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Pabora BhimonHeHa B ®enepanbHOM TOCYJapCTBEHHOM OIOJKETHOM HAy4YHOM YUpEXKIECHUU
«TomMCKMI HALMOHANBHBIA HKCCIIEIOBATEIbCKUI MEIUIIMHCKUN LIEHTp Poccuiickoi akaaeMuu
Hayk» (Tomckuit HUMI), B HayuHo-nccnenoBaTeibcKOM HHCTUTYTE METUITMHCKOM TEHETHKH, T.
Tomck.

Hay4Hblii pyKOBOAUTE/Ib:

JTOKTOp OMOJIOTMYECKUX HAYK
Xapbkos Biaagumup Hukonaesnu

OduunanbHble ONMOHEHTHI:

Jlappsimuuna Mapusi BopucoBHa, T0KTOp OMOJOrHUECKUX HAYyK, AOLEHT; DenepanbHoe
roCyJJapCTBEHHOE 00pa30BaTEeNIbHOE YUpexkIeHHe BhIciIero oopazoBanus «KemepoBckuii
rOCyJapCTBEHHBbIM MEIULMHCKUN YHHUBEPCUTET» MUHUCTEPCTBA 30paBOOXPAHECHUS
Poccuiickoit @enepanuy, 3aBeayromnas kapeapoit MOJIEeKyJIIpHON U KJIETOYHON OHOI0run
(r. Kemepono).

XuausitoBa Upuna MuxaiijioBHa, TOKTOp OMOJIOTHYECKUX HAYK, podeccop; MHCTUTYT
OMOXVMHHM W TEHETHUKU - 000COOJIEHHOE CTPYKTYypHOE mojpasnueicHue DenepalbHOTO
rOCYJapCTBEHHOTO OIO/KETHOTO HAYYHOTO yupexkaeHus YuMckoro ¢enepaabHOro
HCCIIEA0BATENIBLCKOr0 LieHTpa Poccuiickoi akaeMuu HayK, TJIaBHBINA HAy4YHBIN COTPYIHUK

71ab0paTopHK MOJICKYJIIPHOW TeHETHKH uenoBeka (r. Yda).

Benyumas opranusanus:

denepanbHOE TOCYNAPCTBEHHOE OIOKETHOE YUpexiacHue Hayku HWHCTUTYT oO0miei
renetuku uM. H.U. BaBunosa Poccuiickoit akanemun Hayk (r. Mocksa).

3ammra COCTOUTCA « » 2022 roga B JacoB Ha 3acellaHuu
nuccepTarmornHoro coseta 24.1.215.03 Ha 6a3e denepanibHOTO TOCYIaPCTBEHHOTO OFOKETHOTO
HAay4yHOTO YyupexacHus « TOMCKHI HalUMOHAIBHBIA HCCIEAOBATEIbCKUNA MEAULMUHCKAN LEHTP
Poccuiickoit akagemuu Hayk» 1o aapecy Tr. Tomck, MockoBckuid Tp., 3, Hayuno-
MCCIIEIOBATENIbCKUI MHCTUTYT MEIULIMHCKOM TeHeTuku Tomckoro HUMII.

C o1mcceprammeil MOXHO O3HAKOMHTBCS B OubOnmoreke W Ha caiite ®DegepanbHOro
TOCYJapCTBEHHOTO  OIO/DKETHOTO  HAyYHOTO  yupexacHuss «TOMCKMH  HalMOHAJIbHBIN
UCCIIENOBATEIbCKUN MEIUIMHCKUN LeHTp Poccuiickoil akaxzeMuu Hayk», aapec caira
http://tnimc.ru/

ABTOpedepaT pa3zociaH « » 2022 rona

VYueHblli cekpeTapb
JUCCEPTALIMOHHOTO COBETA, - i
KaHAUIaT OMOJIOTHYECKUX HAYK ( i/.«_/ / Xutpunckas N.1O.
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OBLIASA XAPAKTEPUCTUKA PABOTbI

AKTYyaJIbHOCTh TeMbl HcciaenoBaHusi. OQHON M3 BaKHEHIIMX 3aJa4 COBPEMEHHBIX
UCCIIEIOBAaHUM B 00JIaCTH TMOMYJISIIMOHHON TE€HETHKH YeJIOBEeKa SBIISETCS XapaKTepUCTHKA
BaprabeTbHOCTH TEHOMa KaK Ha BHUJOBOM, TaK M Ha MOMYJSALMOHHOM M WHIMBHIYaJbHBIX
ypoBHsix. ['eHeTnueckoe pa3HooOpa3ue B TE€HOMaX OTIENbHBIX HHIUBUIOB U TeHO(DOHHE
YeJI0BEUYECTBA B IIEJIOM MPECTABISAET co00M 0a3y AJs pelIeHus 3a/1a4 SBOJIOLNOHHON T'eHETHKH,
MNOMYJISIIUOHHOM ~ TEHOMHMKHM,  TE€HETUKH  MyJIbTU(AKTOpHATbHBIX  3a0olieBaHUNA U
dapmakoreneruku (Jeong C. et al., 2019; Gopalan S. et al., 2022;). Ananu3 pa3nu4uii CTpyKTYpbI
JIHK sBmsieTcst ocHOBOM Kak 1y1st GyHAAMEHTAIBHBIX HAYYHBIX PaOOT, TaK M ISl MPAKTHIECKOMN
UJCHTUPUKAIIMA OMOJOrMYecKHX OoOpas3loB B CylneOHO-MeauuMHCKOM skcrepruze u JIHK-
unentudukarmu (Prahlow J.A. et al., 2017, I'pauesa A.C. u mp., 2020;).

B nacrosiiiee Bpems aHanu3 CTPYKTYpbl TeHO(DOHIOB PA3IMYHBIX MOMYJISAIHUNA SBISIETCS
aKTyaJIbHBIM HaIPaBJIEHUEM HAay4YHbIX HCCIEJIOBaHUU. 3a MOCIEIHHE HECKOJIbKO JIET pa3BUTHE
HOBBIX TEXHOJOTMHA MAacHITaOHOTO TE€HOTUIHPOBAHUS M TEXHOJOTHH OMOMH(OPMAIIMOHHOTO
aHalii3a MO3BOJIWJIM, C OJHOM CTOPOHBI, MEPEHUTH HAa HOBBIM YPOBEHb WM3YyYEHUS T'€HETUYECKOU
CTPYKTYpbl NONYJSALMA YelIOBEKa, a C JPYroil CTOPOHBI, NPOBECTH BBICOKOPA3PEIIAIOIINE
MOJIHOTEHOMHBIE HCCJIEIOBaHUSl acCOLMAlUi W CpPaBHUTENbHBIM aHalu3 TIEeHEeTHYEeCKOIro
pazHooOpa3usi MHIMBUAYAIBHBIX TE€HOMOB. AKTHBHO HAKalUIMBAIOUIMECS JaHHBIE II0
WHAUBUAYAIbHBIM T€HOMAaM W3 Pa3IUYHbIX HAYYHBIX MPOEKTOB TMOSBISIOTCS B CBOOOJAHOM
JIOCTYTIE M TO3BOJISIIOT MHTETPUPOBATH 3TU PE3YJIbTAThl NMPU OMOMH(OPMAIMOHHOM aHaIH3e
pa3IUYHBIX MO MaciTady MaccuBOB AaHHBIX. [Ipu 3ToM momymsiuu Poccuu ocraroTcst moka
OTHOCHUTENIBHO €1a00 BOBJIICYEHHBIMH B TAaKOro poja uccienaoBaHus. [lomymsuuum KOpeHHBIX
3THOCOB CHOUMpPH MPEACTaBISAIOT 3HAYUTENbHBIN HHTEpPEC KaK B CHIIy OTHOCHTENBHO Cclaboi uX
M3YYEHHOCTH C IIPUBJIEYEHHUEM COBPEMEHHBIX TI€HOMHBIX TEXHOJIOTMM, TaKk W IO INPUYHUHE
CcnenupUYHOCTH UX TEeHO(POHIOB, Pa3BUBABUIMXCA B YCIOBHSX JUJIMTEILHOM T€HETHYECKON
W30JISILNH.

