuna 7 - ['ensl mo1 HanpaBIeHHBIM 0TOOPOM, MPEICTaBICHHBIE B OoJiee yeM 3
nonyiusax Tecta nSL wim iHS B 6onee yem 2 mist nSL u iHS

KOJINYECTBO
I'en MO YJISIU A @yHKIMA TPOIYyKTa
B nSL/IHS

benok, KOoIUpyeMbI 3THM T€HOM, SIBJIAETCS YJIEHOM
cemeiictBa RIM-cBsaspiBaronnx OenkoB. RIM — 310
O€JIKM  aKTUBHOM  30HBI, KOTOpPbIE PETYJIUPYIOT
BBICBOOOXKICHHUE HEHPOMEINATOPOB.

oT1oT reH KOJIUPYET [Ty TaTHOH-3aBUCUMYIO
dbopManbIeruAIeTUAPOTeHA3y WIH XU-CyOBEeTUHUITY
ankoroapaeruaporenassl knacca III, koropas ssisercs
YJIEHOM CEMEHCTBAa aJKoroJipjerujporenas. HWrpaer
BOXHYIO poJb B MeTabonu3Me (QopMmanpaeruaa B
OpraHu3Me 4eJ0BEKa.

benok, KoaupyeMbIit 3TUM I'eHOM, TpeCTaBiIseT coOo
aJlanTepHbIN 0€JIOK, KOTOPBIA CONEPKUT MATh JOMEHOB
LIM, wau JBOMHBIE LIMHKOBBIC Hadblbl. benok,
BEpPOSITHO, YUYACTBYET B IE€peaye CUTHAJIOB UHTETPUHA
yepes €ro LIM-gomeHn-onocpe1oBaHHOE
LIMS1 2/3 B3aUMOJICHCTBUE C HWHTETPUH-CBSI3aHHOM KHHA30M,
0OHapy>XMBAEMOU B OYAroBBIX AJTr€3MOHHBIX OJIAIIKAX.
Takke cunMTaeTrcs, 4TO0 OH JEHUCTBYET KaK MOCTHK,
CBSI3BIBAIOIIMN  WHTETPUH-CBSI3aHHYI0  KHHa3zy C
amantepubiM Oenkom NCK 2, KOTOpBIii y4acTBYeT B
CUTHAQJIbHBIX MYTAX KMHA3BI perentopa pakropa pocra.
TSBP1-AS1 (TSBP1 u BTNL2 antucmeicioBas PHK 1)
npezactasiser coboit reH PHK u oTtHOocuTes Kk kiaccy
IncRNA. 3aboneBanmsa, cBsasanHeie ¢ [SBP1-AS1,
BKJIFOYAKOT CApKOUA03 2.

OToT reH-muiieHb P53 komupyeT cnenupuueckuit s
MO3ra HMHTUOWTOP AaHTHMOTeHEe3a, TpaHCMEeMOpaHHBIN
OCIOK C CEMBIO yYacTKaMW, W CUHMTAETCS, YTO OH
SIBJISIETCSI YJIEHOM CEMEMCTBA PELENITOPOB CEKPETUHA.

ERC1 215

ADH5 214

TSBP1-AS1 213

ADGRB3 3/2
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I'en

KOJIMYECTBO
TIOITYJISIIAN
B nSL/IHS

OyHKIUS TPOIYKTA

ANQO3

3/2

Komupyer Oenok anoktamuH 3. OH NPUHAIICKHAT K
cemeiictey reHoB (ANO1 - ANO10), xotopsie, 10-
BUJIMMOMY, KOJUPYIOT aKTHUBUPYEMbIE  KaJbIIUEM
XJIOpUIHbIE KaHallbl. MyTalMu B 3TOM TIeHe ObLIu
CBA3aHbl C HEKOTOPHIMH CIy4YasMH ayTOCOMHO-
JTOMHUHAHTHOM KPaHUOLCPBUKAIIbHON JUCTOHUH.
Krnerku oT mrofeit ¢ MyTalueit B 3TOM reHe NpOosiBIISLIN
aHOMAJIUM B TEpeJaue CUTHAJIOB KaJlbLIMs, 3aBUCUMOMN
OT HJIOIJIA3MATUYECKOT0 PETUKYTyMa.

CDH13

3/2

I'ew CDHI13 «komgupyer ©Oemok kaarepuH 13,
y4acTBYIOUIMM BO MHOTHX IpoIleccax B MO3re: OT
MUTpAIUU KJIETOK Y SMOPHOHA 10 Pa3BUTHUSA aKCOHOB U
reHepaluy CUHAIICOB MEXAy HeHMpOHaMH y B3pPOCIBIX.
Pa3uble  BapuaHTBl 3TOr0 T€Ha  CBSI3aHbl  C
paccTpoiCTBaMH ayTUCTUYECKOTO CIIEKTPa, CHHAPOMOM
TUIIEPAKTUBHOCTU U Je(HUIMTAa BHUMAHHUS, JETPECCHEH,
YXYJIIIEHUEM MaMSATH U JPYTUMHU HapYHICHUSIMU

CUEDC1

3/2

CUEDC1 (momen CUE, conepxamnuii 1) sBiseTcs
T'€HOM, KOoAupyroummM Oenok. 3a0oeBaHusl, CBS3aHHbIE
C CUEDC1, BKJIIOYAIOT MPOKCUMAITbHBIN
cumnananrusm  u  cu"gpom  Ileppo. CUEDC1
cBs3biBaeTcs ¢ K33 u K63 yOukBuTHHA B pa3iMuHBIX
TUINAX KJIETOK YeJIOBEeKa, MpeArosaras, 4To OH MOXKET
y4acTBOBaTh B IMYTSIX TPAHCIOPTUPOBKU OEJIKOB,
nepesayy CUTHAJIOB M JIerpaJallyH.

STAG1

212

Otor TeH saBiagercss wieHoM ceMmerctBa SCC3 wm
sKkcrpeccupyercs B siape. OH KOAUPYeT KOMITOHEHT
KOT'€31Ha, MHOTOCYOBbETUHUIHOTO 0EeJIKOBOro
KOMITJIEKCa, KOTOPBIM  OOeCredYnBaeT  CIEIICHUE
CECTPUHCKHX XPOMATHJ 10 JJIMHE XPOMOCOMBI 32 CUET
permukanuu JIHK uepe3 mpodasy u mpometadasy,
MOCJIE 4Yero OH JUCCOIMHPYET JUIsl TOATOTOBKU K
cerperamnuu Bo BpeMs aHadasbl.

PCDH15

3/0

OTOT TreH SABIETCS  WIEHOM  CylepceMencTBa
KaJre€pUHOB. Uienst CceMeNCcTBa KOJIUPYIOT
UHTETpaJIbHble ~ MeMOpaHHble  O€NKH,  KOTOpbIE
o0ecreunBarOT KalbliMK- 3aBUCHMYI0 MEXKKIETOUHYIO
anresuto. Urpaer BaxHYI pPOJb B IOJIJEpKAHUU
HOpMaJIbHOM (DYHKIIMU CETYATKU M YIUTKU. MyTanuu B
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I'en

KOJIMYECTBO
TIOITYJISIIAN
B nSL/IHS

OyHKIUS TPOIYKTA

3TOM reHe ObUIM CBSI3aHBl C MOTEped Ciayxa, TaKkKe
ObUIO OOHApY’>KEHO, YTO BapHallUd BHYTPH HETO
CBA3aHbl C HOPMAJIbHBIMM pA3IMUUAMM Y JIHOJEH
BHEILIHErO BU/IA JIULIA.

FAM20C

0/9

CepuH / TpeOHWMHOBas TPOTEHHKHHA3a [ OJIbIKH,
Kotopasi pochoprnpyeT OeIKH CEeKPETOPHOTO MYTH B
motuBax Ser-X-Glu / PSer u urpaer kiao4eByro poiib B
OnomuHepanu3anuu kocted u 3yooB. [lomumo cBoeit
poiu B OMOMHMHEpATHU3AINK, OH TaKXe WIPaeT poJib B
roMeocTase JIMIUAOB, 3aXKUBJICHUH PaH, MHUTPAIUU U
aJire3uu KIETOK

MRC1

0/9

benok, koaupyembiii 3TUM reHOM, TPEJCTABIAET COOOH
MeMOpaHHBIM perentop Tumna I, KoTopelil omocpemyer
SHIOLMUTO3 TJIUKONPOTEMHOB Makpodaramu. bbuio
MOKa3aHO, YTO OEJOK CBS3bIBACT BBICOKOMAHHO3HbBIE
CTPYKTYPBI Ha IIOBEPXHOCTHU MOTEHI[UATBHO
MaTOr€HHBIX BUPYCOB, OAKTEpUid U TPUOOB, TaK UTO OHU
MOTYT  OBITh  HEUTpalM30BaHbl  (HaronUTapHbIM
MOTJIOIICHHUEM.

GAS6-AS1

0/7

[IpencraBnser coboit ren PHK u oTHOCHTCS K Kiaccy
nHPHK. 3aboneBanus, cBs3annble ¢ GAS6-AS1,
BKJIIOYAIOT paK JIETKUX M  [OYEYHO-KIECTOYHYIO
KapLUHOMY.

TMEM255B

0/7

TMEM255B mpencraBisier co0oi r'eH, KOIUPYIOIIUN
TpaHcMeMOpaHHbId ~ Oenok  255B.  3aboneBanus,
cBs3anHble ¢ TMEM255B, BxiowaroT remaTypuio,
J00POKAYECTBEHHYIO CEMEUHYIO.

GAS6

0/6

Gas6 mpencraBisieT coboi OeNoK, copep Kamuil ToMeH
raMmMa-kapOOKCHUTITyTaMUHOBOM KHCJIOTHI (Gla),
KOTOPBIA, KaK CUYUTACTCSA, yYaCTBYeT B CTUMYJISALIUU
npoiudepalnu KIeToK.

RNASEH1

0/6

I'en xommpyer ¢epment RNase HI1 sBnsrommiics
HecnelM(PpUIEecKON YHAOHYKICa301 U KaTaau3upyroei
pacwerienne PHK 1o rugponmtnueckoMy MEXaHu3my.

RNASEH1-
AS1

0/6

RNASEH1-AS1 (antucmeicioBass PHK 1 RNASEHI)
npeacrasiser cobori reH PHK u otHOCHTCs K Kitaccy
naPHK.
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I'en

KOJIMYECTBO
TIOITYJISIIAN
B nSL/IHS

OyHKIUS TPOIYKTA

MRCI1,
TMEM236

0/5

MRC1 npuHamnexXuT K CEMEHCTBY pelenTOpoOB
manHO3bI (MR), TMEMZ236 (TpancmeMOpaHHBIi OemoK
236).

COLEC11

0/4

OTOT I'eH KOAMPYET YiIeHa ceMelcTBa JISKTMHOB C-Tuma
KOJUIMHOB, KOTOpbIE 00Ja/al0T KOJUIareHONOJ00HBIMU
IIOCJIEIOBATEIBHOCTSMU M JOMEHAMHU PACIIO3HABAHUSA
yrieBofoB. KoOJIEKTHHBI — 3TO CEKpeTUpyeMmsle
OenKy, KOTOpbIE HUIpPaAlOT BaXXHYIO pOJIb B CHUCTEME
BPOKJIEHHOTO MMMYHUTETA, CBSI3bIBASICH c
YTJIEBOAHBIMH aHTUT€HAMU MUKpPOOPraHU3MOB,
oOneryas Ux pacrno3HaBaHue u ynaienue. Kogupyemblit
OeNoK CBSA3BIBAETCS C MHOXXECTBOM CaxapoB C
npeanoyTeHueM (Pyko3bl U MaHHO3bI. MyTaluu B 3TOM
TeHe SBJIAIOTCS MPUUKMHOM cunapoma 3MC-2.

ISX-AS1

0/4

LINC02885 (mmmnHHass  MeXreHHas  HeOenKoBas
konupytomas PHK 2885) mpencraBnser coboil reH
PHK u otHocuTcs k knaccy nHPHK.

MPPED1

0/4

MPPED1 - npencraBiseT co0ol Te€H, KOJIUPYIOIIUM
0eJIoK 0eJIoK 1, coJiep KaIlHii JOMEH
metaimodocdorcrepaspl. 3aboieBaHUs, CBSI3aHHBIE C
MPPED1, BkimoyaroT onyxoib Buibmca, aHupuauio,
MOYEIIOJIOBbIC ~ aHOMAJWH, CHHAPOM yMCTBEHHOM
oTrctasiocTy ¥ anupuanto 1. Aunoraruu Gene Ontology
(GO), oTHOCsAmWMECS K 3TOMY TI€HY, BKIIOYAOT
T'HIPOJIa3HYI0 aKTUBHOCTb.

PRKAR1B

0/4

benok, koaupyeMblit 3TUM I'eHOM, TpeACTaBIseT coOo
peryJISITOpHYI0 CyObeIUHMIYy MUKIndeckor AMP-
3aBucuMoil mporteuHkuHasel A (PKA), kotopas
Y4acCTBYET B CUTHAJIBHOM IIYTH BTOPOTO MECCEHKEpa
HAM®. XonodhepMeHT y4yacTByeT BO  MHOTHX
KJIETOYHBIX COOBITUSAX, BKIIOYas IEPEHOC HOHOB,
MeTabonu3M U TpaHckpumimio. IlporemHknHaza A
(PKA, Taxxke wu3BecTHas KkKak HTAM®-3aBucumas
MPOTEUHKUHA3a) YYaCTBYET B PETYJIAINA METa00IM3Ma
JUMUAOB W TJIOKO3bl M SBISIETCA KOMIIOHEHTOM
MexaHu3Ma nepegaun curHaita Hekotopseix GPCR.

LINC02538

0/3

LINC02538 (mmmHHass  MeXreHHas  HeOenKoBas
konupytomas PHK 2538) mpencraBiser coOoil reH
PHK u otHocuTcs k knaccy nHPHK.




[Ipomomxenue TadauIb 7

109

I'en

KOJIMYECTBO
TIOITYJISIIAN
B nSL/IHS

OyHKIUS TPOIYKTA

PAPPA2

0/3

PAPPA2 - mpencraBiser co0oil TeH, KOIUPYIOIIAN
oenox mannanu3uH 2. Cpeau CBA3aHHBIX C HUM ITyTeH -
MeTaboanM3M O€NKOB U peryjsiuus TpaHCHopTa |
NOTJIOIIEHNUST HMHCYJMHONOIO0HOTO  (hakTopa pocTa
(IGF) Genkamu, CBA3BIBAIOIIMMHU HHCYJIMHOMOI0O0HBIM
daktop pocra (IGFBP). Annoranmu Gene Ontology
(GO), otHOcsmMECS K OSTOMY T€HY, BKJIIOYAIOT
aKTUBHOCTb METAJUIONENTHUA3bI.

TMPRSS11E

0/3

TMPRSS11E - npencraBinsier co0o#t reH, KOAUPYIOITHi
O0enok TpaHcMeMOpaHHOH cepuHOBOW mporteas3sl 11E.
I'ennas Ownronorust (I'O) aHHOTanuMu, CBSI3aHHBIE C
9TUM  TE€HOMOM,  BKIIOYAIOT  JHIOMENTHIA3HYIO
aKTUBHOCTH CEPUHOBOTO THUIIA U MENTHU/A3y aKTUBHOCTh
CEpPUHOBOTO THIIA.

TTLL1

0/3

TTLL1 - npencrapisieT coO0i TeH, KOAUPYIOITUI OeI0K
TyOynmuHnonuriayramunazy  TTLL1.  3aGoneBanus,
cBsi3anHble ¢ TTLL1, BkItOUarOT acTMy C KalljIeBbIM
BapuaHToM M japuHrutr. AnHotanmuu Gene Ontology
(GO), otHOcsmMecs K OSTOMY T€HY, BKJIIOUYAIOT
aKTUBHOCTHh JIUTa3bl TyOyJaWHA W TJIyTAMHUHOBOM
KHCIIOTHI.

ZBTB38

0/3

benok, komupyempli = 3TUM
aKTUBATOPOM TPAHCKPUIILIMK  «IIMHKOBBIA  MaJiel,
KOTOpPBIM  CBA3bIBaeT  MeTuiaupoBanHyro  JIHK.
Konupyembrit 0eIok MOKET 00pa3oBbIBATH
TOMOJUMEPHl  WJIM TETEePOJIUMEPhl 4epe3 JIOMEHbI
«IIMHKOBBIE TaNbIbl». Y MbIllIeH HHTUOMPOBAHUE ITOTO
Oeyika OBLJIO CBSI3aHO C aroNTO30M HEKOTOPBIX THUIIOB
KJIeTOK. AHHOTanuu  oHtojormun TeHa  (GO),
OTHOCAIIMECS K 3TOMY TI€HYy, BKJIIOYAIOT AKTHUBHOCTb
CBSI3bIBAHMS HYKJICMHOBBIX KHUCJIOT u
TOMOJIMMEpHU3aIUN OSTKOB.

T'CHOM, ABIIAACTCA

ZNF804A

0/3

Koaupyer 6enokx mmuHkoBbIX nanbiieB 804A. YV monei
ZNF804A mmpoko H3KCOpeccUpyercs B TOJOBHOM
MO3re, OCOOCHHO B Pa3BUBAIOIIEMCS THIIOKAMIIE U
KOp€ TOJIOBHOTO MO3Ta, a TAK)KE B MO3YKEUKE B3POCIBIX.
[Ipennonaraercs, uto ZNF804A Oyner ceszpiBaTh JJHK
U, TaKUM 00pa3oM, peryjaupoBaTh 3KCIPECCUIO T'€HOB,
Kak M JApyrue O€JKH  «IMHKOBBIE  MaJIbLbD).
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KOJIMYECTBO
I'en TIOITYJISIIAN OyHKIMA TPOAYKTA
B nSL/IHS

[TomHoreHomHbIit  mouck  accornuanuii  (GWAS)
onpenemmn  ZNF804A  kak  reH-kaHaugaT — Ha
muzodpenuto. ZNF804A mnpeamnosioKuTeIbHO MOXKET
OBITH CBSI3aH C pUCKOM OOMOpOKa U KOJIJIarca.

3.6.1 Curnayabl HANPABJIEHHOT0 0TOOPA, BbISIBJIEHHBbIE ¢ MOMOIIbI0 TecTta XP-EHH

Jist moucka curHaioB otOopa B mnonyisanusx Cubupu, NpoXUBAOIIUX B
YCIIOBUSIX XOJIOAHOTO KJIMMaTa, AJisl CpaBHEHMsI ObUTH BHIOpAaHbI HanboJIee OTIIMYHBIE OT
Cubupckux — eBpa3uiCKUe MOMyJALHUHM, HE HUMEIONIMEe OOIUX TIeHETUYECKUX
KOMITOHEHT 1pH aHaimu3e Admixture, nmpoxxuBaromye B yMEpeHHOM KimMaTte (y30eKw,
pyCCKHe, AyHTaHe, BEIChl, Kapelbl, I0’KHbIE U CEBEPHbIE OCETUHBI, JAPTHHIIbI, aBAPIIbI)
(Tabnuma A.5).

Bcero Obuio Haiimeno 41755 SNP (FDR >= 0,05), nomamarommx B
dbyukimoHanbHble yuyacTku 1129 renoB u 16707 SNP B MexreHHbIX ydacTkax. M3 HUX
245 SNP HecyT HECHHOHHMMHYHBIE 3aMEHBI U HaxonATcs B 62 reHax, 12 u3 KOTOpPBIX
BXOJISIT B TPYIITY T'€HOB, OTBEUYAIOIIMX 3a TPAHCAYKIIHIO ceHcopHoro curnaia (LC24A1,
SLC45A2, OR51Q1, OR5AK2, OR51B2, OR51M1, OR13C8, SLC24A5, OR52BG6,
OPA1, OR13C5, OR51B6) (FDR = 6.97e-05), 8 — obonsinust (SLC24A1, SLC45A2,
OR51Q1, OR5AK2, OR51B2, OR51M1, OR13C8, SLC24A5, OR52B6, OPA1, OR13C5,
OR51B6) (FDR = 0,0087), u 59 renoB Hecyuue paziauuHble moaumopdusmsl (DH17,
SETX, TEX14, FLT3, IGHMBP2, EXOC6, SLCO1B3, SLC24A1, EFCAB6, MECR,
COLBAS5, ZKSCAN7, MCAT, TPCN2, SLC45A2, OR51Q1, VPS37C, RNASE3, ADAT1,
APOL1, GEN1, CTNNAL1, OR5AK2, CHMP4A, OR51B2, BRWD1, OAF, OR51M1,
OR13C8, PRPF4B, PPL, UGT2B15, SLC24A5, OR52B6, TNFSF13, SERTADI,
ANXA10, OPA1l, ARHGEF11, SRSF4, OR13C5, OR51B6, FANCA, VWA3A, TRMT44,
RADS1AP2, SEH1L, MCC, DNAH10, TLR6, HERC1, MFSD1, CAMTA2, ZNF805,
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GPR156, MUC4, MRC1, WWOX, ZNF501) (FDR = 1.09e-07). IIpu 3Tom Tpu reHa

(OR51B2, OR51M1, OR51B6) nonaxaroT B JiokanbHbIN ceTeBoit kinactep (local network
cluster, STRING) u3 cemu renoB (FDR = 0,0161), orBeuaromux 3a OOOHSTEIIbHBIC
peuentopsl, u BocemMb renoB (OR51Q1, OR5AK2, OR51B2, OR51M1, OR13CS,
OR52B6, OR13C5, OR51B6) mo ©0a3e DaHHBIX OCHOBHBIX MOJICKYJISIPHBIX ITyTEH
(KEGG-1mryTh) BXOIAT B KacTep, OTBEYAIOIIUHN 3a MYTH OOOHATEIHHON TPaHCIYKIIMU
(FDR =0,0194).

JUis BBISIBIICHUS] HAOoJIee 3HaYMMbIX T'€HOB C CUTHAJIaMU HAIPaBJIEHHOTO 0TOOpa
JUTS. TIOTYJISIINH, TTPOXKUBAOMUX Ha Tepputopuu CHOUPH, MBI B3SJIM T€HBI, B KOTOPBIX
BBISIBJICHBI CUTHAJIBI 0TOOpa KaK MUHUMYM B Y€ThIPEX CHOUPCKUX MOMYJISALHUAX U B TPEX
HNOMYJSIMSIX W3 TPYMNIbl cpaBHeHUA. B mrore Obuto BbsiBIeHO 26 reHoB (APOLI,
ATP4B, CHD2, EZR, FBN1, GCC2, GCC2-AS1, GRK1, LIMS1, LINCO00376,
LINC00565, LINC01250, LINCO01578, LOC100506403, LOC112694756, MIR1246,
MPPED1, MRC1, MYT1, PCDH15, RNASEH1, RNASEH1-AS1, RPS7, SLC24A5,
SLC45A2, TMEM255B ) u3 mux 14 renoB (CHD2, EZR, FBN1, GCC2, GCC2-AS1,
GRK1, LINCO00376, LINC01250, LINCO01578, LOC100506403, LOC112694756,
MIR1246, SLC24A5, SLC45A2) ne obHapyskeHbl 1o Tectam NSl u IHS B momysstusix
Cubupu. JlBa reHa cBsizaHbl ¢ cuHTe30M MenannHa (SLC45A2) wu  perymsmun
KOHIICHTpaIuu Kaubliusg B MejanoruTtax (SLC24A5), uro ompenenser HHTEeHCHBHOCTD
IMUIMEHTAIlMU YeJioBeKa U SIBJISIeTCs ajanTtanuei K ypoBHIo Y ®- usnyuenus [140,141].
Kpome TOro, B pa3nuyHbBIX €BPOINEHCKUX MOMyJIANMUSIX OBLIO IMOKa3aHO Yy4yacTHe
reHernyeckux BapuanToB SLC45A2 B BoctpurMunBOCTH K Memanome [142]. T'en GRK1
KoAupyeT 0eoK, (pochopumupyonui poIOTICHH B YYaCTBYIOIINH B BOCCTAHOBIICHUH U
alanTauy KJIETOK CETYATKU ria3a. ITO UTPaeT BaXHYIO pOJib B 00eCIeYeHHH HOYHOTO
BUJICHUS M JUIsi OBICTPOM ajanTanuy Tia3a K OBICTPOH CMEHE MHTCHCHBHOCTH CBETa
[143]. TMomoxwutenbubiii oT00p 10 SLC45A2 0COOEHHO WHTEPECEH, IOCKOIBKY
creruieHHbie Bpeaabie SNP MoryT ObITh CBsI3aHBI ¢ 3a00s1eBaHMsSIME YeioBeka [144]. Ha
npuMepe ceBepHbIX eBporneiines u3 KOte1 mokasano (CEU - Northern Europeans from
Utah), aTo monoxuTenbHbIi 0TOOp MO0 ATOMY T€HY MOT BIUSTh HA YaCTOTY «BPETHBIX»

SNP B FBN1, pacnonararomnuiics Ha 265 T.m.0. HIke SLC24A5. FBN1 umeer msath
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«peanbix» SNP mo manaeiM HapMap CEU (wacrorta 0,5-1,4%), Ho mannbie SNP

OTCYTCTBYIOT B a(dpUKaHCKUX M B azuarckux oOpasuax HapMap. Tpu wu3 stux
«BpenHbix» SNP Be3piBaroT cunapom Mapdana [145,146], a onun ObuT OOHApYKEH Y
HAIMEHTOB ¢ CHHApOoMOM Mapdana uim poacTBeHHbIMU (heHoTHamu [147].
[Tomynsimun CeBepHoii EBpasum, B ywactHocTH, B Cubupu u CeBepo-Bocrounoi
A3uM, TIpeACTaBISAIOT COOOM «KpailHHMEe» BETBU KaK C TOYKH 3pPEHHUS pacCeIeHHs
COBPEMEHHOI0 4YeJOBEKa, TaK MW C [O3UIMH  SKCTPEMaIbHOCTH  KJIMMATO-
reorpauueckux yciuoBUMl uX cpeabl obOutaHus. OYEBUAHO, 4YTO T€HETUYECKUE
OCOOEHHOCTH 3THX MOMYJIALMHA CIOXHWIUCH TMOJ| CUIBHBIM JIEUCTBHEM E€CTECTBEHHOI'O
oTOOpa, W uX TeHO(POHJ TMpoliea Haubojiee TOITMM MyTh K JACKaHAIM3alUU
CJIOKMBIIMXCS B NPEIKOBBIX MOMYJISAIHUSAX YelOBEKa OTHOUIEHWH TeHOM-()EHOM MU K
(GOpMHpPOBAaHUIO COOCTBEHHBIX KAHAJIM30BAHHBIX AKCTPEMAJIbHBIMU  CPEIOBBIMU

YCIOBUSIMH XapaKTEPUCTHUK.
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3AK/IIOYEHUE

BrinosHeHHOE Hay4yHOE MCCIIEA0OBAHUE HAXOAUTCS B paMKaxX (pyHAaMEHTaJIbHBIX
HAIIPABJIICHUM TONYJSIIUOHHON W DJBOJIIOLMOHHOM T'€HETUKHU 4YEJIOBEKA — BBISBJICHUSA
ATHOCHEUU(PUYHBIX  OCOOEHHOCTEH  CTPYKTypbl T'€HOMOB U  IOIYJISLUOHHBIX
reHO()OH/I0B COBPEMEHHBIX MOIMYJIALUNA YeJIOBeKa, PEKOHCTPYKIIUU IPEBHUX MUTpALUil
Y SKCIIAHCUU YMCJICHHOCTH HACEJICHHUs, a TaKXKe 3BOMIOIHMH TeHO(hOoHI0B. B pe3ynbpraTe
IPOBEJCHUS MCCIEAOBAHUS Ha OCHOBAHWM T'€HOTUIMPOBAHUS OOJBIIOIO MaccuBa
MapKepOB M KOMIUIEKCHOTO aHAJU3 Pa3MYHBIX COCTaBISAIOIIUX T'eHO(POHIa MOIydeHa
uHpoOpMaIus O CTPYKTYPE U COCTaBE FreHO(POHOB, TEHETUUECKUX B3aUMOOTHOIIECHUSX,
MUTpALUAX pPa3IMYHBIX KOPEHHBIX HapoJoB CHOMPH, 4YTO JOMNOJHSET CJIOXKHYIO
KapTHUHY UCTOPUH T€HETHUKO-IeMOTpapUUeKHX MPOIECCOB.

[IpoBeneHo MacmITabHOE MOIMYJISALIMOHHOE HCCIEA0BAHUE T'€HOPOHIa KOPEHHBIX
HapogoB CuOMpPH M CONpPENEIbHBIX PETMOHOB HA YPOBHE aHaIM3a MNPOTSKEHHBIX
ayTOCOMHBIX TaIUIOTUIIOB, MAapKHUPYIOUIMX Ppa3jIdYHble TE€HETHYECKUE  IUIACTHI
reHooHna nonyisauuil. IlomyueHHble pe3ynbTaThl CBUAETEILCTBYIOT O BBICOKOM
ypoBHe TeHeTndeckoi auddepennmanuu Hacenenus CesepHoit EBpaszum. [omymsiun
Cubupu BBIIEISIOTCS Ha (OHE JAPYTUX €BpPa3MHCKHUX STHOCOB 3HAUYMUTEIBHO Oolee
BBICOKMM  YPOBHEM  MEXITHHYECKOM WU MEXPETMOHAIBHOM  I'E€HETHYECKOU
mudpepennmanuu. [TogpoOHO 0XapakTepHU30BaH COCTAaB I'€HETHUYECKUX KOMIIOHEHT Ha
YpOBHE TOMYJIALUNA U OTIAENBbHBIX 00pa3LoB, KOTOPbIH JAEMOHCTPUPYET AOCTOBEPHYIO
B3aMMOCBS3b C AQHTPOIIOJOTMYECKON M SA3BIKOBOM IIPUHAIJIEKHOCTBIO MCCIEIOBAHHBIX
BBIOOPOK, a TaKke ¢ HH(pOpMaLuel 0 UX STHOTEHE3E.

AHanu3 ¢ noMmoubl0 Meroaa IaBHbIX KOMIOHEHT (PCA) mo3Bonuil BBISIBUTH
UHTETpaIbHbIE XapaKTePUCTHKU cymmapHoro reHodonma. HaOmiomaercst 3Haummas
KOppesILMsl KapTUHBI pacrnpezesieHus: o0pa3loB ¢ UX reorpapuueckoi JIoKaau3auuei.
Pacripenenenurie OTAENBHBIX NOMYJSIIMA Ha TpaduKe XOpPOIIO COMNIacyeTcss C HUX
HAI[MOHAJIbHONW MPHUHAJICKHOCTHIO, TEPPUTOPUAIBHOM M STHUYECKOW OJIM30CTHIO

HCCIICAOBAaHHBIX BBI60pOK.
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['enernyeckue paccrossHus Mexay nonyisuusaMu Cudbupu u Bocrounoit EBporsl
3HAUUTENIBHO OOJIblIE IO CpaBHEHHIO ¢ nomyisuusmu KaBka3a u, B uacTHOCTH,
Harecrana. Hanboinee rereporeHHsiMu cpenu nomymsiiuii Cubupu sSBISIOTCS TOMCKUE
TaTapbl, MAaKCUMaJIbHO OJM3KHE €BPONEHCKUM OalIKupaM M TaKXKe HMEIIUe
MUHUMAJIbHOE 3HayeHue Fron. bauskoe pacnosiokeHue KUPru30B C MOMYJSILUSIMUA
alTallleB W XakacoB moATBepxkaaeT Aunrae-CasgHCKHE HCTOKM UX TeHodoHaa.
JlalbHEBOCTOUHBIE 00pa3libl pa3fesieHbl B MOJHOM COOTBETCTBUHU C reorpapuueckon
JIOKJIM3alyeld Ha CEBEPHYIO I'PYIILY — YYKYEHd M KOPSKOB, U F0KHYIO, BKIHOYAIOIIYIO
HHUBXOB U YISTCUIIEB.

[Tonmynsimun  CuOupu  AEMOHCTPUPYIOT — 3HAUYUTENIbHBIE  PA3IU4yusl B
pacmpesieieHud CyMMBbl JUIMH U KojuuecTBa mo BceM kiaccam ROH kak mexmy
UCCIIEyEMbIMU Teorpa)uuecCKuMU PErMOHAMM, STHOCAMHU, TaK U BHYTPH JIOKAJIbHBIX
nonyssiiuit. B monmymsinusax Cubupu, roBOpsIIMX Ha YyKOTKO-KaMYaTCKUX U HUBXCKOM
A3bIKaX, BBISIBJIEH OJIMH W3 CaMbIX BBICOKMX YPOBHEW T€HOMHOTO HMHOPHIMHTIA, IO
CPAaBHEHHMIO C OCTQJIbHBIMU CEBEPO-EBPA3UICKUMHU TMOMYJSLUOHHBIMUA BBIOOPKaMHU.
Cubupckue mnomyssiiMd HapaBHE C JAareCTaHCKUMH OO0Jalal0T CaMbIMU JJIMHHBIMU
T€HOMHBIMU y4aCTKaMHU TOMO3HUIOTHOCTH JUIsl Bcex kareropuil jimHbel ROH u Gonee
UMEIOT 0oJsiee BBICOKYIO OO JIIOJACH C AJUHHBIMU OOJACTAMU ayTO3UTOTHOCTH. DTa
TEHACHLIUA TIO0X0Xa Ha HaOII0JaeMOe COKpalleHHEe pa3HOoOOpa3usi TalJIOTUIIOB C
YBEJIIMUEHUEM PACCTOSHUS OT APPUKH.

B nomynsiusx kopeHHoro Hacenenus: CuOupy KOJIMYECTBO M CyMMapHas JJIMHA
ROH Bbile, uem B ocTaibHbIX UccaeayeMbix nonyasiuusax Cpenneit Azuu, Boctounoi
EBponel u Jlarectana. KonnyecTBo u 00muii cyMMapHbIi pa3Mep KOPOTKUX U CPEIHUX
ROH mnoka3zpiBatoT Oosiee BHICOKHE 3HAUEHUS ISl UCCIEAyeMbIX nomyssinuii Cubupu.
OpnHako y KOPEHHOro HaceyleHus JlarectaHa, HECMOTpPS HAa MEHBIIEE KOJIMYECTBO
kopoTkux ROH, cymiecTBeHHbIN BKIIaJ BHOCAT OoJiee MPOTSKEHHbIE PETMOHBI BBICOKOM
TOMO3UTOTHOCTH, YTO CBHJIETEIbCTBYET O CHJIBHOM HMHOpuauHre. Cpean KOpPEHHOTO
HacesieHus: CulOupu MakcumalbHble KosndecTBo U JuinHa ROH Habmronaercs y yykueid,

KOPSIKOB, HUBXOB U yJ3TeiieB. MUHUMAaIbHBIM 3HAYEHUEM KaK Cpef CUMOMPCKHX, TaK
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U Cpelu OCTaJbHBIX MCCIEIYyEMBIX MOIMYJSAIUH, 3a UCKIIOYEHHEM y30€KOoB, 00JaatoT
TOMCKHE TaTaphl, YTO OTPAKAET UX FETEPOTCHHOE MPOUCXOXKICHUE.

[Ipu xapakTepucTUKE PETMOHATBHBIX OCOOECHHOCTEH TMOKAa3aHO, YTO KOPEHHOE
HaceJeHUEe pa3IUYHbIX paiioHOB CHOMPH 3HAYMUTEIBHO pA3JIMYAETCA [0 CTENEHU
TOMO3UTOTHOCTH WX WHJIHMBUYaJIbHBIX T€HOMOB: HANMEHBIINE 3HAYCHHS XapaKTEPHBI
st atHOcoB FOskuOU Cubupm, a Hambonbmme st momyssmuii JlanpHero Boctoka.
MurpanuroHHbBIE MTPOLECCH] B 3TOM PETMOHE MPOTEKAIN TOpa3lo0 MEHEE UHTEHCHUBHO, U
OTCYTCTBHE METHCAIINH, 00YCIOBICHHOE TEPPUTOPUATHLHOU Pa300IICHHOCTHIO, TIPUBEIIO
K 00pa30oBaHUIO CHEHU(UUHBIX OCOOEHHOCTEHW paclpeneneHnsi PEruoHOB BBICOKOM
TOMO3UTOTHOCTH. MOHO 3aKIIfOYUTh, YTO COBOKYIHOCTb JaHHBIX II0 CTPYKTYype
reHodonna nomyisaiui CeBepHoil EBpasum CBUIETENHCTBYET O HAJWUYHUHM CHIIBHBIX
PErMOHANIbHBIX Ppa3JIMYui, OTpPa)XarolUuX OCOOEHHOCTH (POPMUPOBAHUSI HACEICHUS B
YCIOBHSIX H3OJISIUU, OTCYTCTBUSI HMHTEHCHUBHOTO TIOTOKA TEHOB W OOBEIWHEHUU
Pa3HOPOIHBIX IO MPOUCXOXKICHUIO TEHETUYECKUX KOMIIOHEHT B COCTaBe TeHO(OH]IOB
OT/AEJIBHBIX 3THOCOB.

B pesynbTaTe uccienoBanus BBISBICHA 0oJiee AeTabHAS CTPYKTypa MPEIKOBBIX
KOMIIOHEHT Yy KOpPEHHbIX HapoaoB Cubupu. bBOJBIIMHCTBO 3THOCOB SBIISIOTCS
CBOCOOpA3HBIM MMAa33JIOM U3 PA3NIMYHBIX TPEIKOBBIX KOMIIOHEHTOB, KOTOPHIE
pa3IMyalOTCA MO0 BPEMEHU IOSABJICHUS, HANPABICHUSAM MUTPAlUWd UX HOCUTENEH, HX
aHTPOIOJIOTUYECKOM U SA3BIKOBOM MPUHAJUIEKHOCTH. MOKHO BBIJIETUTh Haubosee
BEIpOKECHHBIE B monyisnusx CuOupH TeHETUYECKHEe KOMIIOHEHTHI: MOHTOJIBCKUM,
CHUCEHUCKUN, TIOPKCKUM U JaJdbHEBOCTOYHBIM. Oll€eHKa OTHOCUTEJIBHOTO BKJaJa
pPa3MYHBIX MPEAKOBBIX TPYINI HACEIEHUS B COCTaB PA3HBIX ATHOCOB y KOPEHHBIX
HApOJIOB TIO3BOJISIET TMPOAHAIM3UPOBATH CTPYKTYPY TeHOGOHIA HACEICHHS Pa3HBIX
TEPPUTOPHIl HA MPOTSHKEHUU PA3TMUHBIX [IEPUOJIOB €ro (POpMUPOBaHUS.

Ananu3 OnokoB IBD nemoHcTpupyeT kiactepuzanuio nomyssinuii KaBkasckoi,
Harecranckoit, Cubupckoi, Bonro-Ypanbckoit rpynmsl u  Boctounoit Epormnsr,
CBSI3BIBAIOLIYI0 HAapPOJHOCTH MO MECTY MHPOUCXOXKIAECHUS U MHOTO MEJIKHMX KJIACTEPOB
BHYTPH BBISBJICHHBIX TPYII, JEMOHCTPUPYIOMINX OOIIEE MPOUCXOKIACHUE U OOJBITYIO

cTeneHb pojactBa. s momynisiuil, Hacensomux Tepputoputo Cubupu, XxapakTepHa
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YHUKaJbHAsl ~ TEHETHKO-JIeMorpauueckass HMCTOpHs, KOTOpas  OTpa)kaeTcsi B
pacnpenenenun 0sokoB IBD kak BHyTpHW MOMyJsAldd, TaK U MEXIAYy HUMH. AHaIU3
onmoxoB |IBD 3HaumTenbHO JOMONHAET KapTUHY B HU3YYCHMH OOpa3oBaHUA U
B3aMMOJEHCTBHSI ITHOCOB, XOTS HE JAET OJHO3HAYHBIX OTBETOB B CIIydae CIIOKHOM
HOMYJISIIUOHHOM MCTOPUHU. 3a HEKOTOPhIMU HCKItOYeHusMH, obume IBD B Cubupu
Jqy4lie OOBIACHIIOTCS reorpaduueckoil OJM30CThIO MOMYJNALUNA, a HE HUX SA3BIKOBOM
IPUHAJIEKHOCTBIO.

Crpykrypa kopenHoro Hacenenust Cubupu u Kpaitnero CeBepa cla0XKunach moj
CYLLIECTBEHHBIM BIJIUSIHUEM €CTECTBEHHOro OTOOpa: B HauOosiee HEOIaronpusiTHBIX
yCIIOBUSIX Cpelbpl oOuTaHusd B apkTuueckoM kiuMmarte KpaitHero CeBepa U pe3ko
KOHTHHEHTadbHOM kiuMmate Cubupu u J[amsHero Bocroka. Ilpu mnpoBeneHun
ralyIOTUIIMYECKUX TECTOB HA CUTHAJbl €CTECTBEHHOIO OTOOPA B Pa3HBIX MOMYJISALUAX
KOpeHHOoro HaceieHuss Cubupu ObUIM MOJY4YEHBI CBHUAETEIBCTBA MJII HECKOJIBKHUX
JICCSITKOB TEHOB. DBbIABIEHBI 3HAUMTENbHBIE MEXKIOMYJSIUOHHBIE Pa3IUYMsl 10
YHUCJIEHHOCTU U COCTaBY I'€HOB C BBISIBJIEHHBIMHM CUTHAJaMM HAIpPaBIEHHOIO OTOOpA B
pa3HBIX MOIMYJIALNIX.

[To pesyabraram TectoB nSL, his BeisiBisgercs 492 reHa, pacroyiOKCHHBIX B
ydacTKax T'€HOMa, HECYIIUX CHTHajlbl HaIlpaBieHHOTo oTOopa. HambGombiiee uucio
3HaYMMBIX CUTHAJIOB €CTECTBEHHOTO OTOOpa BBIABICHO B MOMYJISIUSIX XaHTOB, KOPSKOB
U yykuel. IIaTh TeHOB, HMEIOIUX CUTHAJIBI HAIPaBJIEHHOTO 0TOOpa, MOBTOPSIOTCS HE
Oonee yem y 3 momynsuuid, 28 reHOB — y JIBYX, @ OCTaJbHbIE SIBISIFOTCS YHUKAJIbHBIMU
IUIsL OTAETBHBIX nomyJsinui. [To kpoce-nmonyssimnonHoMy Tecty Xp-ehh BeisiBieno 1129
I'€HOB, CpeM CUOMPCKUX MOMYJISALMI Haubojee 4acTo BCTPEUal0TCs CUTHAJBI 0TOOpa B
reHax, OTBEYAIOIIMX 3a CEHCOPHOE BOCHpHUATHE, OOOHSHUE U BBHIPAOOTKY MEJIaHHHA.
OTO MOKa3bplBa€T, 4YTO AaHAJINW3 PErMOHOB, HAXOIALIMXCA I0J OTOOPOM, MOYKHO
UCIIONIb30BaTh B KayecTBE TMOJE3HOW HWHGOpMalWMU A IPOTHO3UPOBAHMS
(beHoTUnMYecKux 1 OMOMEIUIIMHCKUX 0COOCHHOCTEH Moaeil. OTMEYeHO yJacTHe dTUX
I€HOB B METAa0OJIMYECKHUX IMyTSAX JJIUTENIBHON JENpecCud CHHANTHYECKOW IMepeiayu B
mo3zxkeuke (hsa04730), mmpkagnoro 3axBara (hsa04713) u mytm Mop¢dUHOBOI

3apucumoctH (hsa05032).
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buonoruyeckne nmpouecchl, B KOTOPbI€ BKIIIOUEHBI 3TU T'€HbI, BKIIIOYAIOT B CeOs
MPOLIECCHl PETYJISIUU, METa0OJINYECKUE MPOLECChl, OTBET Ha CTUMYJbl. OCHOBHBIMU
MOJICKYJIIPHBIMU (YHKIUSIMHU SIBJISUTHCH CBS3BIBAaHUE C OEJIKaMH, CBSI3BIBAHWE HOHOB,
HYKJIEMHOBBIX KHUCJIOT, aKTUBHOCTh THAposa3bl. llomydeHHble pe3yibTaThl, BUAMMO,
CBUJICTEIILCTBYIOT 00 aJanTUBHBIX HM3MEHEHUSX YacTOT ajUieJied M TEeHOTUIIOB B
MOMYJISIIASX YEIOBEKA, BHI3BAHHBIX HAIPABICHHBIM JIEWCTBHEM CPEIOBBIX (PAKTOPOB,
CBSI3aHHBIX C KJIIMMATO-TeorpauuecKuMu yCIOBUSIMU CPEbI.

Takum o00pazoM, TOIPOOHO OXapaKTEPHU3OBAHBIM COCTAB TEHETHYECKHUX
CyOCTpaTHBIX COCTaBISIIOIIMX, HA Pa3IMYHBIX YpPOBHAX OpraHu3alua — OT
WHIUBUYAIBHOTO JO STHUYECKOTO W PETMOHAIBHOTO YPOBHS — XapaKTEpPHUCTHUKA
POJICTBEHHBIX B3aMMOOTHOIICHUN MEXIy pa3IuYHbIMA JITHOCAMH, CyOdTHOCAMHU U
poiaMH B Mpejiesax OJIHOTO 3THOCA, BBISBICHHBIE CXOJCTBA W pPa3lIUyusl B CTPYKTYpe
cocTaBa KOMIIOHEHT Yy Pa3HbIX HApOJAOB, MEXKITHUYECKHE B3aWMOCBS3U U
MEXIMOMYJISIIUOHHBIE PA3IUYMsl MO0 KOMIIOHEHTHOMY COCTaBY, Pa3JIMUHBIM OJOKam
CUEIUICHUS, YPOBHIO HMHOPUAMHIA, MO3BOJISIET IMO-HOBOMY B3IVISIHYTh HA HCTOPHIO
dbopmupoBanus renodonaa HaponoB CerepHoii EBpazum.

BrlnonHeHHOE MCCleI0BaHUE 3HAYUTEIBHO PacIIUpseT HAllld MPEICTaBICHUS O
reHodonne Hacenenus CeBepHoW EBpasuu W BHOCHT BECOMBIN BKJIaJ B NMOHUMAaHUE
BOIIPOCOB ~ MCTOPUYECKOTO  Pa3BUTHS W OBOJIONWM  4eloBedecTBa. Kpome
byHIaMEHTAIBHOTO ~ 3HAYEHUS, JaHHOE  HCCIENOBAaHWE HMEET  MEepPCIEeKTUBY
MPAKTUYECKOTO HCIONb30BaHus. Marepuansl padOThl MOTYT OBITh HCIIOJIB30BAaHBI B
Hay4YHO-00pa30BaTEILHOM IMPOLIECCE MPU CO3IaHUM KYpPCOB JIEKIIMH Jisi CTYJEHTOB
OMOJIOTUYECKUX, MEIUIIMHCKUX, UCTOPUYECKUX CIEIIMAIIBHOCTEHN, a TaKXKe NI U3AaHus
HAyYHO-TIOMYJISIpHOM JsuTeparypbl. [lomydeHHble pe3yabTaThl HMCCIIEIOBAHUS MOTYT
ObITh MMPUMEHEHBI B pa3pabOTKe CUCTEM M CTaHJIApTOB reHernyeckux mapkepon JIHK-
uneHTuGUKamm, pa3padbotku pedepeHTHbIXx 0a3 maHHbIX mius JIHK-tectupoBanms u
TeHOMHOU peructparuu. [IpumeHeHne BO3MOXHO B 00JaCTH KPUMUHATUCTHKH,

cyneonoi meaununsbl, JIHK-TectupoBanus, pa3paboTKu yCIIyT T€HOMHOM MEIUIIUHBI.
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BbIBO/IbI

1. Jna nonynsauuit CuOupu XapakTepHO OoJblliee 3HauY€HHUE CyMMAapHOM
JUIMHBI KOpOTKMX MW cpeganx ROH Ha wWHIWBHOA MO CpPaBHEHUIO C JAPYTUMHU
reorpaduyeckuMu peruoHamu. [lpaktudecku mus Bcex momyisinuii Cubupu cymma
mmHEbIX ROH Gonee W3MeHUMBa M 3HAYUTEIBHO OOJIbINE, 4YeM Ui TMOMYJISIUN
KaBkaza, Cpenneit Asun, EBpombl u Bonro-YpanbCckoro pernona, 3a HCKIIOUECHHUEM
Jlarecrana.

2. HaubGonpmmm ko3¢ (duLeHTOM TeHOMHOTO HHOpUAMHTA IS JAJUH
ROH>1,5 m.m.o. o6namator momyisitiu HUBXOB (Fronw = 0,0389), uykueit (Frow =
0,0431) u xopsikoB (Fron = 0,0446), 94TO CBUAETENBECTBYET O BEICOKOM YPOBHE KPOBHOTO
poJcTBa.

3. Pacnpenenenune 610koB IBD pasHo#l JyivHBI HA MEXUHIUBUIYATLHOM H
HOMYJSIIMOHHOM  yYPOBHSIX TMOKa3blBa€T pa3luiMsi B T'€HETHUKO-AeMOrpaduyecKoit
UCTOPUH OTACIBHBIX PETHOHATIBHBIX M STHUYECKHUX TPYIII, YTO XOPOIIO COTIACYETCs C
aHAJIM30M KOMIIOHEHTHOTO COCTaBa, JAMHAMUKOW W3MEHEHUS UHCICHHOCTH U
KOX(HUITMIEHTOM T€HOMHOT'0 HHOPUIUHTA.

4. B momymamusx KopeHHOro HaceneHHs CHOWpPH BBISIBJICHO 3HAYUTEIBHOE
YUCIIO TEHOB, HAXOSIIIMXCS IO HAMPaBICHHBIM ECTECTBEHHBIM  OTOOPOM.
bruonHpopMaIMOHHbBII aHATU3 MOKa3al y4acTHe OOJBIIMHCTBA T€HOB BBISBICHHBIX C
NOMOIIbI0 TEHOMHBIX TECTOB Ha MPOTSHKEHHYI0 TOMO3HTOTHOCTH TalIOTUIIOB B
OMOJIOTMUECKUX TPOIECCaX Pa3BUTHUSL U PETyJALUU LEHTPATbHOW HEPBHOM CHUCTEMBI,
CUHTE3a MEJIaHWHA, TIPOI[ECCaX CEHCOPHOTO BOCTIPUATHS, BKIFOUAIONTNX (POpMHUpPOBAHUE
U pa3BUTHE 3pEHUS, CIyXa, a TAK)KE T€HOB, BOBJICUCHHBIX B OMOJOTHYECKUE MPOLIECCHI

Pa3BUTHA KOCTEM U CKEJIICTHOM CHUCTEMHI.
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CHHUCOK COKPAIIEHUI

JIHK — ne3oxcupuOoHyKIEHHOBAs KUCIOTa

M1/ IHK — mutoxonapuansuas JJHK

K6 — xuno6aza (1000 map HyKI€0THIOB)

M.I1.0. — MIJIJTMOH T1ap ocHoBaHui (1000000 rmap HyKJI€OTHIOB)

SNP - (single nucleotide Polymorphism) ogHOYKJI€OTHIHBIN MOIMMOPGHBIA BApHAHT
EHH (Extended Haplotype Homozygosity) — Tect Ha IpOTS)KEHHOCTh TOMO3UTOTHBIX
rarsoTUIIOB

PC1 (First Principal component) — mepBast riiaBHasi KOMIIOHEHTa

PC2 (Second Principal component) — BTopas riiaBHasi KOMIIOHEHTa

IBD (ldentical by descent) — 610k HACHTHYHBIE 1O MPOUCXOKICHHIO

ROH (Runs of Homozygosity) — pernoHbl BEICOKOH TOMO3UTOTHOCTH

PCA (Principal components analysis) — MeTo ri1aBHBIX KOMIIOHEHT

LD (Linkage disequilibrium) — HepaBHOBECHOE CIICTIIIEHHE T'EHOB

[IIIII — mpeanonaraemMple TPEAKOBBIE MOIMYJISLIUU

F Ped (pedigree based inbreeding coefficient) — koa¢punrenT HHOpUAUHTa HA OCHOBE
POAOCIOBHOM

Fron— K0 GUIIMEHT TeHOMHOTO MHOPHUINHTA

MAF (minor allele frequency) — yacToTa MHHOPHOTO aJLIEIIs

t-SNE (t-distributed Stochastic Neighbor Embedding) — meronx croxactmueckoro
BJIOXKEHUS COCeIeH ¢ t-pacnpenesieHuemM

LTP (Long-term Potentiation) — nonroBpeMeHHas! TOTSHITHAIIHS

LTD (Long-term depression) — noaroBpeMeHHAs JeNpecCus
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Tabmuna A.1l — 3radennst k03P huneHToB Fron 1715 Tpex auana3zonoB mH ROH, cpennee cymmaproe konmdectBo (A, B, C) u

CpemHsis CyMMapHasi JUTiH (a, b, C) muist Tpex Ki1accoB JUTMH UCCIISTyEMBIX IOy JISINN.

z s «Plink» « GARLIC»
[Monysus qE) % Fron FroH NROH SROH >
= ~ 0.5 1.5 5 0.5 1.5 5 A| B |C]| a b ¢ | NROH | SROH