I'enodonn kopenHoro Hacenenuss CuOUpH MpeacTaBiIseT CO00H YHUKATBHYIO CUCTEMY C
TOYKM 3PEHMsI MCCIEAOBAaHUS MOMYJSLUOHHO- M 3BOJIOIUOHHO-TEHETUYECKHX IIPOLECCOB,
aHaJIM3a TeHETUYECKOro pazHoOoOpa3usl U PEKOHCTPYKLIUU T€HETUYECKOW MCTOPUM MOIYJISIIIUMA.
Bricokoe aTHHUECKOe pazHooOpa3ue SABiseTcst 0COOEHHOCThI0O CHOMpPH, KaK OJTHOTO U3 PETHOHOB
nepudepuitHOro paccesieHus COBPEMEHHOr 0 yenoBeka. OrpoMHbIe TPOCTPAHCTBA 3TOTO PErMoHa
¥ MaJIOYUCIICHHOCTh aDOPUTEHHOTO HACENEHUs CITIOCOOCTBOBANM (DOPMHUPOBAHUIO 3HAUUTEITHHON
TEPPUTOPUATBFHON M TEHETHUECKOW mojpa3aeneHHocTi. Ha Tepputopun cuOUpCKON MUCTOPHUKO-
ATHOTpapUUECKON MPOBUHIIMU PACCENICHBI OKOJIO COPOKAa KOPEHHBIX HapoaHocTel. JlmuTenbHas
u3ossiuus HacenaeHus: CuOUpy OT OCHOBHBIX MHUIPALIMOHHBIX MOTOKOB Ha Tepputropun EBpazuu
o0ecrieunsia COXpaHeHUE B CHOMPCKOM T€HO(OHIE IPEBHUX M€HETUYECKHUX IJIACTOB, XPAHSIIIUX
MH(OPMALIMIO O BaKHEHIIINX 3Tarax 3acesieHus YeJIOBEKOM COBPEMEHHOTO aHTPOMOJIOTHYECKOTI0
tuna He Tonbko Cubupu, Ho u LlenTpansHoit Asuu, EBponsl 1 HoBoro Caera.

Kak wu3BecTHO, reHeTHKo-aeMorpaduyeckue MpoLecchl B MOMYJSALUAX, KoyeOaHUs
YHCJICHHOCTH, METHCAIIUOHHBIE COOBITHUS, MUTPALIUHU U €CTECTBEHHBII 0TOOP, OKa3bIBAIOT BIUSHHE
Ha CTPYKTYPHUPOBAHHOCTbh N€HETHMUYECKOTO pa3HOoOpa3usi B T€HOMaxX OTHEIbHBIX WHIUBUIOB U
HOMYJISAUAX B 1IeJIOM. B 4acTHOCTH, TeHETUKO-eMOTpapuuecKue MpoLecChl MPUBOAAT K TOMY,
4yro GopMHpYIOTCs obIIHe o mpoucxokaeHuto ook creruienus (IBD - identity by descent).
CermeHT, UMEIOINUN UIECHTUYHbIE HYKJICOTHIHBIE MOCIEN0BATENbHOCTH, ABiseTcs IBD y aByx
niau 0oJiee JIHII, €CTM OHU YHACJEIOBAIM €ro OT OOIIero mpeaka 6e3 peKkoMOWHAINH, TO €CTh, Y
3THX JIIOJIEH CerMEHT uMeeT ob1uee npoucxoxaenue. Oxumaaemas amuHa 6i1oka IBD 3aBucur ot
KOJIMYECTBA IMOKOJICHUI C MOMEHTA MOSBIIEHUS MOCEeIHEro 00IIero npeaka B JIOKyce CerMeHTa
(Palamara P.F. et al., 2012;).

NnentudummpoBannsie cermeHTsl IBD MOTYT MCIoOnb30BaThest IJisi MIMPOKOTO Kpyra
3agad. OZHUM U3 MpUMEHEHUH oOHapyskeHbIX 070k0B IBD siBnsieTcs KOIMYECTBEHHAs OICHKA
CTEMEHH POJICTBA, YTO MOXET OBbITh HCIONB30BAHO B Cy/leOHONW TI'EHETHKE, M TaKKe MOMKET
JIOTIOJTHUTh MH(OPMALIMIO B KapTOrpa@UpOBAHUU TCHETUYECKUX CBS3EH MEXKIy Pa3IMYHBIMU
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nonymsiusmu (B. L. Browning & Browning, 2011; Kivisild T., 2021; Finke K. et al., 2021;).
Cermentsl IBD Moryt momoub U B OOHAapYyEHHH €CTECTBEHHOI'O OTOOpa B T€HOME YeJIOBEKA.
Otr6op 00bYHO yBenmuuuBaeT uuciao cermMeHToB IBD cpenu mromeit B monmynsmuu. [lpm
CKaHUPOBAHUU PETHOHOB ¢ N30bITKOM 0OMeHa IBD mMoryT ObITh HIEHTH(PULIUPOBAHBI PETHOHBI B
TrEeHOME YeJIOBEKa, KOTOPhIC HAXOIATCS 0] OUYeHb HEJIaBHUM U cHiibHBIM oTOopoM (Albrechtsen
A.etal, 2010; Han L. & Abney M., 2011;). CermenTsl IBD MOryT HCIIO/IB30BaTHCS TSI OL[CHKH
neMorpaduueckoil UCTOpuH, BKIOYas 3PGEKT OyTHUIOYHOTO TOPJIBIIIKA U TOTOKH T€HOB B
nonyssimusix (Gusev A. et al., 2012; Sikora M. et al., 2019; Ferrando-Bernal M., et al., 2020;). B
HEJaBHUX HCCIENOBaHUSAX ObUIM TMOKa3aHbl pa3nuuus B pacnpeneneHuun [BD  mexnay
appUKaHCKUMH, a3UATCKUMHU U €BPOIECHCKUMH MONYJISIMAMY, a Takke cerMeHTsl IBD, obmmue ¢
JPEBHUMH T€HOMaMH, TAaKUMH KaKk T€HOMbI HeaHIepTaiblleB miu aeHucoBueB (Hochreiter S.,
2013;).

[Tomumo ¢opMupOBaHHS HMAEHTUYHBIX IO MPOUCXOXKIECHUIO OJIOKOB, TE€HETUKO-
nemorpaduueckue mpouecchl IPUBOIAT K MOSBISHUIO PETHOHOB BBICOKOM romo3urotHoct (ROH
— runs of homozygosity). CtpykrypHbIe 0coOeHHOCTH pacnpenencauss ROH Mexay oTaenbHbIMI
JIOABMHU U TOMYJIALUSAMH TakXKe 00eCIeyrBarOT EHHBIH U 9acTO HEHCIOIb3yeMbIi pecypc Ui
M3YYEHUs TEHETUYECKOTO pa3HO00pa3us YeI0BeUeCTBa U €0 SBOTIOIMOHHON HCTOPUHU.

Yucno u obmas quaa ROH y kakoro yenoBeka moka3bIBalOT 3HAYUTEIbHBIEC Pa3IHIUs
MEX]ly OTAEJIbHBIMU JIFOJIbMU U TpynaMu HaceneHus. CyMmMa JUTuH KOpoTkux U cpeaqnux ROH y
MH/IMBUIA BO3PACTAET C YBEIMUEHHEM reorpa)uueckoro pacCTOsSHUS NOMysui oT BocTounoi
Adpuxku. Hamportus, o0mmii cymmapssiii pasmep mmMHHBIX ROH wmeer BbICOKYIO
UH/IMBUYaIbHYI0 HM3MEHUYMBOCTb, KOTOpBIC, BEPOATHO, OTPAKAIOT HEIAaBHUE COOBITHSA
MHOpUIMHTA, TpUeM OoJiee BBICOKHE 3HAUEHHUS Yallle BCTPEYaloTCs B MOMYJISIUAX C U3BECTHBIMU
BBICOKUMH YacTOTaMU KpPOBHOPOJICTBEHHBIX OpakoB. Pacnpenenenne ROH mno renomy
HEPAaBHOMEPHO U MMeeT crienuduyeckue 0COOEHHOCTH AJIsl pa3HbIX Teorpauyeckux peruoHOB.
Yacrora ROH B reHoMe KOppenupyeT cO CKOPOCThIO PEKOMOMHAIINH, a TaKKe C CHUTHAJIAMHU
HEJJaBHETO TOJIOXKHUTENbHOTO OoTOOpa. Kpome toro, mmuuaeie ROH BcTpeuarorcs wamie B
T€HOMHBIX pPETrMOHAaX, COJAEP)KALUMX TEHbl, CBSI3aHHBIE C AyTOCOMHO-IOMHUHAHTHBIMU
3a00JICBAaHUSAMH, YEM B PETHOHAX, HE YYaCTBYIOIIMX B MEH/ICIEBCKUX 3a0oneBanusx (Pemberton
T.J. etal., 2012; Ceballos F.C. et al., 2018).

BrisiBnennsie  3akoHOMepHOCTH pacnpeneineauss ROH B reHome uyenoBeka Ha
MOJTHOT€HOMHOM YpPOBHE IO3BOJIIOT JIy4lle€ TOHSATh T'€HETHKO-IeMOTpa(uuecKyto HCTOPHUIO
MOy JISAIUI, OICHUTh YPOBCHb MHOPHIMHTA, BRIIBUTH PETHOHBI MOABEPKEHHBIE 0TOOpY (Biagini
S. A.etal.,, 2019). lanusie no pactnpenencanto ROH B monyisnusx MOTYT CITy>KUTh OCHOBOM JIJIsI
yIIydlleHUs! crneun(puuHOCTH HAEHTU(UKALUNA PETHOHOB, CBS3aHHBIX C 3a00JeBaHUSIMHU, B
KOHTEKcTe KaptupoBaHus romo3urotuoctu (Ropers H.H., 2007; Steinhaus R. et al., 2022).

Ha ocHOBaHMM pPa3au4HBIX HCCIEAOBAHMHN IIOKA3aHO, YTO TEHETHYECKas CTPYKTypa
KopeHHoro Hacenenus: Cubupu u Kpaitnero Ceepa cinoxuiiach 1moj CyIleCTBEHHBIM BIUSHHEM
€CTECTBEHHOTO0 O0TOOpa B HauOoyiee HEONIaronmpusTHBIX YCIOBHSIX Cpeabl OOWTaHHS: B
apktuyeckoM knuMate Kpaitnero CeBepa M pe3KO KOHTHMHEHTaJbHOM kKiuMate Cubupu u
HansHero Bocroka. J[muTenpHas 3Bostonus reHodoHAa pa3audHbIX nomysiuii Cubupu, B ToM
YHCcIie IPUCIIOCOOUTENbHAS, MOTJIA IIPUBECTH, C OJHON CTOPOHBI, K (JOPMHUPOBAHUIO YCTOWUMBBIX
aJIalTUBHBIX KOMIUIEKCOB, a C JApPyroil — K crneunduueckoMy CcrnekTpy 3a0ojieBaHUN Kak
MOHOTEHHOH, TaK ¥ MyJbTU(PAKTOPHOI MpUpobl. Psil HeTaBHUX MCCIEIOBAHUIN TOKA3BIBAET, YTO
TeHETUYECKWE CHCTEMBbI, CBS3aHHBIE C JKHPOBBIM META0OJU3MOM, YCTOWYMBOCTBIO K
TEMIIEPaTypHBIM IIOKaM, TOHYCOM COCYIHMCTOrO pycia, U3MEHEHHEM MH(EKIIMOHHONW Harpy3Ku
(Hancock A.M. et al., 2010; Cardona A. et al., 2014; Yepenuuuenko A.A. u ap., 2015; Crenanos
B.A. u np., 2019; Rocha J., 2020) moryr urpaTh CyHICCTBEHHYIO pOJIb B aJalTalid K
HEeOJIaronpHUsATHBIM KIIMMaTO-TeorpaduyeckuM ycioBusM. [Ilepexo1 T 0XOThI K 3KHBOTHOBOJICTBY,
CMEHa THIIA MUTaHHUA Ha (OHE PE3KOro pocTa YUCICHHOCTH MOMYJSIHMA MOTTIH MPUBECTH K
U3MEHEHHUIO CTPYKTYphl TeHO(OHAA MONYJSUUN MO Pa3IUYHbIM T'€HaM, MPOIYKThl KOTOPBIX
YUYacTBYIOT B JINTUAHOM OOMEHE U YCBOCHUU PA3JIMYHBIX THIIOB IMUIIEBBIX TPOIYKTOB.


https://en.wikipedia.org/wiki/Natural_selection
https://en.wikipedia.org/wiki/Population_bottleneck
https://en.wikipedia.org/wiki/Neanderthal
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B paboTtax mo momynslMOHHOW TE€HETUKH CHOMPCKUX ATHOCOB C HCHOJIb30BAaHUEM
HENTpaJIbHBIX MAPKEPHBIX CUCTEM Y -XPOMOCOMHOM, MuToXoHApransHoi JIHK, nokasaHno, 4To BO
MHOTHUX MONYJIANUAX HaOmoaaercs 3¢ (GeKT OCHOBATEN 110 OTJAEIbHBIM TaljIorpynnam ¢ HU3KuM
TeHETHYECKUM Pa3HO00pa3reM, KOTOPOE CBUICTEIHCTBYET O COOBITUSX IKCITAHCUU YUCIICHHOCTH
B OTHOCUTEILHO HegaBHee BpeMs (Derenko M. et al., 2007; Duggan A.T. et al., 2013; Malyarchuk
B.A. et al., 2012; XapwskoB B.H. u np., 2008, 2013, 2020, 2021).

[Tpu ananuze apesnert JIHK B monynsmusax EBporbl Ob110 TOKa3aHO MO KaKUM T'eHaM U
B KAKOM HAIIPaBJICHUH 32 TIOCIEAHIE 8 THICSAY JIET IeHCTBOBAN €CTeCTBEHHBIN 0TO0p. KynbTypHBbIE
U COIMaJibHble M3MEHEHHUS B HEOJHUTE COIMPOBOXKAAIUCh H3MEHEHUSMU YacTOThI alieNel,
CBSI3aHHBIX C Pa3IMYHBIMH Mpu3HakaMu. [log 0TOOpPOM HAXOMWIHCH AIENH TOJEPAHTHOCTH K
JaKTO3€e, MUTMEHTAIIMK KOXKH U Tja3, MeTaboau3Ma, a Takke pocra u Beca (Mathieson 1. et al.,
2015). Hacenenme CubOupu Bce eme OCTaeTcs OYeHb C1a00 HM3YYEHHBIM B OTHOLICHUH
TeHETHUYECKOTO pa3HOOOpa3usi Ha I[OJIHOTEHOMHOM ypoBHe. Mbl mpeamosiaraéM, 4YTO
TeHeTHYECKass CTPYKTypa KOpeHHOro HaceneHus CHOUpH CIOXHIACH TOJ] CYIIECTBEHHBIM
BJIMSTHUEM TE€HETHYecKoro npeiida Ha ¢GoHE pe3Koro M3MEHEHHS YHMCICHHOCTU MOIYJISIHiM, ¢
OJTHOM CTOPOHBI, U ECTECTBEHHOTO OTOOpa, C(HOPMUPOBABIIECTO YCTOWYUBBIC aalTHBHBIC
TeHEeTUYECKHE KOMILIEKCHI, C APYroil CTOPOHBI. B COBOKYIMHOCTH ¢ M30JISIIUEI PACCTOSTHUEM 3TO
MIPUBEIIO K 3HAYUTETHHOW TeHETHUECKOM MO pa3ieIeHHOCTH HaceneHus: Cubupu.