Bamkupsi(B) B 1 0,0388 | 0,0094 | 0,0035 | 544 | 189 |14 | 95 | 95 | 31 746 221
Bamkupsi(11) B 1 0,0450 | 0,0147 | 0,0065 | 561 | 188 | 17 | 95 | 95 | 45 765 235
Bamkupsi(C) B 1 0,0438 | 0,0122 | 0,0043 | 0,0368 | 0,0083 | 0,0034 | 439 | 157 |10 | 69 | 74 | 24 606 167
Tarapsi(K) B 1 0,0334 | 0,0061 | 0,0023 | 575192 | 9 |100| 97 | 20 776 216
Yysamu B 1 0,0406 | 0,0103 | 0,0032 | 443 | 136 | 15| 79 | 70 | 31 594 180
Becepmsine B 2 0,0509 | 0,0199 | 0,0105 | 678 | 202 | 16 | 118 | 110 | 55 896 283
Komu B 2 0,0468 | 0,0164 | 0,0084 | 453 | 111 | 13| 84 | 63 | 43 577 191
VY iMypThI B 2 0,0498 | 0,0169 | 0,0063 | 0,0504 | 0,0158 | 0,0047 | 476 | 143 |19 | 89 | 81 | 46 637 216
VY nmyptoi(B) B 2 0,0494 | 0,0155 | 0,0037 | 576 | 197 | 24 | 107 | 107 | 52 796 266
VY amypToi(1) B 2 0,0514 | 0,0171 | 0,0039 | 574 | 205 | 28 | 98 | 105 | 57 806 259
Berncel B 3 0,0458 | 0,0126 | 0,0031 | 432 | 145 |18 | 76 | 75 | 38 594 188
Kapensr B 3 0.0445 10,0107 | 0,0027 0,0432 | 0,0089 | 0,0024 | 453 | 153 | 16| 80 | 78 | 31 622 189
Mapwidtisr B 4 0,0496 | 0,0162 | 0,0044 | 450 | 159 |23 | 81 | 83 | 51 632 215
Mopasa(M) B 4 0,0396 | 0,0082 | 0,0026 | 595 | 179 | 10 | 109 | 97 | 24 784 231
Mopagsa(11I) B 4 004371 0,0117 10,0040 0,0460 | 0,0141 | 0,0067 | 635|189 | 13 | 109 | 98 | 39 837 246
Mopaga(3) B 4 0,0396 | 0,0083 | 0,0026 | 596 | 204 | 16 | 100 | 99 | 30 816 229
Pycckue B 5 0,0377 | 0,0061 | 0,0019 | 0,0377 | 0,0061 | 0,0019 | 607 | 189 | 8 | 111 | 102 | 19 804 231
Aryiisl )| 6 0,0464 | 0,0171 | 0,0104 | 617 | 163 | 11 | 114 | 93 | 46 790 253
ApPYMHIIBI )| 6 0,0782 | 0,0459 | 0,0315 | 547 | 161 | 25| 106 | 94 | 123 | 733 323
Jle3runsl )| 6 0,0490 | 0,0193 | 0,0119 | 0,0412 | 0,0124 | 0,0076 | 568 | 156 | 8 | 105 | 88 | 33 733 226
PyTynbIibl )| 6 0,0433 | 0,0131 | 0,0072 | 445|131 | 10| 78 | 70 | 34 586 182
TaGacapaHsl )| 6 0,0350 | 0,0066 | 0,0028 | 573 ({196 | 9 |101| 99 | 20 778 220

LET



[Tponomkenne Tabmuis A.l
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z 5 «Plink» « GARLIC»
[omynsmus E E FroH FroH NROH SROH >
~ ~ 0.5 15 5 0.5 1.5 5 A| B |C]| a b ¢ | NROH | SROH

[Maxypbl )| 6 0,0499 | 0,0206 | 0,0120 | 463 | 132 | 14| 81 | 70 | 54 609 206
AHIUALEI | 7 0,0578 | 0,0279 | 0,0185 | 577 | 167 | 17 | 101 | 90 | 76 761 266
AXBaxiipl )| 7 0,1020 | 0,0678 | 0,0430 | 424 | 114 | 35| 90 | 79 | 174 | 572 343
Baryasl | 7 0,0721 | 0,0400 | 0,0253 | 621 | 171 |22 | 119 | 103|105 | 814 328
Bormuxisr )| 7 0,0696 | 0,0378 | 0,0240 | 0,0512 | 0,0196 | 0,0102 | 673 | 230 | 20 | 114 | 117 | 59 924 290
Kapatusibr )| 7 0,0775 | 0,0460 | 0,0321 | 547 | 164 | 24 | 101 | 93 | 122 | 735 316
TvHIUHIIB )| 7 0,0569 | 0,0253 | 0,0139 | 536 | 164 | 16| 95 | 91 | 66 715 253
Yamanabl )| 7 0,0697 | 0,0377 | 0,0246 | 501 | 151 |23 | 91 | 82 | 102 | 675 276
BexXTHHIIEI )| 8 0,1105 | 0,0689 | 0,0417 | 423 | 113 | 28 | 101 | 97 | 158 | 563 356
THHYXIBI )| 8 0,1437 | 0,1039 | 0,0733 | 259 | 71 |27 | 80 | 85 | 226 | 357 391
I'yH3uOI1BI )| 8 0,1126 | 0,0727 | 0,0460 | 0,1305 | 0,0887 | 0,0549 | 318 | 98 |33 | 85 | 95 | 204 | 449 383
XBapIIMHBI )| 8 0,0773 | 0,0448 | 0,0309 | 594 | 183 | 24 | 108 | 102 | 121 | 801 331
Le3nl )| 8 0,1011 | 0,0571 | 0,0293 | 492 | 141 | 31 | 109 | 108 | 137 | 664 354
Kapanoraiiist )| 9 0,0324 | 0,0039 | 0,0011 | 582 (198 | 13| 99 | 94 | 20 793 213
KyMbiku )| 9 00318 10,0037 0,0010 0,0312 | 0,0036 | 0,0009 | 548 | 183 | 9 | 100 | 95 | 16 739 210
JlapruHIbl )| 10 0,0696 | 0,0369 | 0,0243 | 0,0696 | 0,0369 | 0,0243 | 594 | 143 | 19 | 114 | 87 | 97 756 297
JIakisl )| 11 0,0666 | 0,0347 | 0,0230 | 0,0666 | 0,0347 | 0,0230 | 587 | 179 | 20 | 107 | 100 | 93 786 300
ABapiis )| 12 0,0761 | 0,0442 | 0,0320 | 0,0761 | 0,0442 | 0,0320 | 589 | 178 | 24 | 109 | 100 | 119 | 791 328
A0xasbl K 13 0,0350 | 0,0047 | 0,0004 | 519 | 224 | 22| 86 | 101 | 28 764 215
ABITENIBI K 13 0,0335 | 0,0044 | 0,0006 | 0,0339 | 0,0048 | 0,0004 [ 552 | 193 |14 | 91 | 91 | 21 759 204
Yepkecsl K 13 0,0317 | 0,0037 | 0,0010 | 589 | 173 | 7 | 106 | 92 | 13 769 211
Basikapiist K 14 0,0357 | 0,0071 | 0,0027 | 514 | 151 | 8 | 100 | 85 | 21 674 205
Kapauaesiipt K 14 0,0345 | 0,0069 | 0,0028 | 0,0382 | 0,0104 | 0,0055 | 589 | 172 | 10 | 106 | 92 | 30 771 228
Horaiips K 14 0,0295 | 0,0030 | 0,0003 | 528 239 | 21 | 83 | 102 | 24 788 209




[Tponomkenne Tabmuis A.l

6€T

- 5 «Plink» « GARLIC»

Momyss g = FroH FroH NROH SROH )
& i 0.5 1.5 5 0.5 1.5 5 A| B |C| a| b | c |NROH|SROH
Nurymm K 15 0,0392 | 0,0094 | 0,0026 | 521 [ 196 |16 | 91 | 98 | 33 | 733 222
YedeHIb! K 15 | %:039610,009910,0030 0,0399 | 0,0105 | 0,0034 | 550 | 177 | 15| 99 | 92 | 33 | 741 223
Ocetunpi(C) K 16 0,0359 | 0,0063 | 0,0015 | 515 [ 220 | 20 | 86 | 101 | 31 | 755 217
Ocetunpi(fO) K 16 0,0363 | 0,0066 | 0,0017 0,0367 | 0,0069 | 0,0018 | 570 [ 212 |20 | 92 | 97 | 31 | 801 220
Merpess K 17 | 0,0369 | 0,0049 | 0,0006 | 0,0369 | 0,0049 | 0,0006 | 529 | 202 | 16 | 93 | 100 | 23 | 747 216
Aunraiiusi(B) C 18 0,0519 | 0,0173 | 0,0086 | 517 [ 163 | 14 | 93 | 86 | 46 | 695 224
Auraiisi(K) C 18 0,0552 | 0,0168 | 0,0100 | 632 | 177 | 13 | 121 | 101 | 47 | 821 269
Tatapsi(T) C 18 0,0338 | 0,0071 | 0,0037 | 483|127 | 5 | 86 | 68 | 17 | 615 171
TyBHHIBI C 18 00533 0,0171 10,0089 0,0591 | 0,0151 | 0,0061 | 731 | 242 | 19 | 139 | 136 | 46 | 992 322
Xaxkacsi(T) C 18 0,0664 | 0,0318 | 0,0183 | 585 | 173 | 23 | 111 | 97 | 87 | 781 295
Xaxkacsi(L1I) C 18 0,0534 | 0,0146 | 0,0070 | 652 | 199 | 12 | 122 | 112 | 38 | 862 273
Bypstei(A) C 19a 0,0599 | 0,0112 | 0,0027 | 691 | 317 |31 | 116 | 152 | 50 | 1040 | 318
Bypsitei(K) C 19a 0,0615 | 0,0166 | 0,0081 | 733 [ 235 | 16 | 135 | 130 | 47 | 983 312
KaMbIKu C 19a 0,0465 | 0,0058 | 0,0008 | 688 | 260 | 23 | 121 | 126 | 33 | 970 280
eenkn(3) C 196 | 0,0656 | 0,0181 | 0,0076 | 0,0632 | 0,0195 | 0,0080 | 608 | 195 | 19 | 111 | 110 | 55 | 822 276
Deenkn(S) C 196 0,0786 | 0,0256 | 0,0105 | 705 | 221 | 23 | 138 | 133 | 69 | 949 339
V oreifisl C 196 0,0774 | 0,0246 | 0,0134 | 764 | 219 | 14 | 152 | 136 | 59 | 997 347
SIKyTHI C 198 0,0723 | 0,0233 | 0,0097 | 725 | 240 | 25 | 137 | 137 | 68 | 990 343
Ketsl C 20a 0,0720 | 0,0259 | 0,0121 | 753 | 221 | 21| 139 | 132 | 70 | 995 341
Xanrsi(K) C 206 00707 | 0,0274 | 0.0127 0,0716 | 0,0280 | 0,0119 | 620 [ 201 | 24 | 123 | 125 | 75 | 844 323
Xautsi(P) C 206 0,0716 | 0,0266 | 0,0102 | 633 | 212 | 24 | 120 | 126 | 70 | 869 316
Uy IbIMITBI C 208 0,0676 | 0,0292 | 0,0167 | 541 [ 165 22| 99 | 92 | 79 | 727 270
Husxu C 21a 0,1073 | 0,0363 | 0,0119 | 699 [ 239 | 28 | 147 | 161 | 84 | 965 393

0,1139 | 0,0398 | 0,0133

Kopsiku C 216 0,1209 | 0,0422 | 0,0142 | 806 [ 301 | 30 | 172 | 210 | 98 | 1136 | 480




[Tponomkenne Tabmuis A.l

- 5 «Plink» « GARLIC»
Momyss g = FroH FroH NROH SROH )

& i 0.5 1.5 5 0.5 1.5 5 A | B |C]| a b ¢ | NROH | SROH

Yykan C 216 0,1136 | 0,0409 | 0,0137 | 703 | 257 | 32 | 149 | 174 | 100 | 992 424

Kazaxu(M) C.A. 22a 0,0360 | 0,0040 | 0,0006 | 575|198 | 13 | 100 | 98 | 19 786 217

Kaszaxu(C) C.A. 22a 0,0367 | 0.0055 | 0.0018 0,0358 | 0,0039 | 0,0002 | 511|232 | 25| 83 |101| 28 768 212

Kuprusst C.A. 22a 0,0414 | 0,0067 | 0,0022 | 589 | 194 | 8 | 106 | 103 | 19 791 227

V36eku C.A. 22a 0,0334 | 0,0073 | 0,0043 | 549|170 | 6 | 97 | 88 | 20 725 205

JlyHrane C.A. 226 0,0562 | 0,0116 | 0,0070 | 0,0562 | 0,0116 | 0,0070 | 808 | 218 | 6 | 151|126 | 27 | 1032 304

B 0,0438 | 0,0122 | 0,0043 535173 |16 | 94 | 90 | 37 723 221

)| 0,0704 | 0,0377 | 0,0239 525|156 | 20 | 100 | 93 | 96 701 289

K 0,0357 | 0,0065 | 0,0018 543 1196 | 15| 94 | 96 | 26 755 215

C 0,0702 | 0,0229 | 0,0099 663 | 218 | 21 | 127 | 127 | 62 902 316

C.A. 0,0406 | 0,0067 | 0,0028 606 | 202 | 12 | 107 | 103 | 23 820 233

[Ipumeuanuel: B — Bonro-ypansckuit peruon u Espona, K — Kaskas, /[ — Jlarecran, C — Cubups, C.A. — Cpenusis Azusl.
[Ipumeuanue2: 1 — anraiickas/TIOpKckasi; 2 — mepMcKas noarpymnmna; 3 — npubantuiicko-puHckas nmoarpyimna; 4 — BOJIKCKO-
dbuHCKasg moArpynma; S5 — BOCTOYHOCHABSHCKas Tpymma; 6 — HAaXCKO-JarecTaHCKas/JIe3rMHCKass BETBb, 7 — HAXCKO-
JarecTaHCKas/aHIuicKas Tpymma, 8§ — HaxCKO-JarecTaHcKas/auaonckas rpymma; 9 — anTaiickas/Tropkckas; 10 — Haxcko-
JarecTaHcKas/IapruHckas BeTBb; 11 — Haxcko-garectaHckas/JakCcKash BETBb;, 12 — HaxXCKO-JarecTaHCKas/aBapo—aHJuHCKas
rpynmna; 13 — abxazo-aapirckue sa3buiku; 14 — anraiickas/TIOpKCKast; 15 — HaXCKO-/1arecTaHCKas/HaXCKasi BETBb;

16 - wuHAoeBpomeiickas/upaHckas rpynma; 17 — KapTBelbCKas cembs; 18 — anTaiickas/Tiopkckas, 19 - a)
aNTaicKas/MOHTOJIbCKas, 0) anTalcKas/TyHT'yCO-MaHbWKYpPCKUE S3BIKH, B) anTaiickas/Tiopkckas; 20 — a) eHucelickas, 0)
ypasibCKasi/00CKO-yropckasi, B) aJiTaiickasi/TIopkckasi; 21 — a) majeoa3uaTcKui A3bIK, B) YyKOTCKO-KaMYaTCKHUE SI3bIKH;

22 — a) anTaiicKas/TIOpKCKasi, 0) CHHO-TUOETCKHUE SI3bIKU/KUTAHCKUE S3BIKH.

orT



Tabmuma A.2 — «I'opsure Toukm» ROH onpenenénnpie B ucciaeyeMbIX MOMYJISIUAX.

= = _ S ® : = <=
G g g | ¢ | F | 8|z ]3| gzt
5 z 2 2 z g S| &8 8| g | &
& = =7 2| 553
&5
m 2
1 2 - 623,216 651,38 28,165 | 0,385 0,607 |0,682 0,635 | 0,687 | 0,688
2 15 | ADAMTSL3 84557,68 84589,61 31,938 | 0,389 0,543 | 0,564 | 0,538 | 0,565 | 0,565 | 2015
3 1 F5 169532,6 169545,6 12,955 | 0,386 0,509 | 0,535 0,511 | 0,537 | 0,537
4 8 LPL 19820,43 19871,11 50,681 | 0,386 0,414 | 0,525 0,508 | 0,580 | 0,583 | 2015
TMEMS50A, RHCE, MACO1 0,391 0,487 | 0,520 | 0,506 | 0,540 | 0,540
5 1 25679,39 25859,02 179,632
6 1 ANGPTL3, DOCK7 62960,25 63194,01 233,76 | 0,401 0,485 | 0,516 | 0,504 | 0,536 | 0,542 | 2015
7 22 | LINC02558, SLC5A1 32381,27 32445,95 64,675 | 0,404 0,468 | 0,496 | 0,483 | 0,503 | 0,508
8 20 | CST9, CST3 23578,21 23622,55 44,345 | 0,400 0,487 | 0,495 | 0,491 | 0,506 | 0,507
9 18 | - 57736,27 57905,22 168,947 | 0,391 0,418 | 0,493 | 0,465 | 0,506 | 0,514
10 | 3 - 86760,1 86946,46 186,356 | 0,391 0,457 (0,490 | 0,480 | 0,508 | 0,539
11 | 6 - 126752,9 127036,2 283,291 | 0,388 0,444 |0,489 | 0,477 | 0,510 | 0,520
HLA-DPA1, HLA-DPB1 0,408 0,454 | 0,487 | 0,498 | 0,545 | 0,586
12 | 6 33031,68 33056,96 25,286 2015
13 | 6 CDKAL1 20649,25 20682,62 33,369 | 0,385 0,437 | 0,480 | 0,463 | 0,485 | 0,486 | 2015
14 |10 | - 4474593 44774,09 28,162 | 0,388 0,466 | 0,478 | 0,464 | 0,480 | 0,480
15 | 3 LINCO01322 165000,9 165048,2 47,306 | 0,395 0,446 | 0,476 | 0,465 | 0,487 | 0,497
16 | 11 | OR10AG1 55666,55 55737,07 70,521 | 0,388 0,414 | 0,466 | 0,467 | 0,520 | 0,524
17 | 4 LCORL 17948,67 18028,99 80,32 0,388 0,438 | 0,466 | 0,453 | 0,469 | 0,475 | 2015
18 [ 20 | UQCC1, GDF50S, GDF5 33903,35 34022,67 119,319 | 0,386 0,449 |0,464 | 0,456 | 0,473 | 0,475 | 2015

T
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ZSCAN31, ZSCAN12, ZSCAN23
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- 0,386 0,439 | 0,460 | 0,461 | 0,485 | 0,533
19 | 3 175673,3 175806,4 133,16
20 |3 - 147684,6 147704 19,488 | 0,386 0,432 | 0,459 | 0,446 | 0,464 | 0,465
21 | 15 | LARP6, LRRC49, THAP10 71110,31 71187,78 77,48 0,387 0,426 | 0,458 0,471 | 0,522 | 0,532
22 |1 LRRC7 70303,1 70404,16 101,067 | 0,386 0,435 | 0,455 0,447 | 0,464 | 0,467
23 | 4 - 111654,1 1117144 60,296 | 0,385 0,395 | 0,455 0,441 | 0,483 | 0,486
24 | 4 CWH43 48950,59 49051,77 101,177 | 0,388 0,439 | 0,451 0,440 | 0,452 | 0,459
25 |3 |- 176057,9 176077,5 19,635 | 0,386 0,415 |0,447]0,440 | 0,467 | 0,478
26 | 4 - 156477,4 156509,6 32,196 | 0,391 0,422 |0,431|0,427| 0,434 | 0,435
27 |1 LEPR 65998,47 66159,88 161,411 | 0,385 0,423 | 0,431 0,426 | 0,436 | 0,440 | 2015
28 |19 CDKNZ2B-AS1 22023,81 22053,71 29,905 | 0,385 0,411 | 0,424 0,417 | 0,425 | 0,425 | 2015
29 | 4 SLC10A4, ZAR1, FRYL 48444 37 48618,43 174,066 | 0,385 0,399 |0,423|0,440| 0,489 | 0,502
OR2B6, OR1F12, ZNF165,
ZSCAN12P1, ZSCAN16-AS1, 2010,
ZSCAN16, ZKSCANS, ZNF192P1, 2012,
6 ZSCAN9. ZKSCAN4, NKAPL, 27904,18 28413,49 509,311 | 0,385 0,413 | 0,422 | 0,421 | 0,426 | 0,461 2015,
ZSCANZ26, - PGBD1, ZKSCAN3, 2019*
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31 |3 | LINC02046 147822,1 148090,6 | 268,524 | 0,385 0,401 | 0,413 | 0,413 | 0,424 | 0,450
324 |- 82144,93 82279,67 | 134,741 | 0,386 0,392 | 0,412 | 0,414 | 0,435 | 0,446
33 |6 | ADGRG6 142694 142780,3 | 86,203 | 0,387 0,401 | 041204110422 | 0,428 | 2015
34 | 17 | PSMD3, CSF3, MED24 38137,62 38183,09 | 45468 | 0,385 0,406 | 0,412 | 0,408 | 0,414 | 0,417
35 |6 | HLA-DQB2 32686,2 32761,83 | 75631 | 0,385 0,404 | 041104250412 | 0,530 | 2015
36 |1 | FPGT-TNNI3K, TNNI3K 74991,6 75006,08 | 14,481 | 0,389 0,404 |0,411|0,408 | 0,414 | 0,415
37 |1 | NOSIAP 162031 162109,1 | 78,13 | 0,385 0,403 | 0,408 | 0,413 | 0,424 | 0,440
38 |16 | FTO 53814,36 53827,96 | 136 | 0,387 0,400 | 0,408 | 0,409 | 0,421 | 0,422
39 |6 | HCG17, HLA-L 30230,09 30240,07 /9,99 | 0,385 0,405 | 0,407 | 0,405 | 0,408 | 0,410
40 |7 | CCDC146 76914,47 7692056 | 6,087 | 0,385 0,393 | 0,405 | 0,402 | 0,410 | 0,416
41 |13 | LINC00402 74786,64 74816,16 | 29,517 | 0,385 0,393 | 0,404 | 0,402 | 0,410 | 0,413
42 |1 | LGALS8, HEATR1 236702,6 236758,9 | 56,293 | 0,385 0,398 | 0,404 | 0,401 | 0,405 | 0,406 | 2015
43 | 20 | LINC00261 22527,66 2254829 | 20,64 | 0,385 0,395 | 0,401 | 0,400 | 0,405 | 0,411
44 |2 | CARF, WDR12 203758,5 203830,2 | 71,708 | 0,388 0,397 | 0,400 | 0,400 | 0,407 | 0,407 | 2015
45 |2 | CCDC85A 56542,47 56564,3 21,835 | 0,385 0,387 | 0,398 | 0,398 | 0,401 | 0,430
46 |7 |- 15051,64 15064,26 | 12,613 | 0,387 0,395 | 0,398 | 0,397 | 0,399 | 0,400
47 |6 | RSPO3 127455,1 1274952 | 40,108 | 0,385 0,388 | 0,396 | 0,395 | 0,404 | 0,404 | 2015
48 |9 | ABCAL 107646,2 107661,1 | 14,906 | 0,385 0,392 | 0,395 | 0,395 | 0,398 | 0,400 | 2019*
49 |2 |- 21286,06 21313,58 | 27,521 | 0,385 0,393 | 0,393 | 0,394 | 0,397 | 0,401

evt
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2010,
OR2J2 0,386 0,389 |0,392|0,390| 0,392 | 0,393
50 | 6 29135,84 29159,01 23,172 2015
2010,
51 | 6 HCG14, TRIM27, LINC01556 2885427 28920 58 66,307 0,385 0,389 | 0,390 | 0,390 | 0,393 | 0,394 2015
52 | 16 | DUS2 68074,42 68099,26 24,844 | 0,386 0,388 | 0,389 0,390 | 0,391 | 0,395
53 | 6 TSBP1-AS1, TSBP1 32309,32 32316,6 7,282 0,385 0,388 | 0,389 | 0,388 | 0,389 | 0,389 | 2015
54 | 6 STXBP5 147620,3 147649 28,717 | 0,385 0,387 | 0,387 | 0,387 | 0,387 | 0,387
55 | 2 IRS1 227649,6 227652 2,415 0,385 0,386 | 0,386 | 0,387 | 0,387 | 0,389 | 2015
56 | 2 RHBDD1 227765,5 227773,9 8,437 0,385 0,386 | 0,386 | 0,386 | 0,387 | 0,387 | 2015

IIprmedanue: permoHbl OTCOPTUPOBAHBI 110 YMEHBIICHUIO MEIUAHHOTO 3HAYCHHS.

2010 - Nothnagel M, Lu TT, Kayser M, Krawczak M: Genomic and geographic distribution of SNP-defined runs of

homozygosity in Europeans. Hum Mol Genet 2010; 19: 2927-2935.

2015 - Karafet TM, Bulayeva K B, Bulayev O A, et al. Extensive genome-wide autozygosity in the - Population isolates of

Daghestan. Eur J Hum Genet. 2015 Oct;23(10):1405-12.

2012 - - Pemberton TJ, Absher D, Feldman MW, Myers RM, Rosenberg NA, Li JZ: Genomic - Patterns of homozygosity in
worldwide human - Populations. Am J Hum Genet 2012; 91: 275-292.

2019 - Crenanos B. A., XapskoB B. H., Baraiiniesa K. B. u ap., Curnasnsl HaripaBiIeHHOTO 0TOOpa B MOMYJISLUAX HAPOJIOB
Cubupu u eBpornerickoit uactu Poccun. January 2019Genetika 55(10):1198-1207
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Tabmuma A.3 — lons npeakoBsix komnoHeHT (K=12) B monymsnusax Ceseproit EBpazun.