CreneHb Hay4yHoO#Wi pa3padOTAaHHOCTH TeMbl HccjenoBanus. Hecmorps Ha
OTHOCHUTEIIbHO HEIUIOXYI0 HM3YyYEeHHOCTh TeHO(GOHIOB HaceneHus CHOUpH TO KIACCUYECKUM
MapkepaMm (pa3InYHBIM CHCTEMaM ayTOCOMHBIX, MUTOXOHapuaibHbIX (Pakendorf B. et al., 2006;
Starikovskaya E.B. et al., 2005; Tamm E. et al., 2007; XapskoB B.H. u ap., 2021; Gubina M.A. et
al., 2022) u Y-xpomocomusix mapkepoB (Derenko M. et al., 2007; Grugni V. et al., 2019; Karmin
M. etal., 2015; Xapwskos B.H. u ap., 2013, 2020, 2021)), reH0(OHIBI ITUX HAPOJIOB OTHOCUTEIILHO
c1abo oxapakTepu30BaHbl Ha YPOBHE T'€HOMOB. [loJHOreHOMHBIE [aHHBIE W JaHHBIE IO
BBICOKOIUIOTHBIM YHITAM MUMEIOTCS JTUIIb JJI1 HEOONBIIOT0 YHCa MOMYJSIUi, KaK MpaBuiio, B
OuYCHB OrpaHndeHHbIX BeIOOpKax (Flegontov P. et al., 2016; Sikora M. et al., 2019; Triska P. et al.,
2017). TlomuMO 3TOr0, UMEETCS OTHOCUTEIBLHO HEOOJBIIOE KOJIMYECTBO HMCCIICOBAHUM, IJIe
nomyssiiuy CuGupy U3yyanuch Ha OCHOBAaHUH aHAJIM3a UACHTUYHBIX IO MPOUCXOKIEHUIO 0JI0KOB
U PETHOHOB BBICOKOW TOMO3WUTOTHOCTM MO JIaHHBIM T€HOTUNHpPOBaHUS SNP-uMIOB BBICOKOU
IUTIOTHOCTH C MCITOJIb30BaHHEM COBPEMEHHBIX OMorH(pOpMaImoHHbIx moaxoaoB (Sikora M. et al.,
2019).

Heapr wuccaenoBanusi: OXapakTepu30BaTh T'E€HETUYECKYIO CTPYKTYPY MOIYJISALIMI
KOpeHHOro HaceneHus: CHOUpH Ha OCHOBAHHMH aHAIN3a UIACHTUYHBIX 110 IPOUCXOKIACHHUIO OJIOKOB
Y PETHOHOB BBICOKOH TOMO3UTOTHOCTH.

3amaum ucciae10BaHNUs
1. BrissBuTh uImeHTHYHBIE TO mpoucxoxkaeHuto Omoku (IBD) m  pernoHbl BBICOKO#
romosurotHoct (ROH) B reHOMax mpencraButeneit kopeHHoro HaceneHus CuOupu Ha OCHOBE
TE€HOTHUIIOB, MOJYYEHHBIX C MOMOIIbI0 SNP-unmnos.

2. [TpoBecTr aHAIN3 BHYTPU- U MEXIOIMYJSIMOHHOTO pacipeaeeHus: 0J0KOB HIACHTUYHBIX
no npoucxoxaeHuto (IBD) u pernonos Beicokoit romozurotrHoct (ROH).
3. BroiaButs POJIb MOTCHIUAJIBHO 3HAYHMMBIX FGHGTI/IKO-Z[GMOFpaq)I/I‘IeCKI/IX ImponeccoB B

dbopmupoBannr TreHOGOHAA CHOMPCKUX TOMYJSAIMA C TIOMOIIBI OMOMH(OPMATHUECKHUX
MOJIXO/I0B.

4, [TpoBecTn MOMCK CUTHAJIOB €CTECTBEHHOTO 0TOOpa B momyssinusx CHOUpH ¢ TTOMOIIBIO
OronH(OPMATUYECKOTO aHATTN3a PETUOHOB TOMO3UTOTHOCTH.

Hayuynass HoBu3Ha. B pamkax naHHON paOOTHl BIEpPBBIC MPOBEICHO MAacIITaOHOE
MOMYJISIIIHOHHOE  UCCIIeJIOBaHHEe TEeHOGOHIAa KOpPEeHHBIX HapogoB CuOupum Ha ypoOBHE
BBICOKOIUIOTHBIX ~ YMIIOB. OJTO  TO3BOJHMJIO  3alOJHUTh  CYUIECTBEHHBIH mpoben B
resoreorpaduyeckoil kKapTuHe HacesneHus: EBpazun.

BnepBbie mnpoBeaeH mNOApoOHBIM aHanMM3 cocTaBa TeHO(OHIa M TEHETUYECKOTrO
pazHoo0pa3usi HEKOTOPHIX KOPEHHBIX Hapo10B CHOHMPH ¢ UCTIOTB30BAHUEM METOIUKH BHISBIICHUS
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0o0mux 1O TPOUCXOXKIeHUI0 Os0KkoB cuerieHus (IBD-cerMeHTOB) W pErmoHOB BBICOKOM
romo3urotHoctd (ROH), uTo mo3Bosimio moapoObHO onucath TeHO(GOHbI MOMYIISALINN, BHIIBUTH
nemorpaduueckue sKkcrnaHcuu Ha Ttepputopur CHOUpPH U ONPENENUTh MPUYUHBI, KOTOPHIE
NPUBEIH K TEM UM UHBIM CTPYKTYPHBIM U3MEHEHHSIM B TEHOME.

B pamkax BBIOJHEHHOTO HCCJIEIOBAaHUS IMPOBEJIEHA XapaKTEpPUCTHUKA CTPYKTYpPHI
reHo(oHa KOPEHHBIX CHOMPCKHUX MOIMYJISALMHA HAa YpOBHE BBICOKOIJIOTHBIX YMIIOB. BriepBble
MOJIyYEHBI JJAHHBIC O TEHETUYECKON BapHaOEIbHOCTH Psiia POCCUMCKUX MOMYJISIIi. BhIsBIeHBI
IeHbl M TEHETUYECKUE MapKephl, y4yacTBOBAaBLUIME B aJallTUBHON 3BOJIOLUU T'€HETUYECKOU
CTPYKTypbl nonyisiuuit Cubupu. BeilonHeH aHau3 BIUSHUS €CTECTBEHHOTO 0TOOpa B acleKTe
aJlanTaluy TeHOQOoHAa MOMyIIAIUi K (pakTopaM OKpy>Karomien cpebl.

PesynpTatel paboThl  pacHIMpSAIOT HOBOE HAMpaBICHHE B  SBOJIOIMOHHOM H
HOMYJISIIMOHHOM TEHETUKE 4YEJIOBEKA M HBOJIOLMOHHONW MEIUIIMHE, CBSI3aHHOE C IIOMCKOM
CUTHAJIOB aJJalTUBHOM 3BOIIOIMH reHO(OHAa MOMYJISIUI YeIoBeKa.

Teopernyeckasi M nNpaKkTHYecKas 3HAYUMOCTh. OCHOBHOW HayuyHOW mpoOieMon
HCCJIEIOBAHMSI SIBJISICTCSI XapaKTEPUCTUKA T€HETUYECKOro pa3HO00pa3us KOPEHHOTO HacelleHUs
Cubupu Ha ypoBHE TE€HOMa C UCIOJb30BAHUEM BBICOKOIUIOTHBIX 4HMOB. MccnenoBanue
HaXOAMUTCS B paMKax (yHIaMEHTAIbHBIX HANpaBJI€HUN MOMYJISIUOHHOW U 3BOJIOLMOHHON
TCHETUKU YEeJIOBEKa — BBIABICHHS STHOCHEIM(PUYHBIX OCOOEHHOCTEH CTPYKTYphl T€HOMOB H
MOIMYJISILIMOHHBIX T€HO(OHIOB COBPEMEHHBIX MOIMYJSIHUNA YelOBeKa, PEKOHCTPYKLUUU IPEBHHUX
MUTpaLUi U SKCIIAHCHU YUCIICHHOCTH HACEICHHUS, @ TAKXKE 3BOJIOINY FeHO(OHI0B K MEXaHU3MOB
TE€HETUYECKOU aJanTalliu.

IlonyyeHHbIE B XOJle¢ HACTOSALIETO MCCIENOBAaHUS JAaHHBIE HA OCHOBAaHUU aHaJIM3a
UJCHTUYHBIX 0 MPOUCXOXKIACHHUIO OJOKOB M PETMOHOB BBICOKON TOMO3MIOTHOCTH MO JaHHBIM
reHotunupoBanuss SNP-uMIOB BBICOKOW IJIOTHOCTH PaCIIMPWINA IMPEACTABICHUS O CTPYKType
reHodonaa Hacenenust Cubupu. JlaHHbIe 0 CUTHaIaX €CTECTBEHHOI0 0TOOpa, SBISIOTCS BaXKHBIM
JIOTIOJTHEHUEM K CYIIECTBYIOIIMM JAHHBIM O 5BOJIOIMU TEHOPOHAOB U MEXaHH3MaM
reHeTH4YecKoil amanTanuu HaceneHus EBpasum. [IpakTuyeckass 3HAUUMOCTh PaOOTHI MOMKET
peanu3oBaTbCs B UCIOIB30BAHUS MOJTYUYCHHBIX JAHHBIX A7 pa3paboToOK B 001aCTH apKTUYECKOM
MEAMIMHBI C 1eJIbI0 BBISBICHUS (DU3HOJIOTHUYECKUX, FTEHETUUECKUX U CHUCTEMHBIX MEXaHU3MOB
aJanTalMd K SKCTPEMAaJbHBIM YCIOBHUSAM cpenbl OOMTaHMA M pa3pabOTKe Ha 3TOW OCHOBE
3¢ ()EeKTUBHBIX NHHOBAILIMOHHBIX CPEJICTB U METOAOB OLIEHKH a/IallTUBHOTO MOTEHIIMANa, a TAKXKe
JHK-unentudukanum, seyeHus 1 NpoQUIaKTHKU 00JIe3HEH yenoBeka.

IToJ10:xeHNs1, BBIHOCUMbIE HA 3AIIUTY:

1. Homynsauuu Cubupyu 1eMOHCTPUPYIOT 3HAUUTEIILHBIC PA3INYKsl B pPacIpeIeIeHUN CYMMBI JUTUH
u konnyectBa ROH kak Ha WHIUBUIYaqbHOM YpOBHE, TaK U MEXKIy HCCIETyeMbIMU
reorpaMueCKUMH peruoHaMu M 3THocamu. Jns momynsuuit CuOupu XapakTepHO Oosbliee
3HAYEHHWE CYMMAapHOW JUIMHBI KOpOTKUX U cpenHux ROH Ha yenoBeka 1o CpaBHEHUIO C
nomyssusmu Kaskasa (B Tom uucie larecrana), Cpenneii Azun, EBporsl u Bonro-Ypanbckoro
peruoHa.

2. B nonynsanusax CubupH BBISBICHBI CYIIECTBEHHBIE OTJIMYMSA B 3HA4YCHUAX Ko3(dduumenra
T€HOMHOTO MHOpUIWHTA MO cpaBHeHUIo ¢ momyisinusmu Kaskaza, Cpemgneit Asuu, EBpomsl u
Bounro-Ypanbckoro peruona: 6ompmast goss nomyisiudii CHOMpU MMEIOT BBICOKHE 3HAUCHHS
koa(durmenta reaomuoro nHOpuanHTa 15t ROH >1,5 Mm.1m.0.

3. Pacnpenenenue 6moxkoB IBD B momymsmusx CuOupu B OOJbIICH CTENEHU COTNIACyeTcsl ¢
reorpapuuecKUM pacHoIOKEHUEM MOMYJSIUi, a B OTAEIBHBIX CIy4yasX — C HMX SI3bIKOBOMU
IPUHAJIEKHOCTBIO.

4. B rernodonae nomymnsaiuii KOpeHHOTo HaceneHus: CHOUPH COIEPIKUTCS CYIIECTBEHHOE YHCIIO
CHUTHAJIOB HANpPaBICHHOTO OTOOPA, BEPOSATHO, OOYCIIOBICHHBIX MPOLIECCAMH JIOJTOBPEMEHHOM
aJIaNTalky K yCIOBUSAM MPOKUBAHUS B PE3KO KOHTUHEHTAJILHOM WJIM apKTUYECKOM KIIMMaTe.

CremneHb 10CTOBEPHOCTH Pe3y/IbTATOB NMPOBECHHBIX HCCIeI0BaHuil. JlocTOBEpHOCTH
MOJIYYEHHBIX PE3yJbTaTOB pabOThl OOOCHOBBIBACTCS OOJBIIUM OOBEMOM HCCIIETYEMBIX
HOMYJIAUOHHBIX BBIOOPOK (1836 wuHIMBUAOB, B cpeaHeM 24 o0pas3la Ha MOIMYJSIUIO),
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HCIIOJIb30BAaHUEM COBPEMEHHBIX MOJIEKYJISPHO-TEHETUYECKUX METOJ0B M CTaTUCTHYECKHUX
MOJIXOJIOB JIJISl aHAIIN3a JTAHHBIX.

Anpobauusi MarepuajioB aucceprauuu. OCHOBHBIE IMOJOXKEHUS IUCCEPTALMOHHON
paboTel OBUTM TPENCTaBICHBI HA CIEAYIOIUX KOH(pEepeHIHsx: MexXIyHapoaHas Hay4Has
KOH(EpeHIIUsT MOJOJBIX YUYEHBIX «AKTyalbHble MpOoOJeMbl MeIUUUHCKON reHeTukmw» (Tomck,
2018); Mexnynaponnas koHpepenmus «VII Cve3n BapuioBckoro ooOmiecTBa T€HETHKOB W
ceneKnuoHepoB, nocesmenapid 100-neturo xkadenpsr renetuku CIIGIY, u acconmupoBaHHbBIC
cumnosuyme» (Cankt-IletrepOypr, 2019); Bcepoccuiickuii KoHrpecc MONOABIX yYEHBIX
«AXTyanbHbIE BOIPOCHI (PYHIaMEHTATLHON U KIMHUYECKON MeauiuHb (Tomck, 2020);.

JInunoe yyactue aBropa. OCHOBHBIE Pe3yJIbTaThl AUCCEPTALIMOHHON PabOThI MOIy4EHBI
aBTOPOM HCCIEOBaHUA. AHAIM3 JIUTEPATYPHBIX J@HHBIX MO T€ME JUCCEepTaliH, NMPOBEICHUE
HKCIIEpUMEHTAIBHOM paboThI (BIAETIEHHE U TpoBepka kayectBa JJHK, moaroroska oopasios s
TEHOTUIUPOBaHM), OnomH(popMaTHUecKass 0OpabOTKa JaHHBIX, CTATUCTUYECKUA aHAIU3,
onucaHue M 00OOIIEHHE MOJMYYCHHBIX PpE3yJIbTaTOB, a TaKXe MOJArOTOBKA IyOJMKAIMi IO
pe3ynbTaTaM UCCIIEOBAHMS BHITTOJIHEHBI TUYHO aBTOPOM.

Iy6amkanuu. [To Teme auccepraloHHON paboOTHl OMyOIUKOBaHO 8 paboT (5 crarel B
KypHainax, pekomeHnoBaHHbIX BAK, 1 ctaTes B cOOpHUKE KOHpEpEHIINH, 2 Te3Uca B MaTeprasax
3apyOeKHBIX U OT€YECTBEHHBIX KOH(EPEHIIHIA).

O0bem u cTpykTypa auccepramum. Jluccepraums usnokeHa Ha 176 crpaHuIiax
MAaIIMHOIIMCHOTO TEKCTa U COAEPKUT BBEICHHE, 0030p JHUTEpaTyphbl, MaTepUanbl U METOJBI,
pe3ynbTaThl U OOCYKJEHHE, 3aKII0YeHHE, BBIBOJBI, CIIMCOK JIUTEPATyphl, npuioxenue. Padbora
wutocTpupoBana 18 tabmunamu u 22 pucynkamu. CHHCOK JIMTEpaTypbl COCTOMT u3 147
HCTOYHHUKOB, M3 HUX 31 OTCUECTBEHHMIH.

MATEPHUAJ U METO/JbI UCCJIEAOBAHUSA

Marepuan uccnenoBanus coctaBuiau oopasinsl JJIHK, BeieieHHbIe U3 TEHKOIIUTOB KPOBH,
npuHAIeKANHX K 20 MOMyJSIUsaM KOPEHHOTo HaceneHuss CHOMpY BKITFOYAOIMNX 15 STHUYeCKuX
rpynn. Ha pucynke 1 npuBeseHa ToKanu3aius UCCIeI0BaHHBIX STHUYECKUX BHIOOPOK KOPEHHOTO
HaceneHuss Cubupu. J{nsg uzydeHuss B3auMOJCHUCTBUS U BIUSHUS MOMYJISAIUN U3 OIM3IeKAIIIX
pernoHoB Ha nonynauuu Cubupu, a Takke B KauecTBe TPYII CpaBHEHHUS ObUIH B3SITHI 00pasLibl U3
Cpenneit Asum, Bonro-Ypansckoro pernona, Bocrounoit EBpomnsl, CeBepHoro Kaskaza u
Jarectana. B cOBOKyITHOCTH OXapakTEepU30BaHO 76 MOIMYISIIMOHHBIX BRIOOPOK, MPUHAICKAITAX
K 62 »srHHyeckuM rpynmam. IIpoBenenue wuccnemoBaHus oxobpeHo Komwurerom 1o
ounomenumuHckor stuke HUW menunmuackoit renetukn Tomckoro HUMIL (Ne4 ot 21 HOs6Ds,
2017). Bce skcrnepuMeHTHl ObUTM MpOBeACHbI Ha 0a3e LleHTpa KOJIJIGKTHBHOTO IOJIb30BAHHS
HAy4YHO-HCCIIEIOBATEIbCKUM OOOpY/JI0BaHUEM C HCIIOJIb30BAHUEM PECYpCOB OHOJIOTHYECKON
kosekuu «brobank Hacenenus Cesepuoii EBpazun» (HUM menununackoi reaetuku TomMckoro
HUMII, r. Tomck).