[Monynsiuuu K=1 K=2 K=3 K=4 K=5 K=6 K=7 K=8 K=9 K=10 | K=I1 K=12
Bencsl 0,002| 0,001 | 0,000 | 0,001 | 0,008 | 0,000 | 0,002 | 0,953 | 0,001 | 0,000 | 0,000 | 0,087
Kapensl 0,002 | 0,004 | 0,004 | 0,000 | 0,001 | 0,000 | 0001 | 0,95 | 0,001 | 0,000 | 0,000 | 0,031
Mopzaga (M) 0,001| 0,012 | 0,054 | 0,001 | 0,008 | 0,003 | 0,000 | 0,907 | 0,001 | 0,003 | 0,005 | 0,005
Mopasa (3) 0,001 | 0,012 | 0,065 | 0,001 | 0,004 | 0,005 | 0001 | 0,895 | 0,003 | 0,007 | 0,001 | 0,005
Mopzasa (11I) 0,001 | 0,009 | 0,038 | 0,001 | 0,003 | 0,002 | 0,000 | 0,931 | 0,000 | 0,005 | 0,001 | 0,007
Pycckue 0,000 | 0,022 | 0,018 | 0,000 | 0,001 | 0,000 | 0,000 | 0,947 | 0,002 | 0,002 | 0,003 | 0,003
Komu 0,002 | 0,212 | 0,077 | 0,001 | 0,005 | 0,002 | 0,007 | 0,601 | 0,006 | 0,004 | 0,000 | 0,084
Yysamu 0,002| 0,016 | 0,626 | 0,001 | 0,014 | 0,004 | 0,003 | 0,316 | 0,004 | 0,004 | 0,001 | 0,008
Mapuiiist 0,000 | 0,000 | 0,998 | 0,000 | 0,000 | 0,000 | 0,000 | 0,001 | 0,000 | 0,000 | 0,000 | 0,001
Taraps! (K) 0,002| 0,070 | 0,153 | 0,001 | 0,005 | 0011 | 0,003 | 0,631 | 0,004 | 0,008 | 0,099 | 0,011
Taraps! (T) 0,006 | 0,061 | 0,096 | 0,006 | 0,007 | 0,042 | 0,018 | 0,403 | 0,0/5 | 0,014 | 0,243 | 0,030
bamwkupsr (IT) | 0,003 | 0,202 | 0,493 | 0,000 | 0,005 | 0,021 | 0,015 | 0,305 | 0,020 | 0,016 | 0,101 | 0,119
bamxkuper (C) | 0,006 0,099 | 0,172 | 0,002 | 0,000 | 0,021 | 0,023 | 0,307 | 0,026 | 0,028 | 0,212 | 0,103
bamkups! (b) 0,006| 0,109 | 0,128 | 0,003 | 0,002 | 0,029 | 0,020 | 0,297 | 0,021 | 0,022 | 0,244 | 0,121
Yamyprer (I11I) | 0,000 | 0,986 | 0,004 | 0,000 | 0,000 | 0,000 | 0,000 | 0,006 | 0,000 | 0,000 | 0,000 | 0,003
VY amyprtsl (b) 0,000 | 0,937 | 0,008 | 0,000 | 0,001 | 0,000 | 0,000 | 0,048 | 0,000 | 0,001 | 0,000 | 0,005
VY amMypTsI 0,000 | 0,924 | 0,013 | 0,000 | 0,001 | 0,000 | 0,000 | 0,054 | 0,000 | 0,000 | 0,000 | 0,006
becepmsine 0,002| 0,670 | 0,069 | 0,000 | 0,001 | 0,004 | 0,001 | 0,246 | 0,000 | 0,001 | 0,000 | 0,004
Xanrsl (P) 0,002 | 0,001 | 0,002 | 0,000 | 0,000 | 0001 | 0019 | 0,000 | 0,013 | 0,000 | 0,000 | 0,962
Xanrtsl (K) 0,001 0,027 | 0,010 | 0,000 | 0,001 | 0001 | 0,012 | 0,001 | 0,009 | 0,002 | 0,000 | 0,937
V36eku 0,002 | 0,077 | 0,027 | 0,000 | 0,003 | 0,023 | 0,000 | 0,398 | 0,003 | 0,030 | 0,435 | 0,002
Kazaxu (M) 0,003| 0,033 | 0,035 | 0,088 | 0,008 | 0,056 | 0,081 | 0,236 | 0,015 | 0,026 | 0,467 | 0,007
Kazaxu(C) 0,004 | 0,021 | 0,030 | 0,086 | 0,008 | 0,061 | 0,091 | 0,239 | 0,013 | 0,023 | 0,471 | 0,007
Kuprusst 0,008 | 0,031 | 0,018 | 0,044 | 0,004 | 0,098 | 0,092 | 0,155 | 0,015 | 0,024 | 0,499 | 0,011
Anraiinsl (b) 0,001| 0,008 | 0,006 | 0,003 | 0,001 | 0,901 | 0,004 | 0,016 | 0,002 | 0,049 | 0,006 | 0,004
Anraitusl (K) 0,004 | 0,003 | 0,003 | 0,031 | 0,002 | 0,859 | 0,043 | 0,005 | 0,004 | 0,003 | 0,042 | 0,001
Xakacs! (1) 0,009 0,015 | 0,014 | 0,012 | 0,008 | 0076 | 0,119 | 0,026 | 0,198 | 0,091 | 0,413 | 0,024

14}
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[Monynsauun K=1 K=2 K=3 K=4 K=5 K=6 K=7 K=8 K=9 K=10 | K=I1 K=12
Xakacsl (T) 0,002 | 0,006 | 0,002 | 0,006 | 0,000 | 0,009 | 0,014 | 0,023 | 0,015 | 0,918 | 0,004 | 0,001
YynbIMib 0,001| 0,002 | 0,000 | 0,001 | 0,001 | 0,003 | 0,000 | 0,046 | 0941 | 0,002 | 0,000 | 0,003
KeTtsl 0,014 | 0,000 | 0,000 | 0,009 | 0,014 | 0,000 | 0,101 | 0,027 | 0,654 | 0,015 | 0,000 | 0,166
TyBUHIIBI 0,006 0,001 | 0,000 | 0,049 | 0,008 | 0529 | 0,211 | 0,000 | 0,069 | 0,007 | 0,119 | 0,003
Kanmbiku 0,006 | 0,009 | 0,035 | 0,085 | 0,001 | 0,079 | 0,163 | 0,045 | 0,011 | 0,017 | 0,541 | 0,006
BypsTsl (A) 0,010 | 0,000 | 0,000 | 0,097 | 0,005 | 0,018 | 0,309 | 0,000 | 0,015 | 0,008 | 0,539 | 0,004
bypsrsl (K) 0,006 | 0,001 | 0,002 | 0,055 | 0,006 | 0001 | 0,270 | 0,009 | 0,010 | 0,001 | 0,630 | 0,008
JlyHrane 0,002 | 0,003 | 0,000 | 0,058 | 0,000 | 0,002 | 0,002 | 0,015 | 0,000 | 0,001 | 0,917 | 0,000
Husxu 0,000 | 0,000 | 0,000 | 0,966 | 0,000 | 0,000 | 0,003 | 0,032 | 0,000 | 0,000 | 0,000 | 0,000
VY poreinsl 0,005| 0,000 | 0,008 | 0,569 | 0,001 | 0,002 | 0,206 | 0,028 | 0,003 | 0,000 | 0,182 | 0,002
OBeHkH (3) 0,021 | 0,004 | 0,011 | 0,117 | 0,007 | 0,002 | 0,620 | 0,182 | 0,010 | 0,002 | 0,006 | 0,018
OBeHku (A1) 0,024 | 0,000 | 0,002 | 0,016 | 0,005 | 0,002 | 0,932 | 0,011 | 0,001 | 0,001 | 0,003 | 0,001
SIKyTBI 0,002 | 0,001 | 0,001 | 0,003 | 0,000 | 0,001 | 0,935 | 0,044 | 0,001 | 0,003 | 0,009 | 0,000
Yykuu 0,093| 0,000 | 0,000 | 0,000 | 0,908 | 0,000 | 0,000 | 0,004 | 0,000 | 0,000 | 0,000 | 0,000
Kopsiku 0,907 0,003 | 0,000 | 0,012 | 0,032 | 0,000 | 0,009 | 0,031 | 0,002 | 0,001 | 0,000 | 0,002

orT
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G0:0007399 pa3BUTHE HEPBHOM cuctembl | 93 2206 0,32 |6,72E-08
GO:0007275 pa3BuUTHE MHOTOKJIETO4HOrO | 147 4726 0,18 1,84E-05
opraHusma
G0:0022008 HelporeHes 66 1519 0,33 | 1,84E-05
G0:0048699 oOpa3oBaHHe HEHPOHOB 63 1422 0,34 1,84E-05
G0:0048731 pa3BUTHE CUCTEMBI 133 4144 0,2 1,84E-05
G0:0032502 MpoIeCC Pa3BUTHUS 161 5401 0,16 | 2,39E-05
G0:0048856 pa3BuTHE aHaromuueckou | 154 5085 0,17 | 2,39E-05
CTPYKTYPBI
G0:0120035 pEryIIsIIus opranm3anuu | 35 600 0,46 | 3,57E-05
MIPOCKITIH KIIETOK,
CBSI3aHHBIX c
MJIa3MaTHYeCKON MeMOpaHoH
G0:0048468 pa3BHUTHE KIETOK 61 1493 0,3 0,00012
G0:0045664 perysus 33 595 0,43 | 0,00019
nuQpepeHITMPOBKU
HEHPOHOB
G0:0051960 pEryIIsIIus pasBurus | 40 817 0,38 | 0,00022
HEPBHOW CHUCTEMBI
G0:0032501 MHOTOKJIETOYHBIH 180 6507 0,13 0,00025
OpraHU3MEHHBIN IIPOLIECC
G0:0007611 o0yYeHHE WIIH MTaMsITh 19 237 0,59 0,00031
G0:0010975 pEryIIsIIus pasBurtus | 27 443 0,48 | 0,00031
MPOEKITUN HEHPOHOB
G0:0030182 muddepernmranus Hedponos | 43 940 0,35 | 0,00034
G0:0050890 MO3HAaHNE 20 274 0,55 | 0,00054
G0:0060284 peryJsiius pa3BUTUS KJIETOK | 39 846 0,35 | 0,00082
G0:0060348 pa3BUTHE KOCTEH 15 166 0,65 | 0,00085
G0:0048869 KIICTOYHBIH nporecc | 109 3533 0,18 | 0,00091
pa3BUTHSI
G0:0030154 muddepeHnranms KIeToK 107 3457 0,18 0,00096
G0:0050767 peryJsiiusi HeporeHesa 35 730 0,37 | 0,00097
G0:0048666 pa3BUTHE HEHpoHa 35 758 0,35 | 0,002
G0:0007423 pa3BHUTHE OPTAHOB YYBCTB 27 515 0,41 | 0,0025
G0:0008038 pacrno3HaBaHHe HEHPOHOB 7 34 1 0,0026
G0:0051962 MOJIOKUTEIbHASL  perysus | 26 488 0,42 0,0026

pPa3sBUTHUA HepBHOﬁ CHUCTCMBbI
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G0:0021650 (dbopMupoBaHue 4 5 1,59 | 0,0029
BECTHOYJIOKOXJICAPHOTO
HepBa
G0:0001654 pa3BUTHE TJ1a3 20 339 0,46 | 0,0059
G0:0009653 MopdoreHe3 aHaTOMHYECKOU | 67 1992 0,22 | 0,0059
CTPYKTYPBI
G0:0021602 MopdoreHes YepenHbIX | 6 27 1,04 | 0,0059
HEPBOB
G0:0007420 pa3BUTHE MO3Ta 30 650 0,35 | 0,0061
G0:0010769 pETyIISIIus KkieTouHoro | 17 263 0,5 0,0061
MopdoreHesa,
YYaCTBYIOIIETO B
mudepeHIpoBKe
G0:0045595 peryIupoBaHHe 59 1695 0,23 | 0,0061
mudGepeHITMPOBKHU KIETOK
G0:0071625 BOKaJIM3aI[MOHHOE TIOBEJICHUE | 5 16 1,19 | 0,0061
G0O:0043010 pasBuTHe T17a3 mo THmy | 18 292 0,48 0,0064
KaMephl
G0:0019932 nepeaaJda curHanos, | 17 266 0,5 0,0066
OIOCpEIOBaHHAS BTOPBIM
MECCEHKEPOM
G0:0022604 pEryIIsIIus mop¢orenesa | 23 442 0,41 | 0,0073
KJIIETOK
G0O:0065007 OuoJsoruuecKas peryJisius 277 11740 0,06 0,0073
G0:0048592 MoporeHes riasza 12 145 0,61 |0,0076
G0:2000026 peryusus paszButus | 63 1876 0,22 0,0076
MHOTOKJIETOYHOT'O OpraHu3Ma
G0:0007610 MOBEJICHHE 26 541 0,37 | 0,0077
G0:0021545 pa3BUTHE YEPEIHbIX HEPBOB | 7 46 0,87 |0,0078
GO:0031175 pa3BUTHE IPOCKIMHU HelpoHa | 28 616 0,35 0,0096
G0:0051094 MOJIOKUTEbHASL ~ perysinus | 47 1286 0,25 0,0096
mporiecca pa3BUTHUS
G0:0051963 peryaupoBaHue coopku | 9 86 0,71 0,0102
CHHAIICOB
G0O:0007417 pazBUTHE HeHTpanbHOM | 35 861 0,3 0,0108
HEPBHOM CUCTEMBI
G0:0048593 MopdoreHes rmaza | 10 109 0,65 |0,0113
KaMEpHOTO THIIA
G0:0021554 pa3BUTHE 3pUTEIHHOTO HepBa | 4 11 1,25 0,0142
G0:0007155 KJIETOYHAS aire3us 34 843 0,3 0,0144
G0:0021675 pa3BUTHE HEPBOB 8 72 0,74 0,0149
G0O:0008037 pacro3HaBaHUE KIETOK 11 138 0,59 0,0156
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G0:0050789 peryIupoBaHHe 262 11116 0,06 |0,0156
OMOJIOTHYECKOTO MpoIecca

G0:0098609 MEKKJICTOYHAS aJre3us 21 416 0,39 0,0156

G0O:0050808 OpraHu3aIys CHHAIICOB 13 189 0,53 0,0157

G0:0061387 peryJIupoBaHHe crenenu | 9 96 0,66 |0,0177
pocTa KIETOK

G0:0050769 MOJIOKUTEIbHAST  perysius | 21 425 0,38 0,0186
HeWporexHesa

G0O:0050772 MOJIOKUTEIbHAS ~ peryJsius | 8 76 0,71 0,0186
AKCOHOTI'eHEe3a

G0:0050793 peryaupoBaHue npouecca | 74 2416 0,18 0,0186
pa3BUTHSI

G0:0051239 perymsnus MHOTOKJIETOYHBIX | 83 2788 0,16 0,0186
MIPOLIECCOB B OPTaHU3ME

G0:0010720 MOJIOKUTEIbHAS ~ perysus | 23 491 0,36 0,0188
Pa3BUTHUS KIIETOK

G0:0030029 aKTUHOBBIA  (hUIIaMEHTHBIN | 23 493 0,36 0,0189
polecc

G0:0045666 MOJIOKUTENTbHAS  peryssimus | 18 337 0,42 0,0189
mudepeHIMPOBKI
HEMPOHOB

G0:0048513 pa3BUTHE OPTaHOB )KMBOTHBIX | 86 2926 0,16 0,0189

G0:0048646 dbopMupoBaHue 33 831 0,29 0,0189
QHATOMUYECKOW CTPYKTYPBI,
y4acTBYIOLIEH B
MopdoreHnese

G0:0071695 co3peBaHue anaromuueckou | 10 121 0,61 |0,0189
CTPYKTYPBI

G0:0050794 pETyIISIIHs KJIeTouHOTO | 248 10484 0,06 |0,0221
mporecca

G0:0072359 pa3BuTHE CUCTEMHI | 32 807 0,29 |0,0221
KpOBOOOpaIieHus

G0:0030516 pETyIISIIHs yanuHeHus | 8 82 0,68 |0,0251
aKCOHa

G0:0048812 Mopdorenes npoekmuu | 21 448 0,36 0,0298
HEUPOHOB

G0:0030036 OpraHu3aIus akTtuHOBOTO | 20 418 0,37 0,0311
LIUTOCKEIIETa

G0:0045860 MOJIOKUTEIbHAS ~ perysus | 23 517 0,34 0,0319
AKTUBHOCTH MPOTEUHKHHA3BI

G0:0051965 MOJIOKUTEIbHAS ~ PeryJsius | 7 65 0,72 0,0319

cOOpKHU CHHAIICOB
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G0:0021631 Mopdorenes 3pUTENBHOTO | 3 6 1,39 |0,0321
HepBa

G0:0008361 pEryIupoBaHHe pa3mepa | 11 159 0,53 | 0,0326
KJIIETOK

G0:0033674 MOJIOKUTETbHAS  perysimus | 24 553 0,33 | 0,0326
KMHA3HOM aKTUBHOCTH

G0:0001501 pa3BuTHE ckenetrHont | 21 457 0,35 |0,0341
CHCTEMBI

G0:0031290 BEJICHUE aKcoHOB | 4 17 1,06 | 0,035
TaHTJINO3HBIX KJICTOK
CeTYATKH

G0:0048522 MOJIOKUTENbHAs — perymsauus | 129 4898 0,11 | 0,035
KJIETOYHOTO MpoIecca

G0:0050807 perynupoBanue opranuzanuu | 11 161 0,53 0,035
CHHAIICOB

G0:0050770 peryJsius akCOHOTeHe3a 11 162 0,52 |0,0355

GO:0035556 nepeaada BHYTpHUKJIETOUHOTO | 50 1528 0,21 0,0377
CHTHajIa

G0:0019935 nepeaaJda CHTHAJIOB, | 9 115 0,58 |0,0398
OIOCpEIOBaHHAS
UKITHYECKUMH
HYKJICOTUIAMHU

G0O:0051128 peryusus opranuzanuu | 69 2306 0,17 0,0398
KJICTOYHOTO KOMITOHEHTA

G0:0090596 Mopdorenes ceHcopHoro | 14 248 0,44 | 0,0398
opraHa

G0:0097094 Mopdorenes gyepemnHo- | 4 18 1,04 | 0,0398
JIMIIEBOTO IIBA

G0:0120036 OpraHu3aIus npoekun | 37 1034 0,24 | 0,0398
KJIETOK, OTPaHUYECHHOM
1a3MaTHIeCKON MeMOpaHoi

G0:0061564 pa3BUTHE aKCOHOB 18 377 0,37 | 0,0466




148

Tabnuua A.5 — Pe3ynbTaThl orMcKka CUTHaJIOB HAPABJICHHOTO 0TOOPA C MOMOIIBIO

tecta Xp-ehh

[Tonynsuuu

['ensl ¢ curHaiaMy HapaBJIEHHOTO OTOOpa

ABapiibl

ALDH3B1, ALDOA, LOC112694756, AOPEP, APBA2, APOL1, ARHGAP1S,
ARHGAPS, - PRR5-ARHGAPS, ARID4B, ATP2C1, ATP4B, ATP8A2, BACE2,
BACH2, BBX, BDH1, BLVRB, BNC2, BRWD1, C160rf92, TLCD3B, C190rf47,
C5orf64, LOC101928651, C8orf44-SGK3, CHD2, CHKA, CNTN6, COLEC11,
COPS3, CSMD2, CTSH, CTXN2, CUEDC1, DAB1, DCP2, DGLUCY, DISP1,
DOC2A, DOKY7, DPP6, DUT, EEA1, EFCAB6, EFCAB6-AS]1, EIF3D, ELMO1,
EPB41, EPB41L4A, EXOCG6, EZR, FAM71D, FAM81A, FANCA, FBN1, FCERZ2,
FSTL1, GALNTS, GCC2, GCC2-AS1, GPHN, GPM6A, GRIK2, GRK1, GRM5,
HADH, HECW2, HERC1, HIRIP3, HMX1, HSD17B12, IGSF21, INO8OE, ISX-AS1,
ITFG1, KIF3C, KLK13, LEF1, LIMS1, LINC00565, LINC00583, LINC00649,
LINC00942, LINC01088, LINC01435, LINC01539, LOC642484, LINC01905,
LINCO02012, LINC02147, LINC02453, LOC100506403, LOC101926963,
LOC107984507, LOC401478, LOC613266, LRRK1, LTBP4, MC1R, MCC, MICUZ,
MIPEPP3, MPPED1, MRC1, MYEF2, NDUFS8, NLRP11, NPAS3, NPHP4, NTF3,
OR56AL1, - PAPPA2, - PAX2, - PHKB, - PRDM11, - PREX1, - PRKAR1B, - PRKG1,
- PRX, - PSMG1, - PTENP1, - PTENP1-AS, - PTK2, RBFOXS3, RNASEH1-AS1,
RPS7, SAMD12, SCARB1, SEC23B, SEPHS2, SERTAD1, SERTAD3, SHKBP1,
SKA3, SLC12A1, SLC16A11, SLC16A13, SLC24A5, SLC25A21, SLC2A9, SLC44A5,
SLC45A2, SLC6A13, SMOC1, SPIRE2, SPTBN4, SRSF4, SULT6B1, TAF4B, TAF7,
TAOK2, TMEM219, TCF/L1, TCIRG1, TENM2, TMEM255B, TMPRSS11E, TNKS2,
TWIST2, USP48, VWC2, VWF, ZDHHCZ20,

JapruHub

ACOXS, ACSL1, ADAMTSL2, AFGIL, ALDH3B1, ALDOA, LOC112694756,
AMBRAL, ANO2, APOL1, ARHGAPS, - PRR5-ARHGAPS, ARID4B, ART3, ASTEL1,
ATAD3A, ATP2C1, BIK, BPIFB3, BPIFB4, BRCAL, C110rf80, C160rf92, TLCD3B,
CHD2, CHKA, COLEC11, CSNK1G2, CSNK1G2-AS1, CTNNAL1L, CTSH, CTXNZ2,
CUEDC1, D2HGDH, DAB1, DACH1, DCAF4L1, DENND1A, DGKZ, DOC2A,
DPPG6, DUT, EFNAS, ELF1, EPN1, EXOC6, EZR, FAM163B, FAM81A, FANCA,
FBN1, FLRT1, MACROD1, FSTL1, GALNTY, GGPS1, GLYR1, HERC1, HIRIP3,
INOBOE, INSC, KCNS3, KLHDC4, LINC00452, LINC00539, MIPEPP3, LINC00565,
LINCO01229, LINC01305, LINC02453, LOC100506403, LOC101927100,
LOC101928048, LOC101928764, LOC105374428, LOC401478, LOC728095,
LRRK1, LTBP4, MACROD2, MAP1S, MCAT, MICUZ2, MIR1246, MIR4300HG,
MPPED1, MYEF2, NAP1L4, NDST4, NDUFS8, NOX3, NPAS3, NPHP4, NTF3,
NTM, OR56A1, OSMR-AS], - PAX2, - PC, - PCDH15, - PCMTD2, - PCNX1, -
PLD3, - PLEKHFZ2, - PPP6R3, - PRKG1, - PRSS1, - PRX, - PTK2, - PTPNZ2,
RABEP1, RAD54L2, RAPGEF2, RASA3, RBFOX3, RNASEH1, RNASEH1-AS]1,
RPS7, SDAD1, SEC23B, SERTAD1, SLC12A1, SLC24A5, SLC2A9, SLC45A2, SLIT3,
SMARCAZ2, SP9, SPATAS, SPIRE2, SPTBN4, TAOK2, TMEMZ219, TBCE, TCIRG1,
TICAM2, TMED7-TICAM2, TMED7, TMEM245, TNKS2, TNKS2-AS1, TOPAZ1,
TTLL1, TWIST2, USP20, USP3, VWC2, ZDHHC20, ZKSCAN7, ZKSCAN7-AS]1,
ZNF197, ZNF660-ZNF197, ZNF276, ZNF35, ZNF501, ZNF502, ZNF660, ZPBP,

Hynrane

ACAD10, ACADVL, ACOX3, ACSL1, ACTN3, ADAMTSL1, ADAT1, ADGRLS3,
ADGRL3-AS1, AGBL1-AS1, AHCTF1, AJAP1, ALDH2, ALDH3B1, ANGPTLS,
DOCKY7, ANK3, ANKRD11, ANKRD13D, ANKRD31, ANKS1B, ANO2, ANXA10,
APOL1, APP, APTR, ARFGEF1, ARHGAP42, ARHGAPS, - PRR5-ARHGAPS,
ARHGEF11, LRRC71, ARID4B, ATP4B, ATP6VOA2, ATP6V1H, ATXN1, AXIN1,
B3GALNTZ2, TBCE, BAGAT1, BBS1, DPP3, BBX, BIK, BRMS1, BTAF1, C1lorf24,
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[Tonynsiuuu

['ensl ¢ curHaiaMy HapaBJIEHHOTO OTOOpa

C1lorf49, C110rf80, C140rf39, C3orfl4, C4orf50, C50rf64-AS1, CACNALI,
CACNA2D3, CADM2, CADPS, CAMSAP2, CARNS1, CCDC169, CCDC169-
SOHLH2, CCDC87, CCS, CD68, CDH13, CDK15, CDYL, CEP192, CHKA,
CHRNBL1, CLCF1, CNOT1, SETD6, COG6, COL6A5, COPS5, CORO1B, CPEBS,
CPT1A, CRAMP1, CREBS, CSGALNACT1, CSMD1, CSNK1G1, CSNK2B, CSPP1,
CST7, CTBP2, CTSF, CTXNZ2, CUBN, CXCR2, DACT1, DAPK2, DDXA47,
DENND1A, DENNDA4A, DLG2, DLG4, DNAH10, DOCK2, DPF3, DPPS8, DTD1,
DUSPS8, DVL2, DZANK1, ECT2, EFCAB6, EFCAB6-ASL, EIF2B1, ELL2, EPB41L3,
ERG, EXOC6, FADS2, FADS3, FAM120A, FAM20C, FAM234A, FAM81A, FBLN1,
FBXO3, FBXO3-DT, FGD6, FGF11, FXR2, GAL, GALK2, GALNT16, GALNT17,
GALNT9, GAS6-AS1, GCC2, GGPS1, GIT2, GNAL, GRAMD1B, GRIAL, GRK1,
GRM3, HACD3, HELZ, HERPUD2, HRAT92, ICOSLG, LOC102723996, IFT81,
IGFLR1, IGHMBP2, IGSF21, IL16, INAVA, INPP4B, INPP5A, INTS14, IPCEF1,
ISX-AS1, ITGBS, ITPR1, JPT2, JUN, LINC01135, KARS, KBTBD12, KCNMAL1,
KCNS3, KDM2A, KDMSB, KIF14, KIFC1, KLC3, KLF12, KLHDC4, KLHL26,
KMTS5B, KRTAP3-3, KRTAPS-3, KRTAP5-4, KRTAPS5-5, KRTAPS5-AS1, LCLAT],
LEPR, LINC00189, LINC00452, LINC00470, LINC00565, LINC00635, LINC00944,
LINCO01250, LINC01256, LINC01378, LINC01500, LINC01934, LINC02101,
LINC02209, LINC02420, LINC02538, LINGOZ2, LOC100130987, LOC101926963,
LOC101927359, LOC101928069, LOC101928135, LOC101928174,
LOC101928937, LOC101928942, LOC101929294, LOC101929526,
LOC102724064, LOC105370473, LOC105378127, LOC285766, LOC440084,
LRCH1, LRIG1, LRP1B, LRPS, LY6G5B, LYRM4-AS1, MAPK8IP3, MAPKAPKS,
MARCHF5, MAVS, MCTP1, MDH1B, MEP1B, MIEF1, MIPEP, MIR1268A,
MIR3945HG, MIR4697HG, MIR99AHG, MME, MOB2, MOSMO, MPDU1,
MPPED1, MRC1, TMEM236, MRGPRF, MROH3P, MRPL21, MUCL1, MYEF2,
MYO9A, MYOF, MYRFL, MYRIP, MZF1, NAALADL2, NCAM1, NDUFA12,
NDUFS8, NLRP1, NOD2, NR2C1, NRG3, NUP210L, NUPR1, OLFM5P, OLR1,
OPA1, OPA1-AS1, OR10H4, OR51B5, OR52H1, OR5AK2, OSBPL6, OTOA, -
PACS], - PARDS3B, - PC, - PCBP1-AS1, - PCDH15, - PCLAF, - PCNX1, - PCSKS5, -
PDGFA, - PDZRN4, - PEAR], - PHC3, - PHF11, SETDB2-PHF11, - PHYHIP, -
PID1, - PIP4K2A, - PKHD1, - PLA2G4A, - PLEKHHZ, - POLR2A, - POLR3F, -
PPP1CA, RADYA, - PPP1R12A, - PPP1R12A-AS1, - PPP6R3, - PRKAG2, -
PRKARI1B, - PRKCH, - PRKGZ2, - PRSS1, - PSD3, - PSMG1, - PTK2, - PTPN2, -
PTPRCAP, - PTPRD, - PTPRG, - PTPRG-AS], - PTPRZ1, - PXYLP1, QDPR,
RAB11FIP3, RAB39A, RAB3IL1, RABGAP1, RASA3, RBBP9, RBM14-RBM4,
RBM34, RBM4, RBM4B, RHOJ, RNASE2, RNASE3, RNASEH1, RNASEH1-AS1,
RNF138, RNF152, RNF2, RPS6KB2, RSPRY1, SBSN, SDR42E2, SEC23B, SEHI1L,
SENP3, SENP3-EIF4A1, SERGEF, SERPINES3, SERTAD4, SGCZ, SGF29, SGPL1,
SIPAILS, SLA, TG, SLC12A1, SLC24A1, SLC24A5, SLC29A2, SLC35F2, SLC6A11,
SLIT2, SMIM26, SNAP25-AS1, SORCS2, SOX15, SPAGY, SPART, SPART-ASL,
SPTBN2, SSBP2, ST8SIA2, SULT1A1, SULT1A2, SYN3, SYT14, TBC1D10C,
TCIRG1, TENM2, TENT4A, TESMIN, TMCO1, TMEM178B, TMEMZ255B,
TMEMS2B, TMEM65, TMPRSS11E, TMTC1, TNFSF12, TNFSF12-TNFSF13,
TNFSF13, TNKS2, TNKS2-AS1, TOMM20, TPCN2, TPH1, TPM3, TRIM6, TRIMG6-
TRIM34, TRIO, TRIP4, TRMT44, TSHZ1, TTLL1, UBAP2, UBE2E3, UBE2F-SCLY,
UBQLNL, UGT2B15, UGT2B17, UNC93B1, VWA3A, WDFY3, WDR88, ZBTB4,
ZDHHCI13, ZDHHC24, ZFHX4-AS1, ZFR2, ZFYVEY, ZNF407, ZNF609, ZNF618,
ZNF670-ZNF695, ZNF706,

Kapenst

A4GALT, ACSL1, ADGRL2, AKT2, ALDH3B1, AMBRA1L, APBA2, APOL1,
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[Tonynsiuuu

['ensl ¢ curHaiaMy HapaBJIEHHOTO OTOOpa

ARHGAP26, ARHGAPS, - PRR5-ARHGAPS, ARID4B, ATP4B, ATP6V1H, ATXNZ,
BDH1, BEND3P3, BNC2, BTAF1, Cllorf24, C11orf80, C160rf92, C160rf92,
TLCD3B, C190rf47, CAMTA2, CCDC86, CDH13, CHD2, CHKA, COL6A5, CPEB3,
CSMD1, CTXN2, CUX2, CYP11Al, CYP4X1, CYP4Z1, DCP2, DDX10, DEFS,
DENND1A, DHX37, DOC2A, DPP6, EFCAB6, EFCAB6-AS1, EPB41L4A, EPC2,
EPS15, EXOCG6, EZR, FAM114A1, FAM81A, FANCA, FEM1C, FGFBP3, FLRT1,
FLRT1, MACROD1, FOXP1, FSTL1, GAL, GALNT9, GCC2, GCC2-AS1, GGPS1,
GPATCH1, GPR39, GRIAL, GRIK2, GRK1, HERC1, HIRIP3, HIVEP1, HMX1,
IGFLR1, INCAL, INOS8OE, INPP4B, INSC, ISX-AS1, JAKMIP2-AS1, KIAA0586,
KIF1C, KMT2B, LEKR1, LIMS1, LINC00539, MIPEPP3, LINC00565, LINC01088,
LINC01500, LINC01539, LOC642484, LINC01844, LINC02012, LINC02299,
LINC02679, LOC100130357, LOC100291105, LOC100506403, LOC101927100,
LOC101927143, LOC101927378, LOC101928764, LOC102724579,
LOC105374428, LOC107984132, LOC112694756, LOC401478, LOC649133, LRPS,
LRRK1, LTBP4, MACROD1, MACRODZ2, MAP1S, MBP, MED16, MICU2,
MIPEPP3, MIR1246, MIR422A, MKS1, MORNS3, MPPED1, MSH4, MSX2P1,
OR4D1, MYEF2, MYT1, NDUFS8, NFIB, NPAS3, NPHP4, NTM, OAF, OR4D1,
OR56A1, ORAIL, OSTCP1, - PARP11, - PAX2, - PC, - PCDH9, - PCMTD2, -
PCNX1, - PHACTR1, TBC1D7-LOC100130357, - PLEKHF2, - POU2F3, - PPP5D1,
- PPP6R3, - PROSERS, - PSMGL, - PTENP1, - PTENP1-AS, - PTGDR, - PTK2, -
PTPRM, R3HCC1L, RABEP1, RADYA, RAE1, RAPGEF2, RBFOX3, RBM34, RBM4,
RBM4B, RGS12, RHBDD1, RHPNZ2, RIT2, RNASEH1, RNASEH1-AS1, ROBO3,
ROBO4, RPS7, SAMD12, SCRN3, SDK1, SFTPA1, SH2B3, SHKBP1, SLC12A1,
SLC24A5, SLC2A9, SLC45A2, SLC52A1, SP9, SPIRE2, SPTBN2, SPTBN4, STX8,
TAOK2, TAOK2, TMEM219, TBC1D22A, TBCE, TCF7L1, TCF7L2, TCIRG1,
TENMZ2, TESMIN, TEX14, THEG, TICAM2, TMED7-TICAMZ2, TLCD3B, TLR10,
TLR6, TMED7, TMED7-TICAM2, TMEM165, TMEM255B, TNKS2, TNKS2-AS1,
TOMMZ20, TTLLS, USP3, VPS13B, VPS37C, VWC2, WDR88, WWOX, ZBTB32,
ZDHHC20, ZKSCAN7, ZKSCAN7-AS1, ZNF197, ZNF660-ZNF197, ZNF276,
ZNF35, ZNF664-RFLNA, ZNF91, ZPBP,

CeBepHble
OCETHHBI

ACOX3, ACSL3, ADGRL2, ALDH3B1, AMBRA1, ANXA10, AOPEP, APOL1,
ARHGAP26, ARHGAPS, - PRR5-ARHGAPS, ARID4B, ATP2C1, ATP4B, BMP7,
BNC2, BPIFB3, BRWD1, BTAF1, BTBD11, Cllorf24, C160rf92, TLCD3B, C50rf64,
LOC101928651, C50rf64-AS1, CARS, CARS-AS1, CBFA2T2, CBWD1, CDH13,
CELSR1, CHD2, CHKA, CHMP4A, TSSK4, CHODL, CNTN5, COG6, COPS3,
CPEB3, CREB5, CSNK1G1, CTNND2, CTXN2, CUEDC1, CYP4X1, CYP4Z1,
DGKZ, DHRS1, DOC2A, DOK7, DPP6, DUT, EFNAS, ELMOL1, EPN1, EPX, ERC1,
EXOCS6, EZR, FAM234A, FAM81A, FBLN1, FBN1, FEM1C, FGFBP3, FHIT,
FLCN, FSTL1, GAL, GAS6-AS1, GBE1, GCC2, GCNT1, GGPS1, GLRAS, GRIKZ2,
GRK1, HECWZ2, HERC1, HIPK2, HIRIP3, IGHMBPZ2, INO8OE, IPO4, IRF9, ISX-
AS1, JAK1, KDM2A, KLHDC4, KLHL26, KLK1, KLK13, LARS2, LARS2-AS1,
LEPR, LGR5, LINC00376, LINC00565, LINC00583, LINC01037, LINC01305,
LINC01310, LINC01416, LINC01500, LINC01539, LOC642484, LINC01543,
LINCO01844, LINC01869, LINC02453, LOC100506403, LOC100507065,
LOC101926934, LOC101926963, LOC101927100, LOC101928048,
LOC101928119, LOC101928446, LOC101928551, LOC102467217,
LOC112694756, LOC284930, LOC401478, LRP5, LRPAP1, LRRIQ1, MACROD?2,
MAML3, MGST2, MARCHF5, MED13L, MFSD1, MIB1, MICU2, MIPEPP3,
MIR1246, MKS1, MRPL21, MRPL57, MYEF2, MYT1, NAP1L4, NDST4, NDUFSS,
NPAS3, NPHP4, NRG3, NTM, NTRKS, - PAPPA2, - PAX2, - PC, - PCDH15, -
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PCDH9, - PCMTD?2, - PDEA4D, - PISD, - PLEKHF2, - PLEKHHZ2, - PPP3CA, -
PPP6R3, - PPT1, - PRKAR1B, - PRR16, - PRSS1, - PSMG1, - PTK2, - PTPRM,
RABEP1, RAI14, RASA3, RASGRF2, RAVER2, RBFOX3, RBM34, RBM4, RBM4B,
RGS12, RNASE2, RNASEH1, RNASEH1-AS1, RPS6KA2, RPS7, SDK1, SENP2,
SGPL1, SKA3, SLC12A1, SLC24A5, SLC25A27, SLC44A5, SLC45A2, SLCT7AS, SP9,
SPACAL, SPATAS, TAF4B, TAOK2, TMEM219, TCF7L1, TCIRG1, TDRDS,
TENM2, TENT2, TESMIN, TICAM2, TMED7-TICAM2, TM9SF1, TMC3-AS1,
TMED7, TMEM255B, TNKS2, TNKS2-AS1, TOMMZ20, TRDN, TRMT44, UTRN,
VAV2, VPS37C, VWC2, WIPF1, ZDHHCZ20, ZFYVESY, ZNF12, ZNF609, ZNF805,
ZPBP,

IOxurie
OCETHUHBI

ADAMTSL2, AGBL4, ALDH3B1, ANHX, APOL1, APOL2, ARHGAP42, ARHGAPS, -
PRR5-ARHGAPS, ARID4B, ARNT, ATP5F1B, ATP6AP1L, B3GALNT2, TBCE,
BAZ1A, BAZ2A, BPIFB3, BTAF1, Cllorf24, C160rf92, TLCD3B, CASZ1,
CCDC146, CDH13, CDYL, CELSR1, CERS2, CHKA, COLEC11, CPEB3, CPEB4,
CPXM1, CRYZ, CTXN2, CTXND2, CUEDC1, DCUN1D2, DHX37, DOC2A, DUT,
EFCABG6, EFCAB6-AS1, EFNA5, ERC1, EXOC6, FAM163B, FBN1, FGFBP3,
FRG1-DT, FSTL1, GAL, GAS6, GAS6-AS1, GBE1, GCC2, GCC2-AS1, GFER,
GGPS1, GMEB1, GPR65, GRIK2, HERC1, HIPK2, HIRIP3, HSD17B12, INOS8OE,
ISX-AS1, KCNS3, KDM2A, KIAA0586, KLHDC4, KLK1, LIMS1, LINC00376,
LINC00649, LINC01831, LINC01869, LINC02453, LOC100506403,
LOC101928048, LOC105374428, LOC112694756, LOC401478, LOXHD1, LRPS,
MACROD2, MAJIN, MCTP1, MFSD1, MIR1246, MPPED1, MRC1, TMEM236,
MUC1, MUC4, MYEF2, MYLIP, MYT1, NACA, NAP1L4, NDUFS8, NKAINZ,
NPAS3, NPHP4, NTF3, NTM, OPA1, OSBPLS6, - PAX2, - PCDH15, - PCMTD?2, -
PITRM1, - PITRM1-AS1, - PPM1F, - PPP1R12A, - PPP2R2A, - PPP2R5E, -
PPP6R3, - PRIM1, - PRKAR1B, - PSMG1, - PTGESS, - PTK2, - PTPRD, RABEP1,
RAI14, RARB, RAVER?2, RBFOX1, RBM34, RIT2, RNASEH1, RNASEH1-AS1,
RNF125, RPS7, SETDB1, SGPL1, SKAS, SLC12A1, SLC24A5, SLC41A3, SLC45A2,
SNX2, SPIRE2, STRN3, TAOK2, TMEMZ219, TCIRG1, TENM2, TMCO3, TMEM108,
TNKS2, TNKS2-AS1, TOMMZ20, TOP3B, TRIM46, TRNAU1AP, TYWS, VAVZ,
VWAS3A, WDFY3, WDR20, WWOX, ZBTB7C, ZKSCAN7, ZKSCAN7-AS1, ZNF660,
ZNF805,

Pycckue

A4AGALT, ABCGS8, ACSL1, ACTNS3, ACTR2, ADAMTSL2, ADGRB3, ALDH3B1,
ALDOA, LOC112694756, ALKAL1, AMBRA1, APBA2, APOL1, ARHGAPZ26,
ARHGAP26-AS1, ARHGAPS, - PRR5-ARHGAPS, ARID4B, ATP4B, BDH1, BNC2,
BPIFB3, BPIFB4, BRWD1, BTAF1, Cllorf24, C11orf80, C160rf92, TLCD3B,
C5orf64, LOC101928651, C50rf64-AS1, CABP4, CARNS1, CARS, CCDC138,
CCDC87, CCS, CDH13, CHD2, CHKA, CLCF1, COL6A5, CORO1B, CPEBS,
CRTC1, CTSF, CTXN2, CUEDC1, CYP4X1, CYP4Z1, CYTH3, DAB1, DCC, DCP2,
DGKZ, DHDDS, DOC2A, DPM2, DPP6, DUT, EFCAB6, EFCAB6-AS1, EFNAS,
EPB41, EPC2, EPS15, ERC1, ERH, ERP44, EXOC6, EXOC6B, EZR, FCHOL,
FGF12, FGFBP3, FLT3, FOXP1, FSTL1, GAL, GALNT17, GALNT9, GCC2, GCC2-
AS1, GPATCH1, GRIA2, GRK1, HERC1, HERC4, HIPK2, HIRIP3, HRAT92,
IGF2BP3, MALSU1, INOS8OE, INSC, KIRREL3, KLHDC4, KLHL26, LIMS1,
LINC00376, LINC00381, LINC00565, LINC00942, LINC00955, LINC01258,
LINCO01416, LINC01435, LINC01500, LINC01539, LOC642484, LINC01844,
LINC02147, LINC02299, LINC02420, LOC100130987, LOC100506403,
LOC102724579, LOC107984132, LOC401478, LOC649133, LRP5, LRRK1, LTBP4,
MAP1S, MARCHF5, MAST4, MCC, MECR, MFSD1, MICU2, MIPEPP3, MIR1246,
MIR422A, MIR4275, MIR4300HG, MIR600HG, MIR646HG, MKS1, MPPEDI,
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MSX2P1, OR4D1, MYEF2, MYT1, NAP1L4, NDUFS8, NPAS3, NRG1, NTF3,
NTRK3, OAF, OPAL, OPA1-AS1, OPRD1, OSTCP1, - PC, - PCDH15, - PCDHO9, -
PCMTD?Z2, - PDE4D, - PLEKHHZ2, - PPP1CA, RAD9A, - PPP3CB, - PPP6RS, -
PRKG1, - PRPF4B, - PRX, - PSMG1, - PTK2, - PTPRCAP, - PTPRS, RABEP1,
RABGAP1, RAD50, RANBP2, RBFOX3, RBM14-RBM4, RBM34, RBM4, RBM4B,
RC3H2, RGS12, RHPN2, RNASEH1, RNASEH1-AS1, RPS6KB2, RPS7, SERTADI,
SERTAD3, SGPL1, SHKBP1, SLC12A1, SLC24A5, SLC39A9, SLC45A2, SPIREZ2,
SPTBNZ2, SPTBN4, SRSF4, SSR1, STRBP, STX8, SYT9, TAOK2, TMEM219,
TBC1D10C, TBC1D22A, TCAIM, TCF7L1, TCIRG1, TMEM255B, TNKS2, TNKS2-
AS1, TRAPPCY, UMAD1, VPS37C, VSNL1, VWC2, WARS2, ZBTB26, ZBTB6,
ZDHHC20, ZKSCAN7, ZKSCANS, ZNF12, ZNF165, ZNF192P1, ZNF264, ZNF445,
ZNF609, ZNF805, ZPBP, ZSCAN12P1, ZSCAN16-AS1,

V30exku

A4GALT, ABCA10, ABCB1, RUNDC3B, ACSL1, ACTN3, ACTR3B, ADAMTS9-AS2,
ADAMTSL2, ADGRL3-AS1, AGBL1-AS1, AGO2, AGTPBP1, AHCTF1, ALDH1L?2,
ALDOA, LOC112694756, ANKRD12, ANKRD46, ANXA10, APAF1, ARHGAPS, -
PRR5-ARHGAPS8, ARL6IP5, ASPH, ASTN2, ATP2C1, ATP4B, ATPSCKMT,
B4GAT1, BACE2, BBS1, DPP3, BBX, BRMS1, BRWD1, BTAF1, C110rf80,
C15o0rf61, C160rf92, TLCD3B, C20rf76, C50rf66, C50rf66-AS2, C70rf50,
CAMSAP2, CASP3, CCDC146, CCDC87, CCNJ, CCS, CD44, CD55, CD96,
CDH13, CDK8, CDX2, CDYL, CELSR1, CENPU, CEP192, CFAP53, CHD?2,
CLDN16, CLVS1, COLEC11, CPEBS, CREB5, CRTC1, CSMD1, CSMD2, CT69,
LINCO01010, CTIF, CTSF, CTXN2, DAB1, DCC, DCP2, DDX59, DEF8, DENND?5A,
DHRS3, DMRT1, DMRT3, DNAJA4, DNMT3B, DOC2A, DOCK10, DOCK?2,
DOCKS8, DOK7, DPP6, DTD1, EDNRB, EDNRB-AS1, EFCAB6, EFCAB6-AS],
EFCABS8, EGFLAM, EGFLAM-AS4, ELMO1, ENPP6, ENTPD1-AS1, ENTR1,
EOGT, EPB41, EPN1, EPS15, ERC1, ETFA, EXD3, EZR, FAM13A, FAM163B,
FAM20C, FAM234A, FAMB1A, FANCA, FBLN1, FER, FGFBP3, FKBPL, FLT3,
FOXP1, FSTL1, GAL, GALNTY9, GAREM1, GAS6, GAS6-AS1, GBE1, GEN1,
GPATCH1, GPR156, GRIK?2, GRK1, GSG1L, GTF2IRD1, HERPUD2, HIRIP3,
HMGCS2, HMX1, HRAT92, HSPA13, IATPR, IFT43, IGHMBP2, IGSF9B, IKBIP,
IL27, INO8OC, INO8OE, INPP5E, INSC, IQCH, IQCH-AS1, ISX-AS], ITFG1,
ITGAL, ITPR1, JAKMIP2-AS1, KAT14, - PET117, KCNS3, KCTD13, KDM2A,
KIAA0586, KIAA1109, KIF14, KLHDC4, KLHL26, LEPR, LINC00452, LINC00565,
LINC01234, LINC01578, LINC01677, LINC01934, LINC01990, LINC02005,
LINC02104, LINC02361, LINC02365, LINC02453, LINC02511, LOC100506403,
LOC101926963, LOC101927421, LOC101928069, LOC101929526,
LOC102724064, LOC102724467, LOC105372441, LOC105375131,
LOC105376360, LOC339166, LOC401478, LRP5, LRPAP1, LRRC58, LTBP4,
MACROD2, MAP2K4, MAP2K5, MAPRE1, MC1R, MC3R, MCC, MDM4, MECR,
MIR3945HG, MIR4713HG, MIR548AG1, MIR600HG, MPPED1, MRC1, TMEM236,
MRGPRF, MRPL21, MTAP, MTSS1, MYEF2, MYH11, MYRIP, NAA60O, NDUFSS,
NDUFV1, NME7, NTF3, NUP37, OR13C5, OR13C8, OR13C9, OR51B2, OR51BS5,
OR51B6, OR5111, OR5112, OR51J1, OR51M1, OR51Q1, OR52B6, OR5AK2,
OR5AK4P, OSBPL6, OSMR-AS], - P2RY1, - PAFAH2, - PAPPA2, - PC, - PCBP2, -
PCDH15, - PCDH9, - PCNX1, - PDE11A, - PGBD?2, - PHF21B, - PHKB, -
PLEKHAS5, - PLUT, - PMPCA, - PMS2CL, - PPM1E, - PPM1F, - PPM1L, -
PPP5D1, - PPP6R3, - PPT2-EGFLS, - PRIMPOL, - PRKAR1B, - PRR16, - PRSS1, -
PSMG1, - PTK2, - PTPN2, - PTPRNZ2, - PTPRU, - PTPRZ1, RAB11FIP3,
RABGAP1, RAD51AP2, RAD51C, TEX14, RAG1, RALGAPA2, RALY, RASA3,
RBBP9, RBFOX3, RBM14-RBM4, RBM23, RBM4, RBM45, RBM4B, REM2, RGS12,




156

[Tpomomxenre TadauIbl A.S

[Tonynsiuuu

['ensl ¢ curHaiaMy HapaBJIEHHOTO OTOOpa

RHBDD1, RHPN2, RNASEH1, RNASEH1-AS1, RNF125, RNF138, RNF180, RNF39,
RNF6, RNLS, ROBO4, RPL3, RPS7, SDK1, SEC16A, SEC23B, SEHI1L, SENPZ2,
SEPHS2, SEPTIN4-AS1, SERTAD4, SERTADA4-AS1, SGF29, SGPL1, SH3BP5L,
SLC12A1, SLC16A12, SLC16A12-AS1, SLC16A9, SLC24A3, SLC24A5, SLC25A3,
SLC25A40, SLC29A2, SLCBAS, SLCO1B3, SLCO1B3-SLCO1B7, SMC6, SMIM26,
SP1, SPART, SPART-AS1, SPATAL3, SPIRE2, SPOPL, SPTBN2, SRSF4, STT7L,
STK24, STRBP, STX8, SULT1A1, SULT6B1, SYNGR1, SYT14, TAF4B, TAOKZ2,
TMEMZ219, TBC1D22A, TCF25, TESMIN, TGM4, TMEM207, TMEM255B,
TMEMS0B, TMF1, TNFSF15, TNKS2, TNKS2-AS1, TRIM24, TRIM6, TRIM6-
TRIM34, TRPC3, TSPAN10, TTLL1, TUBB3, TWISTZ2, UBA3, UBE2U, UPF1, VAVZ,
VSNL1, VWC2, WASHCS, WDR61, WFDCS5, ZBTB26, ZBTB6, ZDHHC?24,
ZDHHC3, ZFPM2, ZFYVEY, ZNF12, ZNF248, ZNF25, ZNF276, ZNF316, ZNF33A,
ZNF33BP1, ZNF460-AS1, ZNF609, ZNF805, ZPBP,

Bercel

ABCGS, ACSL1, ADGRB3, ADGRL2, AGBL4, AGBL4-IT1, ALDH3B1, AMBRA1,
APBA2, APOL1, ARHGAP26, ARHGAPS, - PRR5-ARHGAPS, ARID4B, ARL15,
ATP4B, BDH1, BMP7, BNC2, C11orf24, C160rf92, TLCD3B, C190rf47, CCDC87,
CDH13, CDH17, CFAP77, CHAMP1, CHD2, CHKA, CHRNB1, COL19A1, CPEBS,
CREB5, CSMD1, CTXN2, CUEDC1, CYP4X1, CYP4Z1, DCC, DCP2, DGKB,
DHDDS, DIAPH3, DOC2A, EFCAB6, EFCAB6-AS1, ERC1, ERH, EXD3, EXOCS,
EZR, FAM102A, FAM114A1, FAM163B, FAM81A, FANCA, FEM1C, FGF11,
FOXP1, GAL, GAS6-AS1, GCC2, GCC2-AS1, GPATCH1, GRIK2, GRK1, HERC1,
HIRIP3, HMX1, IGFLR1, IGHMBP2, INO8OE, INSC, ISX-AS1, ITGAL, JAKMIP2-
AS1, KCNH7, KDM2A, KLHDC4, KLK13, KMT2B, LAMA2, LDAH, LIMS1, LIN37,
LINCO00381, LINC00886, LINC01088, LINC01258, LINC01416, LINC01435,
LINC01500, LINC01539, LOC642484, LINC01844, LINC02012, LINC02208,
LINC02299, LMBRD1, LOC100506403, LOC101926963, LOC101927100,
LOC101928048, LOC101928894, LOC101929721, LOC102723899,
LOC102724579, LOC112694756, LOC284930, LOC401478, LOC649133, LRP5,
LURAP1L-AS1, MARCHF1, MED13L, MICU2, MIPEPP3, MIR1246, MORNS3,
MPPED1, MRPL21, MSH4, MSX2P1, OR4D1, MYEF2, MYLIP, NDUFS8, NELL1,
NFATC2, NKAIN2, NOS1AP, NOX3, NPAS3, NTF3, OAF, OR2G2, ORAIL, - PAX2,
- PAX8, - PAX8-AS1, - PCDH15, - PCDH9, - PGBD?2, - PLEKHF2, - PLEKHHZ, -
POLR2A, - POU2F3, - PPL, - PPP3CA, - PPP3D1, - PPP6R3, - PREX1, -
PRKAR1B, - PROSERS, - PTENP1, - PTGDR, - PTK2, RABEP1, RAE1, RBM14-
RBM4, RBM4, RBM4B, RHPN2, RNASEH1, RNASEH1-AS1, RPS7, SAMHD1,
SEPHS2, SETX, SGPL1, SH2B3, SLC12A1, SLC14A2, SLC24A5, SLC39A9,
SLC44A5, SLC45A2, SPIRE2, SPO11, SPTBN2, SPTBN4, STAG1, STX8, SYT9,
TAOK2, TMEM219, TBC1D22A, TCAIM, TCF7L1, TCIRG1, TESMIN, TICAMZ2,
TMED7-TICAM2, TLDC2, TLR6, TMED7, TMEM255B, TOPAZ1, TOX2, TTF1,
U2AF1L4, U2AF2, UBN1, UPK1A, USP48, VAV2, VWC2, ZBTB32, ZBTB4,
ZDHHC20, ZKSCAN7, ZKSCAN7-AS1, ZNF197, ZNF660-ZNF197, ZNF276,
ZNF35, ZNF419, ZNF445, ZNF501, ZNF502, ZNF549, ZNF550, ZNF660, ZNF664-
RFLNA, ZNF773, ZNF852, ZPBP, ZRANB3,
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T'ennl

bamkups! (b)

LINC00682,LINGO2,RBMS3,SDK1,S0OS1

Bbamikupsi (IT)

DNAJC5B,GABRB2,GPX6,LINC00824,NCAN,PREP,RHOJ,STARDA4-
AS1,7/BTB38

becepmsne

ARHGAP26,CPA6,FOXK1,GABRB2,KIAA1217,LINC01194,L0C100130207
,L0C101928516,LOXL2,MCC,NRXN3,0PRD1,PTPRN2,SMYD3,TP53BP1,
WWOX,XIRP2,YTHDF2

UyBamm

CAPN14,CD226,CUX2,FAF2,FLJ22447,GABBR1,GRM5,HIST1H3I,LINCO
1229,LINC01266,NRXN3,RARG,RHOJ,ZSCAN31

Kapenst

ANO3,ARHGAP10,ARHGAP26,CSMD1,GPATCH1,GUSBP2,LDHALGA,LR
P2,MIR4500HG,NFIA,NKAIN3,0R10C1,PPM1L,PREP,ROR2,RTTN,SLC14
A2

Komu

ABLIM2,CFAP299,DGKI,DNAJC5B,ELMOL,GALNT16,LINC00682,LOC10
5374960, MCC,NGF-
AS1,NRG3,PLXNA4,PREP,PSTPIP2,PTPRB,PTPRR,SLC22A23,SLC24A5,S
UGCT,UBE2Q1