[Momynsimun kopennoro Hacenenuss Cubupu (N = 477) npencrasnens! anraiinamu (b —
c.bemmenstup Yemanbckuii MynununaisHoro paitona, N = 24 u K — c.Kynaga Onrynaiickuit
paifona, N = 25) (marepuan coOpaH COTPYIHHUKOM pecryOIMKaHCKONH IETCKOW OOJbHUIIBI
PecnyOnmku Anrait kana. mea. Hayk B.H. TanunoBo#, a Takke B xoae sxkcneauiuit HUW MI' CO
PAMH), Oypstamu (A — n.AruHckoe AruHckoro paiiona, N = 23 u K - c.Kypymkan
Kypymkanckoro paiiona, N = 28) (marepuan cobpan kana. men. Hayk E.P. Epemunoit),
kanmbikamu (N = 29), ketamu (N = 15) (MaTepuan codpaH B X0/ dKCIeIUIUOHHBIX pabor HUU
MI' CO PAMH crynentom XapekoBeiM B.H. u acnmpantom Xwutpunckoit M.IO. B 2001r.),
kopskamu (N = 20), yykuamu (N = 25) (monmyJisMOHHBIE BBIOOPKH KOPSIKOB M YyK4eH
npenoctasiiensl qupekropoM HUU tepanuu CO PAMH, unen-kopp. PAMH M.U. BoeBonoit
(HoBocubupck). Marepuan kopsikoB codpan B KopskckoM aBTOHOMHOM OKpyre Kamuarckoit
obnactu. [TomynsiimorHast BEIOOpPKA YyK4Yed, 00pa3iibl KpOBH KOTOPBIX cOOpaHbl B moc. JIopuHO,
Cupenuku, Anapeikor 1 HoBoe YamnnmHo YyKOTCKOrO aBTOHOMHOIO OKpYyIa, OTHOCATCA K
6eperosoii rpymre), HuBxamu (N = 13), tatapamu (T — r.Tomck N = 20), TyBunmnamu ( N = 28)
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(matepuan cobpan B xone oskcneauruii HUMA MIT CO PAMH, a Ttakxke coTpyIHUKaMu
MHOTONPOGMIBHOM  HAaydyHOW  JAOOpaTOpUM MO  MEAMKO-OMOJIOTMYECKUM  IpobiemMam
MunucrepcTBa 3apaBooxpaneHust Pecriyomuku TyBa, pykoBoauTens 1-p. Mea. Hayk O.A. OHnap),
ymoreiinamu (N = 15) (marepuan cobpan kana. 6uon. Hayk M.I'. CiupuioHOBOM 1 KaHA. OHOJ.
Hayk A.B. Mapycunrsim), xantamu (K — c.Kazeim bemosipckoro paiioma, N = 30 u P -
n.Pycckunckas CypryTckoro paiiona = 26) (Marepuan coOpan aBTopoM, Kaua. Ouon. Hayk M.I.
CnupuoHoBoi u kania. 6woin. Hayk A.B. MapycunesiM, kana. 6uoin. Hayk B.H. XapbpkoBbim),
xakacami (T — caraiinamu Tamrsinckoro p-Ha N = 29 u Il — kaunnnamu [Hupunckoro p-na N =
26) (marepuan ObLI COOpaH B XOJI€ COBMECTHOM HAyYHO-TIPAKTHYECKON METUITMHCKON
sKcneaunuy, nposoausiueiics B 2007-2008 rr. B pamkax /loroBopa 0 COBMECTHOM AESITEIbHOCTU
Mexny HUW meauuunckoi renetnkn CO PAMH u 'OV BIIO Xakacckuii rocygapCTBEHHBIN
yHHBepcHTeT), dynbiMuaMu (N = 22) (marepuan coOpaH B X0J€ dKCIEAUIHUOHHBIX pabor HUN
MI' CO PAMH B 2019 r1.), 3Benkamu (3 — 3abaiikansckue (m.Yapa Kamapckoro paiioHa, c.
Moxknakan u c.Tynuk Tynrupo-Onéxkmunckoro paniona) N = 25 u i — axyrckue N = 28) n
saxytamu (N = 26). Marepuai SsKyTCKUX BRIOOPOK COOpaH B X0/I€ COBMECTHBIX IKCIIEUIIMOHHBIX
pabot corpyaaukamu HUM MI' CO PAMH (kann. 6uon. Hayk JI.A. Konesa, kana. 6uon. Hayk
H.I1. babymkuna), HUMN kapmuomoruun THI[ CO PAMH (K.B. Ily3bipeB) U cOTpyaHHKaMU
Sxytckoro HayuHoro neatpa PAMH u IlpaButensctBa PecnyOmuku Caxa (SIkyTus) (I-p. me.
Hayk H.P. MakcumoBa, kana. mea. Hayk A.H. HoroBuiisina).

C xapakTepHCTUKOI npencTaBieHHbIX nomyssanuii Cubupu u nonyssiuuii CpenHeit Azum,
Bosro-Ypanbckoro permona, Bocrounoit Epomnbl, CeBepHoro KaBkaza um JlarectaHa MOXHO
03HAKOMUTHCSI B TEKCTE JUCCEPTALIUH.
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Pucynok 1 - Jlokanu3aius uccie10BaHHBIX STHUUECKUX BHIOOPOK KOPEHHOTO HACEICHUs
Cubupm.

IloaroroBka martepmana Ajasi reHoTunuposaHusl. Boiaenenue renomuHon JHK wn3
nepudepuIecKoil KpOBU IMPOBOIUIIOCH C TIOMOIIBIO MeT0/1a (PEHOT-XpOMOPOPHOH IKCTPAKIIUH.

I'enotunupoBanue. IlonmHoreHomHoe reHorunupoBanue JIHK-mapkepoB  Oblio
NPOBEIECHO C Hcmoib30BanueM miardopmsl Infinium Multi-Ethnic Global BeadChip (Illumina).
[Tnardpopma Infinium Multi-Ethnic Global BeadChip Bkimiouaer cBbime 1,7 mmmanona SNP-
MmapkepoB. Kiacrepusanuio MaccuBa TI'€HOTHIIOB M KOHTPOJIb KadecTBa BBIMOJHSIN C
UCIIOJIb30BAaHUEM IPOTOKONA, omyoOiaukoBaHHOoro B crathe Guo Y. (Guo et al., 2014) c
ucrnonp3zoBanueM GenomeStudio (Momynbs reHotunupoBaHus v2.0.3), mporpaMMHOIO TakKeTa,
koTopsbIii [llumina pa3paboTana Uit aHaJIM3a NOTYYESHHBIX T€HOMHBIX JTAHHBIX.

Ouenka kadecTBa reHoTunupoBaHusi. I[lpum OumomHpopmarmueckoil o00pabOTKe
MOJYYCHHBIX JaHHBIX U3 aHain3a Obutd uckmoueHsl SNP ¢ 6onee yem 10% OTCYTCTBYIOLIIMMH
FEHOTHNAMHU. bbUIM HCKIIIOYEHBI BCE TIO3MIMHM Jelenuid W uHcepuuwil. JlanHble ObLIH
IpeIBapUTEIILHO OT(GUIBTPOBAHBI IO MUHUMAIILHOM YacToTe peakoro awternst (MAF, minor allele



9

frequency > 0.01). B urore, mocie puiabTpanvyu UCXOAHBIX MaHHBIX 1Mo 1779819 mapkepam, B
¢uHaTBHBIN MaccuB AaHHBIX Bouio 886889 ayrocomubix SNP. Kpome 3Toro, ObuTH HCKIIIOUSHBI
o0pa3iel, umeromue oonee 5% nponyueHHbIX SNP, a Takxke 00pa31bl METHCOB IEPBOT0, BTOPOTO
U TPEThEro TMOKOJCHHUS, BBISIBICHHBIX C TIOMOINBIO METOJOB ompenenenus obmmx IBD,
noctpoenus t-SNE u Admixture. Jlanaas GuibTparys mo3BOSIET MTOBBICUTH KA4€CTBO BHIOOPKHU
MOBBICUB TOYHOCTH 32 CUET MUCKITFOUEHUS OJIM3KOPOICTBEHHBIX UHIUBHIOB.