Mapuidiisi

ARHGAP10,CSMD1,DPY30,ELMO1,GALNT2,GLDN,KIAA1324,LIMCH1,L
INC00707,LINC01229,LINC01252,LINC01498,LINC02603,LOC101929705
,LRP1B,MALRD1,MECOM,NALCN-
AS1,NDST4,NREP,NRXN3,PDE1C,RANBP3L, TAP1

Mopnga (9)

ACTN2,ARHGAP26,COL6A5,DLG2,IRS1,LINCO1727,MTTP,SLC22A23

Mopnasa (M)

ABI3BP,ANKRD44,ARHGAP10,ARPP19,CFAP77,CTNNA3,DLG2,FTO,GR
M4,HLA-
DMA,IL1RAP,KCNH7,LINC01622,LINC02255,LINC02268,LOC285766,LO
NRF1,LSM2,MARCHF8,MYPN,NALCN-
AS1,PRMT8,PSD3,RSPO4,SAMD4A,STK32B,TVP23A

Mopnga (1)

CDH13,COL6AS5,FAM184B,H2AFY2,LTBP1,TBC1D9,ZNF536

Tataps! (K)

CACNB4,CUX2,DACH1,DIRC3,DLC1,DPH6,EPB41L3,IL12A-
AS1,IL1IRAP,JAK1,LOC101927272,L0C101927960,LO0C101928622,LRIG1,
LRIG3,LRP1B,MAP3K5,NDST4,NRXN3,0R10C1,PIKFYVE,PPM1L,RSPO4
,SLC45A2 XIRP2

Y aMypTsl

CDH16,ELMO1,HPS1,LINGO2,MALRD1,MAP3K5,MYO3B,NDUFA4,PRD
M16,SLC24A5, TNFRSF21,TNRC18

Y amyptsl (b)

AIFM2,ARHGAP26,ARL15,BACH2,BRD9,CDYL2,CHRM3,CLSTN2,DGKB,
DGKZ,ELMO1,GNA14-

AS1,LINC00578,L0C643542, MAN2B2,NKAIN2,PSPC1,PTPRM,RORA-
AS1,SH2D4A,SPATA5 TMEM117, TMEMZ260,TP63

Y amyptsl (111)

CNBP,COL11A1,GRM4,GUSBP2,ICA1L,KCNAB1,KCNH7,LOC101927066
,LOC646588,POU2F3,PREP,PRMT8,RBMS3, TMTC2,TRABD2A

Bercrel

ABL1,ARHGAP26,CADM1,CDH26,CFAP77,CSMD1,CTIF,DIRC3,ELMO1,
EPCAM-DT,ESR1,GRIKZ2,ICA1,IRS1,ITGA9-
AS1,KIAAQ319L,LINC00702,LINC01584,LINC02241,LOC285766,LRP1B,L
RRC52-
AS1,MAGI2,MGAT5,MTUS1,MYOM2,NFIB,PISD,PPL,RHO,SMIM28,SNT
G1,5T18,STK32B,TBX19,TMTC2,UPK1B,UTRN,ZMYM4

Arynsl

AOPEP,LINC01622,LUM,NAALADL2,ROR2,STARD13




158

[Tponomxkenue Tadauib A.6

[Tonynsunu

T'enrl

AXBax1bl

ADCY1,ANTXR1,APOD,CHST11,CUEDC1,FAM155A-
IT1,FSTL4,GK5,GREM2,GRHL2,GRINZ2B,IGF1R,KIFC3,LINC01229,LINC
02147,L0C100288728,L0C100507053,L0C101927410,LOC105373805,LO
C400655,LOXL1-
AS1,MCTP1,MIR1268A,MTMR7,MYB,NFIA,PALD1,PARD3B,PATJ,PAXS,
PDzZD2,PFKFB3,PPP2R2C,RXYLT1-
AS1,SLC45A2,SLC5A8,SMYD3,ST6GALNAC1, TENM2,TMEM192, TSPAN3
3,TSPEAR

AHIUALIBI

ABL1,ARHGAP31,CFAP299,DGKB,DLG2,EIF5A2,FRMD4A,GABRG3,HIS
TIH3IL,IMMP2L,KANK1,LIN7A,LINC01622,LINC02046,LOC105377590,LR
MDA,MACROD2,MCMB3AP-
AS1,MTUS2,NKAPL,NRG3,NRXN1,PGBD1,PPP2R5C,PRMT8,QPCT,RHO
J,RSU1,SLC4A4,STK10,TOB2P1,TRPM8,ZKSCAN3,ZKSCAN4,ZKSCANS,Z
NF192P1,ZSCAN16-AS1,ZSCAN26,ZSCAN31,ZSCAN9

ApUmnHIIBI

ABCA4,ACVR1,ASPH,CELSR1,CNTNAP2,CSMD1,DLC1,DST,EYA4,ICAL,
LINCO01317,LRIG3,MLPH,MTUS2,NRXN3,PLEKHG1,PPL,RNF6,SH2D4B,
SLC35F4,SLC38A8

ABapiibl

BAG2,CACHD1,EPB41L4A,FAM13A,FAM186B,HUS1B,KCNH7,LCORL,LI
NC00355,L0C101928622,L0C101929705,LRP1B,METTL24,RFX8,TMBIM
6,TNFRSF21,TOX2

barynansl

CFAP299,CR1,ERC1,HIFOO,PTPRE

bexxTuHIb

ABLIM3,CALCOCO1,CNTNAP2,CSMD1,DIRC3,DRD3,GPC5,GRM7-
AS3,KCNE4,LINC01359,PPM1H,PREX1,SLC25A48,SPTB, TRAPPC9

boTmuxner

CPNES8,DLG2,MSI12,ZSCAN31

Yamajainl

ADGB,AFF1,ARHGAP26,CREB3L2,CRMP1,GCOM1,MYZAP,KIAAO319L,
NKAIN2,NPSR1-AS1,PTRHD1,SCART1

JapruHusl

CPNE4,GRMS5,INPPSD,LINC00423,PLCXD2,PLXNA4,SLIT3, TENM3, TMT
C2,TRPM8,ZNF436
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ABR,ACTR6,ADAM33,ARFGEF3,ARHGAP42, ARHGAPS8,PRR5-
ARHGAPS,ATF7,ATF7-
NPFF,BLM,BNC2,BTLA,CADPS2,CAPN14,CAPN5,CBX2,CD200R1,CD44,
CD96,CDH4,CHST11,CNTN5,COMMD1,CRADD,CSNKA2IP,CTDSP2,DD
B2,DIRC3,DTNA,DTNB,EFCABS8,ERN2,EYS,FAM217A,FAM221B,FBN2,F
GF12,FLI1,FLI22447,FLRT2,FLT1,FRMD6,FRRS1L,FSTL4,GNAL,GNG4,
GPC6,GRID1,GRK5,GYPC,HS3ST2,ICA1,1L17B,IL1RAP,ITPR1,KCNAB1,
KCNIP4,KCNMA1,KCNN3,LAMP3,LINC01058,LINC01170,LINC01182,L1I
NCO01303,LINC01599,LINC01630,LINC01924,LINC02046,LINC02232,LIN
C02572,LINGO2,LMO1,L0C101929570,LOC730100,LOXL2,LPCAT1,LPP,
LRP1B,LTK,MACROD?2-

IT1L, MADD,MAGI2 MANSC1,MCF2L2,MECOM,MICAL2,MIR4535,MTUS2
,MYO7A,NAALADL2,NDUFAF6,NEGR1,NELL1,NLRP11,NLRPO,NTM,NT
NG2,NUB1,NUDT15,0R51E2,0TOF,PAMR1,PCDH15,PDE10A,PHACTR2
,PON1,PPP2R5C,PRELID2,PRKAR2B,PTPRD,PTPRE,PTPRT,RAPSN,RBF
OX1,RBFOX3,RHOJ,RNF13,RORA,RPS6KA2,SCHLAP1,SLC45A2,SLC45A
4,SLC9A9,SLIT3,SNAP25,SPTB,SPTBN5,SUCLA2, TAS1R2, TBX19,TBXT,T
ENM4,TGM3,THBS4, THUMPD3,TMEM132B,TMEM132D, TNFAIP8,TNIK,
UMODL1,UPP2,USH2A ,WDR70,ZBP1,ZFAT,ZNF385B

I'yH3uO11BI

ABCC2,ACOX2,ADARB2,ANKS1B,ARHGAP26,ASAP1,ASTN2,BCL2,CACN
Al1C,CACNA1E,CADM2,CADM2-
AS2,CCR6,CLASP1,CNKSR3,CNPY1,CNTN5,CNTNAPS5,CRHR1,CSMD2,D
NAH10,DPH2,FAM163B,FAM49B,FAM81A,FER1L6,FGF12,FGGY,FLJ22
447,FSHR,GABBR2,GABRB2,GALNT16,GRIK2,HRAT92,HUNK,IGSF21,IN
TS6,KCND2,KIF3C,LINC02210-
CRHR1,LINC02348,LINC02542,LINC02650,LINC02743,LNX1,LOC100506
023,L0C101928510,LO0C105373764,LRMDA,LRRFIP1,LRRTM4,MEGF9,
MIA2,MIR100HG,MSRA ,MT1A MTRR,NECAB2,NREP,OVCH1-
AS1,PAPSS2,PAQR9-
AS1,PAX7,PCARE,PLXDC2,PPFIA4,PRELID2,PREX2,PRKG1,PTPRG-
AS1,PTPRN2,PTPRS,RARB,RGS14,RPS6KA2,SCARA5,SH2D3A,SLC22A18
AS,SMAD7,SPPL3,SPTBN1,ST6GALNAC3,SYT6,UBAP2L,UBASH3B,VWF,
WDR70,ZHX2,ZNF717

Kapanoraiitst

ACVR1,BTN3A2,CELSR1,CRISPLD1,CUEDC1,DLG2,KCNE4,KEL,KIAA13
24,KI1AA1549,LINC02147,LINC02208,LLCFC1,LOC101927267,LOC15391
0,PDGFRL,PPP2R5C,RARG,RFX3,SDK1,TEAD4,TRABD2A

KapaTtuHub

ABI2,ALK,ARHGAP26,CARD11,CCDC83,CDH13,CLSTN2,COL6A6,DLG2
,DPP6,ERBB4,EYA2,F13A1,GABRB2,HIST1IH2AK,HIST1H3l,HMGCR,LIN
C01807,LRP1B,MAB21L3,MOXD1,NELL1,NFIA,PCGF5,PGBD1,PPARAR
RP8,RSPO4,SHANK2,SLC4A10,SLC4A4,SPSB4,STK10,TENM2,ZKSCANS,
ZKSCAN4,ZSCAN23,ZSCAN26,ZSCAN31

XBapIIMHbI

CTNND2,FBN2,LINC02247,LOC105616981,LRRC52-
AS1,PLEKHG1,RAP1GAP2,ZNF211

Kywmbiku

ARHGAP26,DACH1,LRP1B,ZBTB38
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Jlakuel

AGMO,ARHGAP26,ARHGAP26-
AS1,CEP128,EYA4,FAM238C,FAM71D,FLJ22447,FMO3,GNAT3,HCN4,LI
NCO01303,LINC01376,LINC02107,LRRC4C,MAGI1,MCTP1,NELL1,PLXNA
4,PRDM16,PRMT8,PTPRD,PTPRK,SEMAGA,SLCO1B1,TMTC2

Jle3rnuHel

ACSL3,ASCL1,BARX2,CLSTN2,ETV7,HECW2,HSPG2,HYDIN,IL16,KCND
2,LINC00682,LOC100996447,L0C101929705,NFIA,NKAINZ2,PLXNA4,RAR
G,SCOC,SCOC-AS1, TMTC2,UVRAG,ZBTB38

PyTynb1ibl

CTNNA3,CYYR1-
AS1,FLJ22447,GRID1,KIF6,LINC01844,LMF1,LOC339874 NUDT16P1,M
CC,MECOM,MIR31HG,0R12D3,0R2J3,PIGG,PNLIPRP3,SNHG26,SOBP,
WT1,ZNF536,ZSCAN23

TaGacapanbl

CELSR1,CFAP70,DAB1,ESR1,GRIK1,GRIK1-AS2,LYRM4-
AS1,NAALADL2,PPP2R5E,PSTPIP2,ROR2, TMTC2,TRPM8,ZBTB20

TuHANHIIED

ACTN2,ACVR1,B3GNTL1,BDH1,BZW1,C50rf46,DUT,ESR1,FMN2,GRIK1,
LINC01266,LINC01378,L0C101928622,LOC285766, MTMR7,NAALADL?2,
NPSR1-

AS1,0LFML2B,PIGG,PXDNL,SLC12A1,ST3GAL3,SYNE2, TRPM8,ZNF12

axypsl

CFAP299,DOCK1,FGF2,FLOT1,LINC00506,TUBB

Ile3nl

CAMKMT,CCDC149,EDC4,ESR1,GRIK2,GRM3,GSAP,NLGN1,P3H2,SLC
39A11,STK39,STXBP5-AS1, TMEM196,TMPRSS11D, TSPOAP1-AS1

A0Oxa3sl

ADGRAS3,ANKRD44,AOPEP,ARHGAP26,GPHB5,HEATR1,IL1RAP,JHY LI
NC00923,LINC02444,L0C101927078,L0C101927267,LOC105377590,LRP
1B,MACROD2,MLPH,PPP2R5E,PSTPIP2,PTPRD,RPF2,STK32B,TENM2,
TMEM154,TNIP3

AnpITe el

KCND2,LPL

bankapibt

ANXA4,KHDC1,PLXNA4

YeyeH1 bl

ACBD6,ARHGAP10,CELSR1,CRYBG1,LRIG3,MAB21L3,MTURN,RARB,R
ARG,SLC5A4-AS1,SOAT2

Uepxkechl

APLP2,ARHGAP26,CYTIP,EPB41L4A KIAA1549,LINC00381,LINC01170,
PPP2R5E,SLC12A1,SLC7A6,SPTB,UVRAG,ZSCAN23

Nurymm

ARHGAP26,COL22A1,DAB1,DUT,FGF2,GCSIR,GRK5,KCND2,LINC0184
4,LINC02789,LOC730100,NRXN3,PGBD2,PPP2R5C,PSD3,PTPRM,RHOJ,
RSPO4,SPATS2L,STK32B,TEAD4

KapauaeBiib

BCAS3,CTNNA3,GRIK1,HIST1H3I,IL12A-
AS1,INPP4B,KCND2, MTMR2,0R2B2,ZSCAN31

Merpensl

C120rf50,CNKSR3,ERICH6,FHIT,GABRB2,INPP4B,KIF26B,LDB2,LGI1,L
INC01250,LUM,MCMB3AP-
AS1,PCDH18,PLXNA4,PPARD,PTPRK,PTPRM,SERPINI1,SLC39A11,SLC
45A2,SORCS1,WWOX

Horaiie:

DIRCS,DIRC3-
AS1,ICAILL,IRS1,LINC02046,LUM,MCC,NAV2,NRCAM,PLXNA4,PPL,SH3
GL2,STK32B,TMEM154,TRPM8,ZNRD1ASP

Ocetunsl (C)

ANO2,ARHGAP26,LYRM4-AS1,0PCML

Ocerunsl (10)

ABO,ARHGAP26,CFAP70,DEPDC5,FMNL2,GPHB5,GRIK1,LINC01378,L
0C100506497,PXDNL,RSPO4,SLC12A1,ZNF804B

Anraiinbl (B)

ADCY1,DHX37,DYNC1H1,FOXP1,LINC00682,LINC02299,LO0C101926960
,MGLL,PDE10A,PPP2R2B,PTPRG,STK32B,SUCLG2-AS1
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Aurraiiisl (K)

ADGRB3,ARL15,C50rf66,CELF2,LINC01378,LINC01622,RAPGEF2,RBFO
X1,RBMS3,S0X5

Bypsiter (A)

STAG1

Bypstsr (K)

GLO1,PCDH15,PLSCR1,PRR16,ST8SIAG,TNIK

Uykun

ACTA2,ADAMTS18,ANKRD60,CACNA2D3,CDCA7L,CDK5R2,CNTN5,FA
M135B,FHIT,GABRG3,GMFG,HS1BP3-
ITL,HYDIN,ITSN2,LOC100507283,MOBP,NALCN-
AS1,NCALD,NLRP5,NRXN3,0PCML,PAPPA,PCLO,PDLIM5,PGR,PRKAC
B,SAR1A,SCUBE2, TDRP,TENM2,TMEM65,TNIK, TSBP1-

AS1,VAV2 VSTM2A

UyibIMIIbI

ANKRD33B,CFAP299,DPP6,GRIA2,HLA-
DQA1,LAMA1L,LINC00473,LINC01435,L0C100128164,MEIS1,MIR646HG,
MYH11,PREP,PTPRN2,RDH10-AS1,RGMB-AS1,SAMD7,SPATS2,STARD4-
AS1,TMEM?244,TMSB10,TMTC2,TSBP1-AS1,USH2A XKR4,ZNF423

OBeHkH ()

ADGRB3,AUTS2,DOCKS8,DPP6,GABRB3,GAP43,LINC02294,LINC02743,
LOC101928855,MYO15B,NR5A2,NTF3,PTPRN2, TEC, TENT5A

OBeHkH (3)

ADH5,ANO3,FAM228B

Kanmpixku

CUEDC1,ERC1,MGST3,ZNF407

Kerrsl

LOC101928304,MCF2L2

Xaxacsr (L)

ANO3,CCDC138,CDH13,CUEDC1,EDAR,LINC00974,LINC02568,PRKG2,
STK32B

Xaxkacsr (T)

AATK,CYP1B1-AS1,FOXP2,GRIK4,HLA-
B,KIAA1324,LINC00448,LINC01630,LRP1B,MCPH1,MRC1,TMEM236,NC
KAPSL,NCOAY-
AS1,NRCAM,NTRK2,PALLD,PLD5,PPM1L,RARB,SDK2,ST6GALNAC1,TR
PC6,UBB

XanTs (K)

ARFGEF3,ATP2C1,BTBD9,CCDC33,CD226,CDH13,CSMD2,DGKH,DNA
H11,EGFLAM,FAM135B,GAP43,GDI2,GRIN2B,HCGY,ITPR3,KCNAB1,K
DM1B,LARGEL,LINC00473,LINC01006,LINC01339,LINC02147,LOC1005
07283,MAPRE2,PDZD2,PRIMA1,ROR1,RSPO4,SAA3P,SLC6A15,SMARCA
2,SMOC1

Xanrtsl (P)

ADGRAS,AFF3,ALX1,ANK1,ANKRD33B,APBAL1,ATP4B,ATXN1,CCND2,C
DH13,CDKAL1,CNIH3,CNTN3,CSMD2,CXADR,DCANP1,TIFAB,DDX55,
DSCAM,EPHAG,ERC1,FARS2,FAT2, GAREM1,GATAD2A,GDPD5,GLT1D1
,GNAL,KIF6,KSR2,LINC00929,LINC01088,LINC01339,LINC02006,LINCO
2147,LINC02618,L0C101927630,LOC101929595,LOC105370586,LOC105
374428,L0C339862,LRFN2,LYRM4-
AS1,MTCH1,MYOM1,NAV2,0R5D16,0SBPL6,PBX4,PCDH15,PGR,PIP4K
2A,PLEC,PLXNA2,PPP1R16B,PPP2R5C,RASGRP3,RDH13,RFC1,RMND1,
RNF7,ROBO2,RYR1,SAA3P,SDK1,SLC14A2,SLC35G2,SLC46A2,SLX4IP,S
NAP25,SOX1-
OT,ST18,STAG1,SUGP1,TAS1IR2, TCERGIL, TCF7L1,TCF7L2,TM6SF2,TM
EM163,TSHZ2,TSNAX-DISC1,WWOX

Kopsixu

AGBL1,ATP8B1,CACNA2D3,CACNA2D3-AS1,CCDC169-
SOHLH2,SOHLH2,CD96,CHI3L1,CLCN1,DOK7,FLJ22447, GACAT2,HDA
C9,ITPR1,KCNAB1,LIMS1,LINC02542,LOC100507053,LOC105369911,LR
RN2,MMP16,MREG,NLRP11,NRG1,0STM1-
AS1,PCDH15,PRKG1,SLC10A7,SLC16A12,SPIRE2, TMPRSS13,TNIP1,ZBE
D9
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Husxu HCG9,LRRC52-AS1, TMEM237

Tatapsl (T) ELMO1,L0C101927822

TyBUHIIBI ADH5,ANO3,BCAR3,CUEDC1,LIMS1,L0OC101927822,LYRM4-
AS1,RARB,RBFOX1,SULT1C4

V npreinsl HPSE,LOC101928764,RBMS3,ST8SIA1

SKyThI ADGRB3,CRTAC1,GLI3,HECW2,LCORL,NTRK3,PRDM6,RHOJ,SMOC1

HyHrane BDH1,CENPT,CUEDCI1,CYP1B1-
AS1,EDAR,LINC00448,PRKN,SHC3,SV2B,TSNAXIP1,XKR6,ZNF322

Kazaxu (M) CLMP,CUEDC1,CYP1B1-
AS1,DLG2,EPB41L3,LINC01229,LOC100420587,L0C101927822,NPHPA4,
PXDNL,SDK1,TRABD2A

Kazaxu(C) BACE2,CUEDC1,DAB1,ELMO1,LIMCH1,LINC00682,NAV2 PPP2R5E,PR
KN,RHBDD1,SPRYD3,STK10,TMBIM6,WWOX

Kupruszst BDH1,CADM3,CDH13,COL21A1,CUEDC1,ERC1,FBXO25,LAMAL,LIMC
H1,LINC02147,L0C101927822,PPP2R5C,RNF14,STK10,TRABD2A

V30eku ANO3,ATP13A3,C50rf66,CNN1,CYB561A3,DMRT1,ELMO1,NRG3,STARD

13
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IHS

[Honynsauuu T'ennl

Abxa3bl AAGALT,ALK,CALM2,COLEC11,EFCAB6-AS1,ENPP7,EXOC6B,FAM20C,FOXK1
,GAS6-AS1,LINC01844,LINC02444,.0C101929006,MRC1,TMEM236,MRPL23,PL
XNA4,PRKAR1B,RPF2,SERPINE2,SLC2A9,STK32B, TAFAL, TENM2, TMEM255B,X
IRP2

Anprreiiner | ABCA1,ABCC10,ABHD12,ADAMTS16,ADAMTS9-AS2, ADAMTSL2,ADCY8,ADGR
F2,ADGRV1,ADPGK,AFTPH,AGBL1,AGFG1,ALKAL1,ANKS1B,APLF,ARHGAP1
9-SLIT1,ARSG,ART3,ART4,ATEL1,ATP6V1G3,ATP8A2, ATPIB,BAG6,BAIAP2L1,BB
S4,BCAR3,BCAS3,BPTF,C2CD3,C3orf67,C40rf47,CCDC146,CCDC178,CCDC3,C
CDC91,CCP110,CDH10,CDK2AP2,CDK6,CELF2,CERT1,CFAPS52,CFAP99,CFH,
CHIC2,CHRNB3,CIB3,CLDN14,CLGN,CLTC,CMSS1,FILIP1L,CNTLN,CNTN5,C
NTROB,COG1,COL24A1,COL25A1,COL6A4P2,COL6A5,CRELD2,CSMD2,CSMD
3,CSNK2B,CSTF3,CTDSPL,CTIF,CTNNA2,CUEDC1,CYP19A1,DCAF4L1,DCAF5
,DDB1,DDHD1,DDX1,DERA,DIP2B,DIRC3,DIRC3-AS1,DLC1,DLG2,DMRT3,DN
AH6,DNAJA3,DOCK10,DOCK3,DOCK4,DOCK7,DSCAM,DSCAML1,DST,DTXA4,
ECD,EFCAB10,EFCAB2,ELF1,ELP1,EP400P1,EPB41L1,EPB41L4A EPHA4,ERB
IN,EVI5,EXD3,EXOC6B,FAM169A FAM186B,FBN1,FHAD1,FMNL3,FOXO1,FRA
S1,FSIP1,FUT9,GABRAS,GALK2,GANC,GAS7,GATAD2A,GATAD2B,GEN1,GFM
2,GJA9,GKAP1,GNAI3,GPATCH8,GPR39,GPR55,GRIK2,GRIN2A,GRIN3A,GRM8
,GTF2IRD1,GULP1,HDAC11,HEATR1,HECTD2-AS1,HIPK2,HIPK3,HIST1H2AK,
HMBOX1,HPSE2,HS2ST1,HTR7,IARS,IFI16,IMPACT,INPP4B,INVS,IRGM,ISM1,1
SY1-RAB43,RAB43,ITCH,ITFG1,KCND2,KCNQ3,KCNS3,KCTD10,KDM1B,KIRR
EL2,KLHL1,KLHL24,KMT2E,KNL1,LAMAS,LCE2A,LDB2,LGALS14,L GALSS,LIN
28B,LIN7A,LINC00261,LINC00402,LINC00452,LINC00469,LINC00504,LINCO056
5,LINCO00682,LINC00871,LINC00907,LINC00923,LINC01019,LINC01250,LINCO1
331,LINC01362,LINC01376,LINC01606,LINC01609,LINC02046,LINC02231,LINC
02389,LINC02436,LINC02585,LINC02624,LINC02664,LINGO2,LIPE-AS1,LNPEP
,L0C100129620,L.0C100288728,LOC100507291,LOC101927045,LOC101927141,
LOC101927668,L0C102724084,L0C105369911,LOC105371849,LOC105616981,
LOC145694,L0C285766,LO0C339166,LOC400655,LOC646588,LOC728755,LPL,L
RIG3,LRMDA,LRRC52-AS1,LRRTM2,LSAMP,LUZP6,MTPN,MACROD2,MAGI2,
MAP2,MAP3K19,MAPKAPK5,MARCHF6,MB21D2,MBOAT2,MC4R,MCTP1,MEL
K,MIER1,MIG7,MIOS,MIR99AHG,MMP16,MOBP,MPP5MRC1,MROH2B,MRPS1
5,MTHFD2L,MTRF1,MTUS2,MUC21,MYBPHL,MYO9A,MYOF,MYRIP,NCAM1,N
CBP1,NFE2L1,NFIANIF3L1,NKAIN2,NMBR,NOL8,NPM1,NR5A2,NSA2,NTRKS,
NUDT13,NUP50,0PA1,0PCML,0R52D1,0RC2,0RC4,0STM1,PAN3,PARP4,PC
DHA1,PCDHA2,PCDHAS,PCNT,PCNX4,PCSK5,PDCD10,PDE11A,PDE1A,PEX1,
PHACTR1,PHKB,PHLDB2,PLCXD2,PIK3CB,PIKFYVE,PIP4K2A,PISD,PJA2,PK
DREJ,PKHD1L1,PLA2G4A,PLCB4,PLCE1,PLEKHAS8,PLG,PLXNA4,PPARGCIA,
PPP1R12A,PPP1R12A-AS1,PPP2R5E,PPP4R2,PPP4AR3A,PRH1-PRR4,PRKAR2A,
PRKCQ,PRR14L,PRRC2A,PTPN14,PTPRB,PTPRK,PTPRN2,PTPRT,PTRH2,QSE
R1,RAB3GAP2,RACK1,RAD51AP1,RANBP3L,RAP1GAP2,RAVER2,RBM33,RHBD
D1,RIC3,RNF121,RNF14,RNF169,RPL39L,RPS6KA2,RSU1,RUFY3,RYR2,RYR3,S
CEL,SCHLAP1,SCP2,SEC23B,SELENOF,SEMA5B,SETD3,SFI11,SGCZ,SHLD1,SH
OC1,SLC14A1,SLC14A2,SLC28A3,SLC2A9,SLC30A9,SLC4A4,SLC4AT7,SLCIAS,SL
CO1B3,SLCO1B3-
SLCO1B7,SLK,SMADS5,SNX29,SP3,SPATA5,SPIN1,SPTB,SRP14,STIM1,STK31,SU
FU,SULF1,SYBU,SYNE2, TBC1D22A,TBC1D22B,TCF/7,TCFL5,TCTN2,TDRD9,TE
NM2,TENT2,TEX2, THEG,TM6SF2,TM9SF4,TMCC1,TMEM220,TMEM38B,TMPR
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SS11D,TMTC3,TNR,TPRG1,TPST1,TRPM3,TSBP1-AS1,TSHR, TTK,UBE3B,UHRF
1BP1,UNC5D,URB1,USP40,VWA2 WDR74,WFDC3,WWC2,WWOX,ZBTB7C,ZBT
B8A,ZFP90,ZFPM2,ZMYM5,ZNF148,ZNF333,ZNF398,ZNF521,ZNF562,ZNF577,
ZNF609,ZNF763,ZNF782,ZNRD1ASP,ZSCAN9,ZYG11B

Aryibl

AAGALT,AGBL4,BST2,CMYA5,COLEC11,ELMO1,FAM20C,GAS6-AS1,GRK1,LO
C100507065,L0C101928622,LRRTM4,MRC1,NRG3, TAFA1, TMEM255B

AXBaxmbl

ABRAXAS2,ADCY1,CUEDCL1,EIF4B,GRIN2B,KRTAP12-
2,LINC01951,LINC02147,LOC100507053,LOC105374972,MIA3,0R6C2,RUFY1,S
LC45A2,SLC5A8, TENM2,TRIM10,TSPEAR,WWOX

Anraiinbl (B)

FAM20C,FSTL1,LINCO00565,LINC02299,MRC1,TMEM236,RNASEH1,RNASEH1-
AS1,RPS7,SUCLG2-AS1, TMEM255B,TTLL1

Aurraiiier (K)

ATP4B,CCDC146,ERC1,FSIP2,GABBR1,GAS6,ISX-
AS1,LIMS1,NUDCD1,PKIA,RNASEH1-AS1,SOX5 TMEM255B

AHIUALEI

AAGALT,ARHGAP31,BABAM2,DLG2,EBF3,EPG5,ERG,EXD3,GABRG3,LINC004
52,LINC02046,LINC02516,L0C202181,MBD4,MIR2052HG,MOG,MRC1,MTUSZ2,
MYO1B,MYO1H,MYRIP,NPSR1-AS1,NR5A2,0PCML,PDEYSA,PGBD1,PPP2R2C,P
RMT8,RASA3,RNASEH1-AS1,RYR2,SHQ1,SOX2-OT,SPTB,STK10,TEX36,TMEM2
55B,TTC1,VTI1A,ZFYVE16,ZKSCAN4,ZKSCANS,ZNF192P1,ZSCAN16-
AS1,ZSCAN26,ZSCAN31

ApuuHIIBI

AAGALT,ASPH,CCHCR1,FAM20C,GAS6,GAS6-AS1,1SX-
AS1,LINC00452,MRC1,PACSIN2,PRKAR1B,RNASEH1-AS1,RPS7

ABap1ibl

A4AGALT,APOL1,BAG2,COLEC11,FAM13A,FAM186B,FAM20C,GALNT9,ISX-
AS1,KCNH1,LCORL,MRC1,POLN,PRKAR1B,RPS7,SUCLG2-AS1, TMEM255B

Bbarynamns

CDK17,COLEC11,CR1,DNAH14,FAM20C,FLI1,GAS6-
AS1,LINC00452,LINC00565,LINC02538, MED6,MRC1,TMEMZ236,RNASEH1,RPS7
,SIVA1,TMPRSS11E

bankapibr

ENPP7,MRC1,PLXNA4,RNASEH1,SLC2A9,TCTE1,ZNF12

bamikupst (b)

COLEC11,DCAFAL1,FAM20C,GRK1,MRC1,NRG3,PSORS1C1,SPATA13,TSBP1,T
SBP1-AS1,TWIST2,VAV2 YTHDC1

bamkupsl

(1)

ABLIM2,AFDN,CCDC102B,CCDC146,DHX16,DSCAML1,FAM120A,FAM20C,GA
BBR1,GAS6,GAS6-AS1,GSAP,HCG17,HCG18,INMT-
MINDY4,KCNH1,KCNH7,LOC100507065,MANBAL,MIR2052HG,NFIB,NIF3L1,N
UP210,0RC2,PDE1A,RBFOX2,RHEX,SLC2A9,SMADS5,SPATA5,STAB2, TM9SF4, T
MEM255B,TOX2,XIRP2,XKR6,ZBTB38,ZNF804A

bamkupst (C)

ARHGAP26,ATRNL1,B4AGALTS5,CAMSAP2,CDC16,CDH13,CDYL,COPS3,CUBN,
CYP20A1,DLC1,DMBT1,EGFLAM,ELMO1,ERC1,FAM20C,FHIT,GCNT2,GPX5,G
PX6,GRID1,HRH1,IMMP2L,KDM2A KEL,LINC00967,LINC01250,LINC01322,L1
NC01356,LINC01435,LINC02110,LINC02624,LIPE-
AS1,LOC145694,MRC1,MTHFD1L,NCOA1,NCOA3,NRXN3,PCDH9,PLCB4,PTDS
S2,RBFOX1,RHOJ,RPS6KA2,SIGLEC12,SLC25A21,SLC9A9,SPAG16,ST7,STARD
4-AS1,STK32B,TET2, TMEM236,TWIST2,USP12,YJEFN3,ZBTB38

becepmsne

CCDC102B,CDC14A,CPA6,CSMD1,CYP20A1,DDR1,DIRC3,DIRC3-
AS1,FAM126B,FAM20C,FBN1,FOXK1,FYB1,GAS6-AS1,GRK1,KCNMB2-
AS1,LINC02624,L0C100128317,MALRD1,MRC1,TMEM236,NECTIN3,NELL1,0P
RD1,0RC2,PDE1C,PLCB4,PPP1R11,PTPRN2,RGS5RNASEH1,RNF39,RUBCN,T
MEM117,TMEM255B,TRIM26,TTC1,WWOX,ZBTB10,ZNRD1ASP
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Bextunnsr | ANKRD44,CDH17,CNTNAP2,CSMD1,DRD3,DTNBP1,DUSP8,FAM20C,LMF1,M
RC1,MTNR1A,MYRIP,RNASEH1,RNASEH1-AS1,SLC25A48,ZNF12

bortmuxuer | ABCB1,CCL15-CCL14,CDKN2B-AS1,CR1,EXD3,FAM20C,GALNT2,GSAP,HLA-
DRB1,ISX-
AS1,LIMCH1,LINCO01162,LINC01250,LINC02234,L.0C105378127, MECOM,MRC1
,MSI2,NLRP11,RANBP3L,RAPH1,RPS12,RPS7,SH3RF1,SQSTM1,TIGAR,TMEM1
4A, TMEM255B, TWIST2,ZNF12,ZNF192P1,ZSCAN16-AS1

Bbypster (A) | ANKS1B,ATG10,BCAR3,ERC1,FAM184B,ISX-
AS1,LINC01029,L0C101928937,MED28,MPPED1,RIMS2,STAG1, TMEM?255B,TT
LL1,TWIST2,YTHDC1

bypster (K) | ADI1,COLEC11,ERC1,FAM20C,GAS6-
AS1,GLO1,LINC00452,RNASEH1,RNASEH1-AS1,VWA3A

Yamananer | AAGALT,COLEC11,KIAA0319L,MRC1,PRKAR1B,RNASEH1,RNASEH1-
AS1,RPS7,SPIN1,TMEM131L, TMEM255B

YeyeHI1IbI ACBD6,ARHGAP10,EFCAB6,FAM20C,LINC00452,LINC02516,L0C101928565,M
RC1,PAN3,PPP1R12A,PRKAR1B,RARG,RNASEH1,RNASEH1-
AS1,RPS7,SLC22A15,SLC2A9,SNX24,USP40

Uepkecsl APLP2,BCAS4,COLEC11,EFCAB6,FAM20C,FBN1,FMNL3,HECTDA4,LINC00381,
LINC01170,LMO4,L0C101928416,MANSC1,MKLN1,MRC1,TMEM236,NEK11,P
DE9A,PISD,PLCB4,RAVER2,SLC12A1,SLC2A9,SLC44A1,SP3,SPTB,TMEM255B,
TWIST2,UNC5C,UVRAG,ZBTB38

Uykun AKAP13,ANO2,CDCA7L,ENOX1,GALC,GMFG,HS1BP3-I1T1,ISX-
AS1,ITSN2,LINC02538,L0C100507283,MOBP,MRC1,TMEM236,NRXN3,0PCML,
PRKACB,PRKAR1B,SCUBE2, TMEM®65,TSBP1-AS1

UynbIMIIbI LAMAIL,LINC00454,L0C643542,MIR646HG,PLD6,RALYL,SPATS2,TSBP1-AS1

UyBamm A4AGALT,CD226,COLEC11,EGFLAM,FLJ22447,GABBR1,HIF1A-AS3,HLA-
V,LIMCH1,L0C101929935,L0C105378127, MPPED1,MRC1,PRKAR1B,RNASEH1
-AS1,TMEM255B,ZNF99

Haprunner | ARHGAP44,D2HGDH,FAM20C,ISX-
AS1,LOC256880,MRC1,PLXNA4,RNASEH1,RNASEH1-
AS1,RPS7,SNX4, TMEM255B, TMTC2,TSBP1,TSBP1-AS1

JlyHnrane ADI1,CADPS,CCDC138,CCHCR1,CENPT,CPEB4,CREB5,CUEDC1,D2HGDH,D
OCK7,DOCKS8,EDAR,EFCABG6-
AS1,FAM20C,GH2,GRID1,HDAC7,HSPC324,IFI130,KCNK10,KCNQ10T1,LIMS1,
LOC102724659,LRRC4C,MEG8,MRC1,NRN1L,NUTF2,PAPPA2,PCDHGA1,PCD
HGA2,PCDHGA3,PCDHGA4,PCDHGA5,PCDHGA6,PCDHGA7,PCDHGAS,PCD
HGB1,PCDHGB2,PCDHGB3,PCDHGB4,PDE3A,PPT2-
EGFL8,RANBP10,RNF14,SCHLAP1,SIK3,SMC6,SPTLC2,SULT1C4,SV2B,TAFAL,
THAP4,TMEM117, TMEM236,TMEM255B,TSBP1-
AS1,TSNAXIP1,ULK4,VPS37C,XKR6,ZBTB38,ZKSCAN7,ZNF322

Openku (1) | ADGRB3,ARFGAP3,DOCK8,DPP6,DSCAM,ERC1,FAM20C,GAS6-

AS1,HDAC7,L0C101928324,MYT1,SCHLAP1

OBeHKH (3)

ADH5,FAM20C, TMPRSS11E
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I'mayxubl

ABCC5,ABCG8,ACBD3,ACP2,ACTR6,AFAP1,AGPAT4,ARFGEF3,ARHGAP42,AR
HGAP8,PRR5-ARHGAP8,ARHGEF10,ASH1L,ASTN2,ATF7,ATF7-
NPFF,ATP4B,BBX,BHLHE40-AS1,BLM,BMS1P21,BNC2,BOD1L1,C1QTNF3-
AMACR,CA10,CABP1,CACNB2,CACNG2,CADPS2,CAPN5,CBX2,CD200R1,CD24
7,CDH13,CDH4,CDYL,CFAP299,CFDP1,CHST6,COBLL1,COMMD1,CRADD,CS
GALNACT1,DIRC3,DLC1,DNAH17,DOCKY7,DRC1,DSCAM,DTNA,DTNB,DYNCL1I
1,DYRK4,EBF3,EFCAB8,EHBP1,EIF3A,ENTPD4,EPB41L4A EPHA4,EPN1,EYS,F
AM217A,FAM221B,FLRT2,FMN2,FRMD6-
AS2,FRRSIL,FSTL4,GALM,GPATCH2,GPC6,GRK5,GSG1L,HSPA12A,HTR4,ICAL
JIGF2BP2,IL17B,IL1RAP,IL21R,IL4R,IRF6,ITPR1,KATNALL KCNAG,KCNH5,KC
NIP4,KCNK2,KCNMA1,KCNMA1-
AS1,KIAA1211,KIRREL3,LINC00384,LINC00519,LINC01182,LINC01303,LINCO1
411,LINC01630,LINC02046,LINC02232,LINC02245,LINC02337,LOC101927421,L
0C101929095,L0C101929294,1.0C101929415,LOC105377716,LOC105378098,L
0OC374443,LOC730100,LOXL2,LPP,LRP1B,LRRCA4C,LSG1,LY75,LY75-
CD302,LY86-AS1,LYAR,LYST,MACROD2-
IT1L,MAGI2,MCF2L2,MECOM,MIR4535,MMD2,MMEL1,MOSMO,MTHFD1L,MY
O3B,NAALADL2,NDUFAF6,NLRP11,NLRP9,NMU,NPR3,NTM,NUDT15,0R51BS5,
OR51E2,0SBP2,0TOF,PAMR1,PDE10A,PDE4D,PDEGG,PDZD2,PICALM,PIEZO
2,PIGN,PKP4,PPARGC1A,PRELID2,PRKAR2B,PRKCB,PRKCH,PRKN,PSME4,P
TPRD,PTPRE,PTPRT,RAB2B,RAPH1,RBFOX1,RBFOX3,RGS7,RNF13,RNF213-
AS1,RPL13AP17,RPS6KA2,RPTOR,RYR2,SAE1,SAMD5,SCHLAP1,SCNN1G,SLC1
3A3,SLC1A1,SLC35F1,SLCYA9,SLIT3,SPATCI1L,SPHKAP,SPTB,SPTBN5,SRBD1,
ST20-AS1,STARD13,STK32B,STX18-
AS1,SUCLA2,SUN1,SV2B,SVIL,SYCP2L,TBXT,TENM4,TFDP1,THBS4, THUMPD3
,TMEM132B,TMEM132D,TMEM150C,TMEM207,TNIK,TNRC6A,TRA2B,TRIM9,T
SC22D2,TSPAN10,TTC34, TXLNB,UBASH3B,UMODL1,UQCRC2,USH2A,WASF3,
WDR70,XIRP2,XRCC5,ZDHHC14,ZFAT,ZKSCAN2,ZNF112,ZNF407,ZNF516,ZNF
555

['yH3UOIIBI

AACSP1,AATK,ADAM23,ADI1,AP3S1,ARHGAP26,ARHGEF37,ASAP1,BUD13,BZ
W1,CACNA1C,CASC21,CASC8,CBRS-
AS1,CCDC60,CCR6,CCSER1,CLASP1,CLSTN2,CNPY1,CNTNAP5,COL4A1,CRYB
G1,CSMD1,CSNK1G1,DNAH10,DYRK1A,ENDOD1,ERG,EXOC1L,FABP2,FAM20
C,FAM49B,FAM81A,FGF12,FGGY,FHIT,FKBP1A-SDCBP2,SDCBP2-
AS1,FLJ22447,FSTL1,GABBR2,HLA-DPA1,HLA-
DPB1,HOPX,HRAT92,HTT,IL12A-
AS1,LINC01100,INTS6,JPT1,KIF14,LINC01182,LINC01478,LINC02380,LINC025
42,LINC02743,L0C100505502,ZEB1,LOC101927314,LO0C102724511,LRRC4C,LR
RFIP1,LRRTM4,MAD1L1,MEGF9,MIA2,MINDY2,MIR100HG,MOK,MSRA,MTRR,
MYO16,MYT1L,NACA,NIPBL,NKAIN2,NPAS3,NREP-
AS1,0DF2L,0RC2,PAPSS2,PARVB,PAX3,PCARE,PDE10A,PIEZO2,PLA2G5,PPF
IA4,PRKAG2,PRKAR1B,PRKG1,PRORP,PTPN14,PTPRD,PTPRG-
AS1,PVT1,RGS14,RORA-
AS1,RPS6KA2,RREB1,SCAF8,SCD5,SCFD1,SENP7,SESN1,SLC14A2,SLC14A2-
AS1,SMG6,SNTB1,SNX29,SORCS2,SPPL3,ST6GALNAC3,STK33,SYCP1,SYT6, TAF
1B,TCTE1,THUMPD3,TIMMDC1,TMPRSS11E, TTLL1,UBAP2L,UBASH3B,UBE?2
O,USH2A ,WDR20,WDR64,WDR70,YIPF1,ZFAND3,ZNF664-RFLNA,ZNF717

HNurymm

ACSBG2,BCAR3,COLEC11,EYA3,FAM20C,LINC00452,LINC01250,LOC1001283
40,LOC730100,MRC1,PAMR1,PGBD2,PPP1R11,PTPRM,RNASEH1,SLC2A9,SYT
14, TEAD4,TMEM255B,TRAPPC10,TWIST?2
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Kanmeiku

BBX,C4orf47,COL22A1,CUEDC1,EGFLAM,ERC1,FAM20C,GAS6,KCNC2,KDM4
B,LINC00261,MPPED1,MRC1,0RC2,PAPPA2,PAX2,RHEX,SPATS2,SUCLG2-
AS1,TNR,UFSP2,USP20,ZKSCAN7,ZNF407,ZNF445,ZNF546

KapauaeBubl

AGR2,EFCABG6,GRIN2B,GRK1,INPP4B,IQCA1,MPPED1,MRC1,PRKAR1B,RYR2,
SLC2A9,TMEM236, TMEM255B, TMPRSS11E,TTLL1,ZKSCAN4

Kapanoraiirg
bl

ADAMTS6,AHI1,ANKS1B,APOM,ARPC1B,ASH2L, ATP6V1G2-
DDX39B,C120rf50,C180rf61,CDH7,CPA6,CPNE1,CRMP1,CSMD2,CUEDC1,DD
X55,EHD3,EIF2B1,EIF3E,ENPP1,ESF1,FAM20C,FAM71D,FGF9,FRMD5,FSTL1,
G3BP2,GALNT9,GAS7,GGCX,GPATCH2,GRID2,GRK3,GSG1L2,GTF2F2,HS2ST1
,ILIRAP,KEL,KIAA1324,KIAA1549,KIF9-
AS1,KRT40,LINC00448,LINC00967,LINC01088,LINC01250,LINC01630,LOC1019
29532,LRIG1,MAGI2,MAPK14,MBP,MCTP2,MPP5,MRC1,NRG3,0R4E2,0STM1,
PAKS5,PALLD,PDGFRL,PHIP,PIP4K2A,PLCB4,PTH2R,PTPN4,PTPRG,RAB35,RB
FOX1,RPSAP52,RSPO3,SLC12A1,SLC16A12,SLC25A21,SLC25A26,SLC2A9,SLC3
4A3,SPEN,SUSD6,SYT9,TCTN2, TEAD4,TMEM236,TOX2, TRABD2A, TRAPPC10,T
RPM8,TSHR, TULP3, TWIST2,USP20,ZKSCAN4,ZNF717,ZPBP

Kaparunis

ANHX,COLEC11,FAM20C,HIST1H2AK,LOC105378127, MPPED1,MRC1,NOTCH
2,PRKAR1B,RNASEH1,RNASEH1-
AS1,SLC22A15 TMEM255B,TMPRSS11E,ZKSCAN3

Kapensr

AAGALT,ADGRA3,ANO3,CDH4,COLEC11,EFCAB6,EFCABG-
AS1,ERC1,FAM20C,GALNT9,GPATCH1,GRK1,I1SX-
AS1,KIAA1217,LINCO0693,LINC01844,MAS1L,MRC1,MUC4,NFIANUTM2B-
AS1,0R10C1,0R2H1,PISD,POUSF1,TCF19,PPARGCI1A,PPP4R2,PREP,R3HDM1
,RHPN2,ROR2,SHISA9,SLC14A2,STX18, TMEM255B

Kazaxu (M)

ACOT7,ARHGAP42,COLEC11,CSMD1,CUEDC1,ELMO1,EPB41L3,ERC1,FSTL1,
GRM6,KCNH1,LINC01229,LOC100420587,L0C101927822,L0C101928416,MEZ2,
MPPED1,MRC1,MYO1B,NPHP4,SP3,SULT1C4,TEF,TMEM117,TRABD2A,UMO
D

Kazaxu(C)

AGFG1,APOL1,COLEC11,CUEDC1,DAB1,ELMO1,ERC1,FAM20C,FHIT,GABRA
5,GALNT9,GAS6-
AS1,IMMP2L,LINCO01497,LIPA,MIR548F3,MIR646HG,MLPH,MRC1,TMEM236,N
AV2,POLE2,PPP2R5C,RNASEH1,RNF39,STK10,TMEM255B,TWIST2

Ketrl

ARID1B,ATE1,CDKAL1,CYP4X1,DMBT1,EFNA5,ERI2,FAM20C,GAS6-
AS1,GNL3,GRID2,HCG17,HCG18,HLA-
L,LAMC1,LINC01500,LINC02234,LINC02487,LINGO2,LOC100506679,LOC1019
28304,MRC1,MYO16,PDE3A,PDZRN4,RABGAP1L,SLC2A9,STK38,TOM1L1,TTL
L1, TWIST2, WWOX,ZDHHC14

Xaxkacsr (L)

ADI1,ANO3,CCDC138,COLEC11,DENNDSA,EDAR,EGFLAM,FAM20C,GABBRZ2,
GAS6-AS1,MRC1,PPEF2,PRKAR1B,RNASEH1, TMEM255B,ZNRD1,ZNRD1ASP

Xaxkacsl (T)

CSMD1,DIAPH3,FAM186B,GAS6,GAS6-AS1,GNL1,GPHN,ISX-
AS1,LOC440084,MCPH1,MRC1,TMEM236,PPP1R10,TMEM255B

XanTs (K)

ATP2C1,CDH13,COLEC11,CSMD2,DNAH11,FAM20C,GAS6,GAS6-
AS1,GDI2,LINC00452,LOC100506679,MAPRE2,MRC1,RNASEH1,RNASEH1-
AS1,RPS7, TBCK,TSBP1,TSBP1-AS1

XanTsl (P)

ADGRA3,AFF3,ATP4B,C90rf129,CCND2,DDX55,DSCAM,EEF1AKMT2,FAM53B,
GALNT9,GAREM1,LINC02147,LINC02538,LRRIQ1,PAPPA2,PBX4,PGR,PIP4K2A
,PLEC,PRKAR1B,RDH13,RNASEH1,RNASEH1-

AS1,RNF7,SNAP25,STAG1, TCERG1L, TMPRSS11E,ZNF236




168

[Tponomxkenue Tadauub A.7

[Tonynsiuuu

I'enn!