®azupoBanne. PazupoBaHUe T€HOTUIIOB IPOBEJCHO C UCIOIB30BAHUEM MPOTPAMMHOIO
obecnieuenus Beagle 4.1 (S. R. Browning & Browning, 2007).

AHaJIN3 KOMIIOHEHTHOT0 cocTtaBa reHodgonaa merogamu PCA, t-SNE u Admixture.
JJis MOHVKEHUST Pa3MEPHOCTH U TIPOCTPAHCTBEHHOTO aHaIi3a ObLT UCTIOIB30BAaH METO/I TJIABHBIX
kommoneHt (PCA — Principal components analysis) (Menozzi P. et al., 1978; Patterson N. et al.,
2006). [yis BBIMOJHEHMS 3a/1a4M TI0 BBISABJICHUIO M OIIEHKE WHIUBUIYAJIbHBIX KOMIIOHCHTOB U
KOJIMYECTBa MpuMecell B reHOpOHIe U3ydyaeMbIX MOMYJSIIUKA Oblja HMCIIOJIb30BaHA MpOorpaMMma
Admixture (Alexander D.H. et al., 2009). dns BusyanbHOW IU(PPEPSHIMPOBKH M OICHKU
KJIaCTepOB ObljIa UCIOJIB30BaH METO/ CTOXACTUYECKOTO BIOXKEHUS cocellel ¢ t-pacnpesesieHneM
(amr. t-distributed Stochastic Neighbor Embedding, t-SNE) (Maaten L., 2008).

BroisiBiieHusI 001IIUX MO MPOUCXO0XKIeHUI0 0,10k0B cuensienusi (1BD-cermentoB). s
aHaJIM3a UCHTUYHBIX 10 TIPOMCXOXKICHUIO 0JIOKOB TeHOMa Hcob3oBanu anroputM Refined IBD
(B. L. Browning & Browning, 2013). Hcmoms3oBamacs mnporpamma Bepcuu refined-
ibd.16May19.ad5.jar. Jlns cpaBHEHHs TMOMYJSALMA OBUTM MOJYYEHBl CYMMBI CPEIHUX JUJTHH
cermeHToB IBD Mexny mapamu mHauBuaoB. TeroBas KapTa ¢ JEHAPOTPaMMOM HA OCHOBAaHHUH
norapudma oT cyMMBbI cpeHuX IIHH cerMeHToB IBD Mexny mapamu unausuaos s IBD >1.5
cM, 1-4 cM u 4-10 cM mocTpoeHa ¢ UCIOIB30BaHUEM TTakeTa heatmap.2 B mporpaMMHOM cpenie
R.

NnenTndukanusi pernoHOB BbICOKOW TOMO3ZUIOTHOCTH C MOMOIIBI MPOrpaMMbl
PLINK. Jlns HaxoXACHHS Y4YacTKOB, KOTOpbIE C OOJIbLICH BEPOATHOCTHIO MPEICTABISIOT
ayTO3UTrOTHOCTD, mepe mouckom ROH B porpamme «PLINK v1.9» (Purcell S. et al., 2007) mbr
ynamwm SNP ¢ BbicokuM HepaBHOBecueM mo creruiennto (LD). [lnst aToro ucmonb3oBaiu
ckaHupoBaHue reHoma B pamke u3 50 SNP co ckonb3siimum okHoM 5 SNP u moporom nomapHoro
ko3 duimenta crennenus r2 nopor = 0,8). B pesynbrate KoHTpomb mpomu 585 715 SNP.
AHanu3 ObUT BBITIOIHEH C YYETOM TpeX paznnyHbiXx HabopoB ROH ¢ yueToM MUHMMaIIBHON TITHHBI
0.5 m.1.0., 1,5 m.mm.0. 1 5 M.11.0. (Masibie, cpeanue u Oonbime ROH).

JIJ1 MEXTIOMYJISIIUOHHBIX CPaBHEHUN ObUIM pAaCCUMTAHBI CPEeIHUE 3HAUCHUS KOJIMYEeCTBa
u coBokynHoi anuHel ROH Ha reHom st kaxnoi nomyssiniuu. CTaTUCTHUYECKUN aHAIU3
npoBoAwiics B mporpaMMHOil cpere R. CTaTUCTHYECKYI0 3HAYMMOCTh MEXKIMOMYJISIIMOHHBIX
pa3yInuuii OLEHUBAIIX IIPU IOMOLIHU TecTa Buikokcona. i1 KOppeKuu ypoOBHs 3HAYUMOCTH I10
IpPUYMHE MHOXECTBEHHBIX CpPaBHEHUU HCMOJIb30BaJIach MompaBka boHdeppoHu (ypoBeHb
3Haunmoctu = 0,05).

Pacuer kod(ppuuuenta reHoMmHoro wuHOpuauHra. Jlns pacdera kodpdumeHTa
T€HOMHOT0 MHOpuAMHTa FROH Y KaXKI0ro MHAMBHUIyyMa pa3Mephl ayTocOMHbIX obnacteit ROH,
npeBblalomux 1,5 M..0., CyMMUpPOBaJIM M 3aTeM JACTWIM Ha OOIIyI0 JJIMHY ayTocOM, 3a
uckIroueHneM nenrpomep (2708,613716 m.m.o. ans cobopku renoma hgl9).

NnenTndukanuss pernoHOB BbICOKOW TOMO3ZUIOTHOCTH C MOMOIIBI) MPOrpaMMbl
GARLIC. [ns onenku Bo3pacra ROH mpumensimin nporpammy GARLIC (Szpiech Z.A. et al.,
2017), ucmons3yIoIIy0 METO/I, OCHOBAaHHBIN Ha BEPOSTHOCTHOH Momenu aiast ROH B kiaccax ¢
«xopotkum» (A, mo 0,5 m.m.0.), «cpeqaum» (B, 0.5 — 1,5 m.m.o0.) u «amuaaBIMY» (C, Gonee 1,5
M.11.0.) pazmepamu. Koporkme ROH orpaxkaioT roMO3UroTHOCTH O APEBHUM TaIlIOTHUIIAM,
cpenaue ROH sBisitoTcst pe3ynbraToM HEIaBHHUX JAeMOTrpadUuecKUX U3MEHEHUH B MOIMYJISIUN
(manpumep, sdpdexr OyTbutouHOro TOpIsbIKa). InmmHHRIe ROH oOTpaxaroT romMo3uroTHOCTh
BO3HUKIIYIO B pe3yJIbTaTe HEAABHUX KPOBHOPOICTBEHHBIX OPAKOB.

Msr nosBoiman GARLIC aBTomaTmuecku BhIOMpaTh pasmep OkHa (--auto-winsize),
HauWHas CO 3HAYCHHUs, YKa3aHHOTO MapamMeTpoM «--winsize 40» U yBeIWYHBAsCh C IaroMm 2 a0


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
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3aBepIIeHUs, W Takke ykazanmu kodpdumment ommboxk 0,001. Mb1 ucmonab30Bamu BCeX
UHIMBUIYYMOB B TMOMNYJISIMUA s oleHKH ypoBHs netanusaiuu KDE (--kde-subsample 0).
[Tockonpky aHaNM3UpyeMbIe MOMYJISALUN PA3IMYAIOTCS [0 Pa3Mepy BBIOOPKHU, MbI HCIIOJIb30BAIIN
OJTHO U TO K€ PEKOMEH/JyeMOe 3HaueHHe I KOJIWYEeCTBa MOBTOPHBIX BBIOOPOK JUIS OLIEHKU
4acTOT ayuieneil juisi kKaxmoro anamusa (--resample 40). Bce ocrampHble mapameTpbl ObUIH
YCTaHOBJICHBI IO YMOIYAHHIO.