XBapIIMHbI

B4GALT1,CTNND2,GRK1,KCNK2,NCALD,NCOA7,NIF3L1,NRG3,NXN,ORC2,PD
E1A,PHKB,RAP1GAP2,RFX8,RNASEH1-
AS1,SCFD1,SERPINB2,TAOK3, TIGAR,TMEM255B,TPP2,ZNF211

Komu

ACOT7,COL6A5,CPLANE1,CTSE,EGFLAM,EPHB1,FAM107B,FAM20C,IL12RB2,
MRC1,NRG3,0R2H1,PRDM16,PRKAR1B,RNASEH1,RNASEH1-
AS1,RPS7,SLC30A9,TMEM117, TMEM255B, TWIST2

Kopsiku

ADH5,AFG1L,ANO3,BRINP1,CABP5,CACNA2D3,CACNA2D3-AS1,CCDC169-
SOHLH2,CCDC85A,CLCA4-
AS1,CORO1B,CYFIP2,CYP2C19,CYTH4,DLG1,FAM228B,FLJ22447,FSTL1,GAS6
,INPP5D,KIF20B,LGR6,LIMS1,LINC02227,LINC02532,LINC02538, MARCHF4,M
ETTL5NLRP11,PCDH15,PRKG1,PRKN,RABL3,RNASEH1,RNF217,RPN1,RPS6K
B2,RTN4IP1,SUGCT,SYNE2, TMEM169,TRAPPC10,TRIM10,XRCC5,ZBED9,ZC3
H14,ZFAND3,ZNF236,ZNF333,ZNF804B

Kywmbiku

AGBL4,COLEC11,DACH1,EFCABG6,EFCABG-
AS1,FAM168A,FAM20C,MRC1,TMEM236,PTPRM,RNASEH1,SLC25A26,SLC2A9,
TMEM255B,TWIST2,USP25,7BTB38

Kuprusel

ANKFN1,BDH1,CD226,CEACAM18,CTIF,CUEDC1,DDX55,DNAH10,DNAHG6,DN
AJC5B,DYM,EFCABG6-AS1,ERC1,FAM20C,FYTTD1,HIPK2,HS2ST1,ISX-
AS1,LINC02299,L0C101927822,L0C440982, MPPED1,MRC1,PIKFYVE,PTPRG,R
NASEH1,RNASEH1-AS1,SLC2A9,SLC30A9,SRP54-
AS1,STK10,TMEM117,TMEM255B,TRABD2A, TTLL1

JIaknel

AFAP1,AFAP1-
AS1,COLEC11,D2HGDH,EYA4,FAM20C,FAM71D,FMO3,GNAT3,L3MBTL4,LIN
C02538,PRKCH,PRMT8,RNASEH1,RNASEH1-

AS1,SLCO1B1,TENT4B, TMEM255B

Jle3runel

ANHX,COLEC11,CTIF,EFCABG-
AS1,I1L16,L0C100507065,MRC1,NFIA,RNASEH1,RNASEH1-
AS1,RPS7,SCHLAP1,SCOC,SLC27A4,SLC2A9,SLC30A9,TMTC2,UVRAG,ZBTB38

Mapwuiinst

ADI1,COLEC11,EFCAB6,FAM20C,GAS6,HIF1A-
AS3,LIMCH1,MALRD1,MPPED1,MRC1,PSMB8-AS1,RANBP3L, TAP1, TMEMZ236

Merpeibl

ATP4B,C120rf50,C8A,CRYL1,ENPP7,FAM20C,FHIT,IKBKB,INPP4B,LDB2,LOC3
39166,MCM3AP-AS1,MPP5MY0O16,NEBL,PTPRK,REC114,RNASEH1,RNASEH1-
AS1,RSPO4,SERPINI1,SIDT1,SLC2A9,SLC39A11, TMEM255B,WWOX,ZNF546,ZN
F780A

Mopaga (9)

ABCC1,ADAMTS18,ADGRL2,ANO6,ANP32A,ASIC2,ATAD2B,BST2,CACNA1A,C
DKAL1,CNIH1,COL6A5,COLEC11,CTNNA3,DGKI,DHX16,EFCAB6-
AS1,EFCAB7,EGFLAM,EIF2S1,FAM71D,GMFG,GRIN3A,HCG15,HCGY,IL2RB,I
RS1,JMY,KCNH1,KDM2A KSR2,LARP1,LEKR1,LINC01229,LINC01237,LINCO13
39,LINC01727,LINC01844,LINC02046,LINC02670,LOC100130987,MED6,MIR13
7THG,MKKS,MTMR6,MTTP,MTUS2,0PA1,0PA1-
AS1,0R2J2,0RC4,PALLD,PCMTD1,PDE1C,PPP1R11,PPP1R12A,PRKCH,QSOX
1,RAB11FIP3,RHEX,RNF39,SEMA5A,SFSWAP,SLC30A8,SPAG16,SPATA13,STP
G2-AS1,STX18-
AS1,TENT2,TMPRSS11E,TRIM2,TTC37,TTC7B,TWIST2,UBN1,UBR1,USH1C,USP
8,ZBTB38,ZBTB8A,ZKSCAN4,ZKSCANS8,ZNF311,ZNF717,ZNRD1,ZNRD1ASP,ZS
CAN16-AS1,ZSCAN31
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Mopnasa (M)

ARHGAP10,ARID1B,COL6A5,COLEC11,EFCABG,EXD3,GALNTY,HIF1A-
AS3,HLA-DMA,INMT-
MINDY4,KCNH7,LDLRAP1,LOC285766,MRC1,PDE4B,PPP4R2,PSD3,RALGPS],
RNASEH1,RNASEH1-AS1,RNF212B,RSPO4,SDR42E2,STK32B,TMEM255B

Mopnga (L)

A4GALT,ABCA1,ABI1AFTPH,AKT3,ARHGAP31,ARID1B,ATG3,ATPSMPL,CDH1
3,CDKAL1,COL6AS5,CTNNA2,CYP2E1,CYP4Z21,DSCR10,EFCABG-
AS1,EIF2A,FAM20C,FLJ22447,GABBR1,GPATCH2,HLA-
DPA1,IFT122,IL1RAP,IL6ST,INPPSE,KAT2B,KDM5A,LOC101929279,LOC33987
4,LTBP1,MAST4,MBD4,MRC1,TMEM236,MTRR,NUP210,0RAI1,0SBPL9,0SCP1
,PARP12,PDE4B,PDK1,PROX1-AS1,PXK,REC114,RGS6,RNASEH1,RNASEH1-
AS1,RPS7,SEC16A,SFPQ,SNTG1,TBC1D31,ZBTB38,ZFHX4,ZMAT4,ZMYM4,ZNF
252P,ZNF536,ZNF732,ZNF778,ZNRD1,ZNRD1ASP

Husxu

ABCB11,ADGRB3,APOL1,BZW1,CDH13,ENDOD1,EPHB1,G3BP2,GABBR1,KCN
IP4,KPNA4,LCORL,LINCO00457,LINC02343,LO0C284930,MAP3K2,MIR4500HG,M
IR4713HG,MRC1,TMEM236,MYOM2,NELFCD,NSUN7,0R4E2,ROBO2,SEMASA,
SLC35F3,SORCS2, TANC2,TCF7L2,TMEM236,VARS2,ZBTB38,ZNF398,ZNF568,Z
NF804A,ZNRD1ASP

Horanmngsl

ABCA1,ABCB1,ADGRB3,AGBL1,ANKIB1,APOL1,ARID4B,B4AGALTS,BCAR3,BCA
S4,C180rf61,C40rf47,CASZ1,CCDC85A,CCHCR1,COLEC11,CSNK1G1,CTNNA2,
CTNND2,DDX19B,DNAJC5B,DOCK7,EDEM1,EFCABG6,ENPP7,FAM20C,FKBPL,
GALNTL6,GPATCH2,HCG17,HCG18,HLA-DPB1,HLA-
L,HPF1,HUNK,ICALL,ITIH5JAKMIP1,KAZN,L3MBTL4,LINC01787,LINC02046,
LOC105369911,MCC,MECOM,MIR2052HG,MOK,MPP5,MRC1,TMEM236,MYO9
ANACA,NAV2,NEK7,NLRP1,NRCAM,NRXN1,0R6C74,0R7G1,PBX4,PLG,PLXN
A4,POFUT2,PPP1R11,PSORS1C3,PXK,RAP1GDS1,RASA3,RGL3,RHBDD1,SETX,
SFTPA1,SH3PXD2B,SLC38A8,SLC44A1,SLIT3,SMURF2,SPSB4,ST8SIA2,STK32B,
SYNJ1,TET2,TNXB,TRDN,TRIM26,TRPM8,TSPAN12,VPS13B,WDR36,WDR70,W
WOX,ZNRD1,ZNRD1ASP

Ocetunsl (C)

ANHX,CDYL,EFCABG6,EFCAB6-AS1,ENPP7,GPLD1,HLA-DQA2,HLA-
DQB2,L0C101928622,MYT1L,0OPCML,PRKAR1B,PSMB8-
AS1,TNXB,TTLL1, TWIST2,UHRF1BP1,ULK2

Pycckue

A4AGALT,COLEC11,EFCAB6,EFCABG-
AS1,FAM20C,GRK1,LIMK2,LINC00452,LINC00565,MRC1,NAA25,PLCB4,RNASE
H1,SNX11, TMEM255B,TNRC6B

Pyrynbubt

AAGALT,ARHGAP44,CCDC186,EFCAB6,EFCABG-
AS1,EPB41L4A,FAM20C,FHIT,LINC01844,L.0C100129636,L0C100131257,MRC
1,TMEM236,0R2J1,PLCB4,RNASEH1,RNASEH1-
AS1,RPTOR,TMCO1,TMEM131L,TMEM255B,TTLL1,TWIST2,WT1,ZNF311,ZNF5
36,ZNF778

OceTHHEBI
(fO)

ABO,ADAMTS9,AGBL1,ANP32A,ARHGEF11,ATP2B1,BST2,BZW1,C30rf79,LINC
02006,CFAP70,CHD5,COL22A1,COL4A4,CTIF,CXADR,CYP20A1,DDR1,DSCAM,
DSG2,EFCAB6,EFCABG-
AS1,EPYC,FAM20C,FGF14,GUCY2C,HAO1,HCG17,HCG18,HUNK,IL1RAP,LGA
LS8,LINC01250,LINC02691,LOC100505502,ZEB1,LOC100507065,LOC648987,L
RCH3,LRRFIP1,MALRD1,MARCO,MELK,MIR548AU,MRC1,NAV2 NRG3,NRXN3,
PHF21A,PLEKHG4B,PLXNA4,PPAT,PXDNL,RABL3,RNASEH1,RNF121,RSPO4,S
HQ1,SLC12A1,SLC38A10,SLCYA9,SPINK6,TENM2, TMPRSS11D, TMTC2,TSBP1,T
SBP1-AS1,ULK2,VPS13B,XIRP2,ZM1Z1-AS1,ZNF804B
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[Tponomxkenue Tadauub A.7

[Tonynsiuuu

I'enn!

TaGacapanbl

EFCABG6-AS1,EXD3,FAM20C,FBN1,GRIK1,HLA-F-
AS1,LINC02484,MIR2052HG,MPPED1,NRG3,PIGG,RNASEH1,RNASEH1-
AS1,RPRD2,SETX,SLC2A9, TMEM255B,TRPM8, TWIST2

Tataps! (K)

ABCC1,COLEC11,DACH1,EPB41L3,FAM20C,INMT-
MINDY4,LINC00504,L0C101928622,MRC1,TMEM236,0R2H1,PIKFYVE,RABLS,
RNASEH1,SEMA3C,SLC2A9,TMEM236, TTLL1,WWOX,XIRP2,ZBTB38,ZNF12

Taraps! (T)

ADH5,AK4,ALMS1,APOD,ARHGAP26,BDNF-
AS,BEND3P3,COLEC11,DOCKS8,EFCAB6,ELMO1,GAS6,GPATCH1,HSD17B12,L
0C101927822,LPIN1,LRP6,LRRC36,MPPED1,MRC1,TMEM236,NLRP1,NOL8,N
OX5,PAPPA2,RNF121,RUFY3,SEMASA,SENP7,SLC25A12,SLC38A10,SLC44A1, T
MEM255B,TMPRSS11E,TMTC2,TOX2,XIRP2,ZBTB38,ZNF804A

TyuHAUHIIB

ABCA1,ABI1,ACVR1,APLP2,BZW1,CRLS1,DIS3,DNAH14,DTX4,DUT,EBF3,EFC
AB6,EXOC6B,FAM20C,FAT3,GAS6-
AS1,HUNK,LOC101928622,LOC285766,MIR99AHG,MPPED1,MRC1,NBAS,NLN,
NPSR1-AS1,PACSINZ,PROX1-
AS1,RNASEH1,RSPH3,SLC12A1,SMYD3,SNTG1,ST3GAL3,SUCLA2,SYNE2, TACC
2,TMEM255B,TRAPPC10,TSBP1-AS1,ZNF12

axypsl

COLEC11,ENPP7,FLOT1,ISX-AS1,LOC100507065,PAN3,RNASEH1,RNASEH1-
AS1,RPS7,TMEM255B,TMPRSS11E

Ie3nr

ADAT1,EDC4,EDIL3,GAS6,P3H2,RTTN,SLC22A15, TMPRSS11D

TyBUHITBI

ADH5,CUEDC1,FAM20C,GAS6-AS1,LIMS1,MOK,RNASEH1-
AS1,SLC2A9,SULT1C4,ZBTB38

YV nareinel

ACSL1,ANKS1B,CSMD3,DOCK10,LEKR1,LOC374443, MAP3K7,MPPED1,MRAP
2,MST1R,0R11A1,PCDHGAS,PPP1R15A,PRKAR1B,RBMS3,SLC25A26, TMEM25
5B,VDR,ZNF398,ZNF804A

Y amypTsl

AAGALT,AFDN,CDSN,COLEC11,ELMO1,FAM20C,GAS6,IL6ST,LINC01497,LINC
02538,MRC1,0PA1,PRDM16,PRKAR1B,RALYL,RNASEH1,RPS7,SRPK2,TENT4A

Y amyptsl (b)

ADI1,COLEC11,ELMO1,FAM20C,GAS6,GAS6-AS1,ISX-AS1,LINC01339,LOC643
542,PTPRM,RNASEH1,RNASEH1-AS1,RPS7,TMEM117,TMEM255B,TMEM260, T
MPRSS11E

Y amMypTsl
(1)

A4GALT,AKR1C8P,ARID4B,CADM1,CCAR2,CDKNZ2B-
AS1,CHD2,DSCR10,EFCAB6,ESR2,FAM104A,FAM20C,FERMT1,GHR,LEMD?2,LI
NC00400,LOC101927066,LO0C441204,MPP6,MUC16,NALCN,OR5111,PREP,PRM
T8,RNASEH1-AS1,RPS7,RSPO3,SCMH1,SLC30A8,SNTG1,SORCS1,SPOCK3, TME
M117, TMEM255B,TMTC2,TOX2,ZNF12,ZNF331,ZNF341

V30exu

ABCA4,ANO3,APOL1,ATP2C1,CDH13,CDIP1,CPXM2,DMRT1,ELAVL3,ELMO1,
ERC1,EXOC6B,FAM20C,FBXWS8,GALNTL6,HMOX2,HYDIN,IFT140,ISX-
AS1,JAKMIP2-
AS1,LINC01844,L0C102724084,L0C400655,LOC730100,MPPED1,MRC1, TMEM
236,MSR1,MYO10,NAALADL2,NMRAL1,NPAS3,NPSR1-
AS1,NPTN,NRG3,NRXN1,0TOGL,PAAF1,PRKAR1B,PRMT8,PRSS1,PSMA8,RASA
3,RIPK1,SETD5,SH3RF1,SLC12A1,SLC30A9,SPATAL13,STARD13,TLE4, TMEM255
B,TSBP1-AS1,VAV2,VWASA ZNF717

Bencrl

AGBL4,ARFGAP3,CLSTN1,COLEC11,CSMD1,EFCAB6,EFCABG-
AS1,EXD3,GRIK2,IL12RB2,IL6ST,IRS1,KIAA0319L,LINC00702,LOC100996583,M
RC1,NACA,PISD,RNASEH1,RPS7,SRPK2, TMEM255B,TTN,UBN1,ZMYM4

SAKyThI

LCORL,MRC1,SACM1L




Tabmuma A.8 Cymma cpennux amuH cermeHToB IBD (>1.5 ¢cM) mexy mapamu WHIIUBHIOB.
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zl2lz]g - T= S I — -
g & . _
S| |E|E |2 |E |5 |5 |5 (2|8 |2 |E|E |88 |88 |c|&
|2 |E|E Soh |6 | H GRS A £l S

Aurraiine (B) | 4672

Anraiinpr (K) | 688 | 4107

BypHTBI (A) 12,8 17,7 149,3

Bypater (K) | 134 | 172 | 554 | 3124

Uykun 25 34 39 37 | 7858

UyIbIMIbl 149 | 149 | 122 | 113 | 46 | 8835

JBEHKU (3) 14,1 18,1 30,3 25,0 12,4 22,0 5477

Dpenku (5) | 164 | 205 | 356 | 370 | 129 | 257 | 1144 | 5483

Kanmbikn 117 | 138 | 196 [ 205 | 21 | 76 | 142 | 176 | 452

Kertsl 145 | 164 | 129 | 132 | 81 | 525 | 366 | 313 | 76 | 5734

Xakacer (L) | 156 | 172 [ 164 [ 165 | 36 [ 307 [ 171 [ 217 | 127 [ 435 | 2848

Xaxacer (T) | 431 [ 245 [ 95 [ 103 [ 21 [ 200 [ 109 [ 135 [ 79 [ 249 [ 290 | 7229

XanTsl (K) 96 80 | 71 70 | 66 | 243 | 187 | 151 | 47 | 493 | 111 | 84 | 6165

Xauter (P) | 82 | 93 | 74 | 77 | 68 | 299 | 193 | 163 | 47 | 6L1 | 123 | 100 | 2041 | 7957

Kopsiku 28 | 34 | 47 | 43 | 1526 | 53 | 155 | 169 | 29 | 86 | 38 | 28 | 68 | 62 | 7029

Husxu 2,1 2,9 44 4,2 11,0 29 11,4 9,2 3,0 3,2 29 17 19 1,6 22,2 766,5

Tarapei (T) | /6 | 82 | 65 | 74 | 18 | 152 | 82 | 92 | 67 | 14 | 88 | 70 | 113 | 119 | 20 | 14 | 2493

TyBUHIIBI 360 | 550 | 193 | 197 | 50 | 239 | 270 | 275 | 139 | 274 | 218 | 226 | 120 | 130 | 55 | 27 | 80 | 3423

Y I5reiin 75 | 99 | 176 | 17,1 | 80 | 90 | 430 | 371 | 107 | 141 | 95 | 60 | 80 | 83 | 137 | 3L6 | 48 | 132 | 5484
15,0 19,8 36,9 40,2 6,3 23,0 119,1 | 2491 18,7 21,2 19,5 13,4 12,7 13,8 7.9 4,9 9,0 26,3 30,2 687,3

SKyThI
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Tabmuma A.9 Cymma cpennaux amuH cermeHToB IBD (1-4 ¢cM) Mexay mapamMu WHIUBUIOB.

z|2|z]|g - T R I I — -
= & . _
S| |E|E |2 |E |5 |5 |5 (2|8 |2 |E|E |8 |5 8|8 |c|&
<:[q é 2 | & = A A 2 >c2 Q > > S 2 5

Aurraiine (B) | 1000

Aunraiiner (K) | 274 | 89

Bypsiter (A) | 116 | 156 | 839

Bypsatsr (K) | 121 | 150 | 313 [ 1039

Yykun 25 | 33 36 34 | 4336

Uy IbIMLIbL 135 | 132 | 110 | 100 | 43 | 2026

OBeHkH (3) 131 | 170 | 250 | 208 | 118 | 20,7 | 1406

Dpenku (SI) | 49 | 184 [ 285 [ 280 [ 117 [ 245 [ 710 [ 2077

Kanmbiku 97 | 116 | 168 [ 171 [ 20 70 | 129 | 157 | 312

KeTsl 131 | 151 | 121 | 126 | 7.9 | 433 | 326 | 284 | 70 | 1779

Xakacel (ILI) | 131 | 143 [ 144 [ 140 | 35 [ 233 [ 159 | 197 [ 110 | 252 | 733

Xaxacer (T) | 248 | 02 | 87 | 93 | 21 | 179 | 105 | 125 | 70 | 193 | 183 | 2129

Xanrtsl (K) 84 | 77 [ 67 | 67 | 64 [ 226 [ 178 | 146 | 45 | 446 | 106 | 7.9 | 2500

Xanuts! (P) 88 | 89 | 70 | 74 | 66 | 279 | 184 | 152 | 46 | 523 | 114 | 94 | 1132 | 2586

Kopsiku 26 | 31 | 44 | 41 [ 1167 | 52 | 144 | 154 | 28 | 81 | 37 | 26 | 66 | 60 | 3992

Hupxu 19 | 27 | 40 | 40 | 104 | 26 | 105 | 80 | 28 | 32 | 26 | 16 | 18 | 15 | 214 | 4499

Tarape (T) | 58 | 64 | 60 | 66 | 17 [ 122 | 77 [ 87 | 58 | 102 [ 72 [ 63 | 104 | 110 | 19 [ 14 | 326

TyBHUHIIBI 216 | 31,0 | 167 | 167 | 46 | 219 | 247 | 251 | 17 | 253 | 182 | 167 | 11,3 | 123 | 52 | 25 | 7.1 | 1299

Y prefst 73 | 92 | 152 | 148 | 75 | 87 | 344 | 276 | 99 [ 129 | 89 | 53 | 78 | 80 | 126 | 266 | 46 | 121 | 1429

SIKyTBL 134 | 179 | 281 | 289 | 61 | 214 | 674 | 1132 | 163 | 251 | 176 | 120 | 122 | 131 | 75 | 43 | 84 | 235 | 207 | 2678
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Tabnuma A.10 Cymma cpenuux jymmH cermeHToB IBD (4-10 cM) mexny mapamMu MHIAWBHIIOB.

~ 1o | - | = _ R — - - 1_ " -
HHEETEEEEHEE R NN - - -
2|53 |2 |2 = OB IO S [2 | R | X S E s

Aunraiing (B) | 1618

Anraiinge (K) | 269 | 1252

BypaTsl (A) 1,1 2,0 52,1

Bypsrel (K) 13 | 20 | 187 | 1195

qu‘-II/I 0,0 0,1 0,2 0,3 204,3

Uy IbIMIIBI 13 | 13 [ o8 [ 10 | o1 | 2774

JBEHKU (3) 0,8 11 4,5 3,7 0,6 1,2 116,3

Apenku (51) 14 | 20 [ 63 | 81 | 11 | 12 | 358 | 2067

KanMbiku 17 2,1 2,7 3,2 0,1 05 1,2 19 11,5

KeTsl 12 | 12 [ o8 [ 06 [ 01 | 87 | 37 | 27 | 05 | 1724

Xakace! (III) | 22 2,6 19 21 0.1 67 10 18 16 82 | 939

Xakacer (T) | B2 | 70 | o7 | 10 | 00 | 21 | 04 | 10 | 09 | 42 | 81 | 2833

XanTsl (K) 10 | 03 04 | 03 02 17 08 0,4 02 | 46 05 | 05 | 1769

XanTsl (P) 04 | 04 [ 03 [ 03 [ 02 | 20 [ 08 [ 09 [ 02 [ 78 [ 09 [ 06 [ 561 | 2008

Kopsiku o1 [ 02 [ 03 [ 02 [32] or [ 10 [ 13 [ 00 | 04 [ o1 [ 02 | 02 | 02 | 1488

Hupxu 01 0,2 0,4 0,2 06 03 08 12 0.2 01 03 0,1 0.1 01 08 | 1808

Taraps (T) | 5 | 27 | 05 | 08 | o1 | 28 | 05 | 05 | 08 | 11 | 14 | 07 | 08 | 08 | 01 | 01 | 562

TyBUHIIBI 109 | 190 | 22 2,6 04 19 2,2 23 19 19 34 48 0,7 0,7 02 02 08 | 1212

VY nrensl 02 07 2,0 19 05 03 75 8.0 08 11 05 | 06 03 03 10 | 42 02 58 | 1327

ﬂKYTBI 15 18 7,6 9,6 0,2 1,6 41,8 106,3 2,3 2,2 18 13 0,4 0,7 0,4 0,5 0,5 2,7 75 268,2
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Tabmuma A.11 - Cymma cpenanx jymH cermeHToB IBD (>10 ¢cM) Mexay mapamu WHINBUIOB.

212|212 NP A ~ 1~ | _]_ T T.
>§ >§ = 2 i = é 5 S 5 2 § o 2 5 g a = 5 ;“
S B E|E|F B 22 3| |2 2 2|2|2|2|2|8]&]F
3|2 |& & =l | o |4 SRR S E |5

Aurraiiuer (B) | 2054

Aurraiiuer (K) | 145 | 2016

Bypsitel (A) | 00 | 02 | 279

Bbypsts! (K) 00 | 02 | 54 | 890

q}’K‘II/I 0,0 0,0 0,0 0,0 1479

q}’HBIMI_H:I 01 0,1 0,1 0,0 0,0 403,0

JBEeHKU (3) 0,2 0,0 0,7 05 0,0 0,1 290,9

DBeHKu (}I) 0,1 0,1 0,7 0,9 0,1 0,0 7,6 133,9

KanMmbIku 0,3 0,1 0,1 0,1 0,0 0,1 01 00 26

KeTbl 0,2 0,1 0,1 0,0 0,0 0,5 03 0,2 01 | 2230

Xakacer (L) | 03 | 03 [ o1 | 03 | 00 | 08 | 01 | 02 [ 01 | 101 | 1176

Xakacsel (T) 3,2 13 0,0 0,0 0,0 0,0 0,0 0,0 0,0 14 2,5 226,6

Xanrs! (K) 02 [ 00 [ oo [ o0 [ 00 [ 00 [ 00 [ 01 [ 00 [ 01 [ 00 [ 00 [ 1897

Xantsl (P) 00 | 00 [ or [ 00 [ 00 [ OL [ 00 | o1 | 00 [ 10 | 00 | 00 | 348 | 3361

KOpSIKI/I 0,0 0,0 0,1 0,0 2,7 0,0 0,1 0,2 0,0 0,0 0,0 0,0 0,0 0,0 154,9

Huxu 00 | 00 [ 00 | 00 [ 00 00 00 01 00 00 00 | 00 | 00 | 00 | 00 | 1136

Tarapsl (T) 03 01 00 | 00 | 00 03 00 00 01 00 03 | 00 [ o1 00 | 00 | 00 | 1596

TyBUHIIBI 29 | 50 | 04 | 02 | 00 | 00 | 01 | o1 | 02 | of | 02 | 09 | 00 | 00 | 00 | 00 | o1 | 877

VY moreinp 00 [ o0 [ 03 | 04 [ 00 [ 00 | 10 [ 24 [ 00 [ o1 [ o1 [ 00 [ 00 [ 01 [ o1 [ 08 [ 00 | 01 | 2515

SIKyTBI 01 [ 00 [ 12 | 16 | 00 | 00 | 99 | 296 | oL | 00 | or [ or [ 00 | 00 | 01 | o1 | 00 | o1 | 19 | 1487
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Color Key

W Udmurts,
L} unmumsfg
o urts

;

Ih

o Tkl

| Hllﬁ %H

Pucynok A.1 - TeruoBast kapTa ¢ J€HAPOTrpaMMON Ha OCHOBaHHUH JIOTOpU(pMa OT

CYMMBI cpeauux JumH cermenToB IBD (1,5-4 cM) mexay mapamMul HHIUBHIOB.
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Color Key

Besermians
kess

Cherl
Adyghe’

Vingrelians
chays
Balkars
North_Ossetians

Lgakhurs
ulyms. K
Chulyms_T
Kets
Khakas_S
Knanty R

Khanty K
Ahaians. K
Altaians_8
Tuvans
Khakas_T
Udege
Rivkns
Koryaks
Chukehi
Evenks_Y
Yakuts

p_s:g

Tsez
Karelians

Khvarshi
Ginukhs
Veps
Karelians
Kazak_J

Bashkirs P

Gashkirs B

Bashkirs:
Ve

Pucynok A.2 - TeruoBast KapTa ¢ J€HIPOTpaMMON Ha OCHOBaHHUH JIOTOpU(pMa OT

CyMMBI cpeHux JinH cerMmenToB IBD (4-10 cM) mexmy mapamu WHIMBHIOB.
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BJAT'OJAPHOCTH

Boipakato TIIyOOKYI0 NpPU3HATEIBHOCTh HAYYHOMY PYKOBOJUTENIO, JOKTOPY
OMOJIOTUYECKUX HAYK, BEAYIIEMY HAyYHOMY COTPYAHUKY Ja0OpaTOpUU 3BOJIOLIMOHHON

reHeTnky XappkoBy Brnagumupy Hukonaesuuy.

Belpakato orpoMHyr OsaromapHocTh aupekropy Tomckoro HHUMIL u
PYKOBOJUTEINO JIaDOpATOPUHU HBOJIIOLIMOHHON TIeHETHKH, akajgemMuky PAH, nokropy
Oouonornueckux Hayk, npodeccopy Baaumy AmnaronbeBuuy CremaHoBy 3a
IPEIOCTABIICHHYI0  BO3MOYKHOCTb  BBINOJHEHMsS]  JUCCEPTAllMOHHOM  paboThI,
KPUTHYECKHE 3aMEYaHusl U MyJIpble COBETHI, IOMOIIb NP IUIAHWPOBAHHUH, BBIIIOJTHEHUU

U 00CY>KICHHH PE3YJITATOB HUCCIETOBAHUSI.

Xouy no0sarogapuTh COTPYAHUKOB Ja0OpAaTOPUM 3BOJIOLIMOHHON I'€HETHKH, 3a
KOHCTPYKTUBHBIE 3aME€UaHUsI U PEKOMEHJIAllMU, BCECTOPOHHIO MOMOUIb U HOJAEPKKY

BO BPCM: BBIIIOJIHCHUA UCCICAOBAHNA.

Taxxe IMPU3HATCJICH COTPYJAHUKaAM HaquO-I/ICCJ'IGI[OBaTeJ'IBCKOFO HHCTUTYTA

MCHHHHHCKOﬁ T'CHCTHUKH 34 ICHHBIC COBCTHI ITPH O6CY)KI[CHI/II/I PE3YIILTATOB pa6OTBI.

brnaromapro ydeHoro cekperaps JMCCEPTAllMOHHOTO COBETa, KaHJaujaTa
ouonornyeckux Hayk Mpuny FHOpbeBHy XUTPHUHCKYIO 32 METOAMYECKYIO MOMOIIb B

IMOATOTOBKE JOKYMCHTOB K 3aIIIUTC.
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