BroisiBiienune ropsiunx touek ROH. Jlnst n3yuenus cBoiicTB ropsuunx Touek ROH Mbl
COCPEOTOUMIINCH HAa OOJIACTSIX T'eHOMa, KoTopble conepxanu SNP B «xpailHUX» XBoctax (>
99,5%) smnupuyeckoro pacrpeaeneHus oomux yacror ROH, paccunTanHbIX A5l TpeX KIaccoB
pasmepoB ROH. SNP ¢ gactoramu ROH Bbimie 99,5-ro mponentuist nonagator B 69 obnacreit
reHoma, WACHTU(UIHUPOBAHHBIX Kak ropsuue Touku ROH (tabmmma A.l), mpu sToMm, eciu
paccrostaue Mexxay SNP Obuto menbiie 300 T.11.H., perHoHbI ObUTH 00bEJMHEHBI B OJTUH PETHOH.

BobisiB/IeHHe CUTHAJIOB €CTeCTBEHHOI0 0TOOPa B BHICOKOIJIOTHBIX YHIIOBBIX JAHHBIX.
[louck curHamoB HampasiIeHHOTO oTOOpa B momymsauusx Cubupu, CeBepHoil A3um u ceBepa
eBporeiickoi yacti Poccnm Ha OCHOBE aHalv3a JAaHHBIX MO TOJHOT€HOMHOMY Habopy SNP
IpOBOIWIN B nakeTe SelScan ¢ MOMOIIBI0 TEeHOMHBIX TECTOB Ha MPOTSHKEHHYIO TOMO3UTOTHOCTD
rartotunoB (1HS, nSL u XP-EHH). Oxunaemas nons noxubeix otkioHeHuid FDR (anrm. False
discovery rate) 6pu1a Gonbiie nim pasaa 0.05.

benok-0enkoBble  B3aMMOJCHCTBHS  TPOAYKTOB TE€HOB  TO0A  OTOOpOM  OBLIH
BU3yaJIM3UPOBAHbI U MpoaHanu3upoBanbl ¢ nmomouibio pecypca STRING (Search Tool for the
Retrieval of Interacting Genes/Proteins). O6oramennocts KEGG-myTei reHamu moa 0Toopom
ObLTa olleHeHa ¢ moMolIbio pecypca webgestalt (WEB-based Gene SeT AnaLysis Toolkit).

PE3YJIBTATHI U OBCYXKJIEHUE

AHaJM3 TJABHBIX KOMIOHEHT. JIJi1 MOHM)KEHUS Pa3MEPHOCTH JAaHHBIX U BBISBICHUS
TeHETUYECKUX KOMIIOHEHT B COCTaBE T'€HO(POHJIOB M CTPYKTYPE HCCIETYyEMBIX MOITYJISLUNA MBI
OCTaHOBMJIMCH Ha Tpex anroputmax: PCA, Admixture u t-SNE.

[Tommydennbie nanHbie 0 yactorax SNP B HMcclIemOBaHHBIX MOMYJSIIIMOHHBIX BBIOOPKaX
OBLIM HMCHOJIB30BaHbI ISl BBISICHEHUSI T'€HETHYECKHX B3aUMOOTHOILIEHUN MEXIy pa3lInyHbIMU
3THOCAMU M permoHaibHbIMU rpynmamu. Metog PCA nuddepenuupyer Bce 3THOCH Ha
HECKOJIbKO IPYIII FeHETUYECKHU U reorpaduuecku OIu3KuX nomyssuil. FOxHocnOupcekue 3STHOCH
CO 3HAYMTEIBHOW JO0JIEH 3amaJHOEBPA3UICKUX TalIoOrpyIIl (CEBEPHBIE M IOKHBIE aJITAMIbL,
TEJeyThl, TOMCKHE TaTapbl, XaKachl) KJIAaCTEPU3YIOTCSI BMecCTe. Xakachl MpU 3TOM Hauboiee
TeHETHYECKU yAaJeHBbl OT OCTAIBHBIX. BypsATHI, 9BEHKH, SIKYTHl TaKXkKe ONH3KHA JOPYT K JAPYTY.
Uykuu, KOpSKH, HUBXU W YAITEHIBI COCTABIAIOT JajJbHEBOCTOUHYIO TPYNIy TE€HETHYECKU
ONMU3KMUX TONYJIAIMNA, TPU 3TOM KOPSKM, HUBXM M YASTCHIBl JEMOHCTPUPYIOT HamOoIbliee
poxnctBo. Ilo pesynpTaTam aHaiaM3a HAKOIUIGHHOTO HaMH MAacCHBa JaHHBIX C IOMOILBIO
anropuT™MoB Admixture Moka3aHo, 4To OOIIas KapTHHA pPacHpeeNeHHs KOMIIOHEHT XOPOIIO
coryiacyercsi ¢ reorpaMueckuM MECTOIMOJIO)KEHUEM HCCIEAYEeMBbIX MOMYJSALUN, MPUBSI3KOH K
KOHKPETHOMY PErHOHY U aHTPOIIOJIOTHYECKUM paznuuusM. lIpu OoTHOCHTENBHO HEOOJIBIIOM
guciae KOMHOHEHT K=5-8 OonpImmHCTBO TeorpaduiecKux pEeruoHOB XapaKTEePU3YIOTCS
npeoOiaganueM oTaesbHOoro komnoHeHT. Haunnas ot K=8 B o0mieM maccuBe aHaIH3UPyEMbIX
MOIMYJISILHM, OTYETIUBO BbIAEISAETCS KOMIOHEHT, MPAKTUYECKU MOJHOCTHIO JOMHUHHUPYIOMIUNA Y
MOHTOJIOSI3BIYHEIX OypsiToB (63%) U kanMbeIkoB (54%). Haubonee 4yeTko OH MPOSIBISETCS TPU
K=12 (pucynok 1). IMeHHO 3TOT Tr€HETHYECKHA KOMITOHEHT, BEPOSITHO, MAapKUPYyeT BKJaJ B
reHodona HaceneHus Cubupu, Cpenneit Asun u Bocrounoit EBpoIibl MOHTOJTECKHX MUTPAHTOB.
B xopennbix nonyssiiusix CuOupy oH 3aHUMaeT 3HAUUTENbHYIO JOJII0 Y XakacoB (41%), TOMCKHUX
tatap (24%) n tyBuHueB (12%). IIpakTuyecku BCE€ OCTaJbHBIE HCCIIEIOBAHHBIE IOIYJISILIMU
Cubupu u JlanpHero BocToka — TIOPKOS3BIYHBIC SIKYTHI, IIOPIIBI, XaKaChI-Carailbl U UyJIBIMITBI —
JEMOHCTPUPYIOT NPAKTUUECKH MOJIHOE OTCYTCTBHE 3TOr0 KOMIOHEHTAa. He BhIABIsAETCA OH U Y
9BEHKOB, IBEHOB, XaHTOB, KETOB, HEHLIEB, UyJIBIMIIEB, UyKU€il, KOPSKOB U HUBXOB.
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[Ipu 3aganuu ynciaa NPeaKOBBIX KOMIIOHEHT OoJible 7 B OONBIINHCTBE I0KHOCUOUPCKUX
MOTTYJISIIMH BBISBISIETCS CHSIIU(UIHBIN TSI HUX TeHETUYECKII KOMITIOHEHT, Han00JIee OTYETINBO
MIPOSIBIISIONINIACSA Ha aHATU3UPYEMOM MAaCCHBE MOMYJIAIMOHHBIX BEIOOPOK mpu K = 10, koTOpHIii
MO>KHO UHTEPIIPETHPOBATh KaK «EHUCEHCKUI» TeHETUYECKHI TUIacT B TeHO(POHIE COBPEMEHHBIX
nonyysanuii. Ero makcumanbHoe 3HaueHue 92% mnokazaHo y dyiabiMieB. CyIIECTBEHHYIO OO
ATOT KOMIIOHEHT 3aHMMaeT y KeToB 64,7%. Oxomno tpetn rerHodonma TyBuHneB 28,4% wu
MPAKTUYECKH YeTBepTh INeHO(POHJAa XakacoB KauuHLEB 24,6% HMEIOT B CBOeM TeHO(OHIE
DJIEMEHTHI €HUCEHCKOTO KOMIOHEHTa. TaKkke BCTpeuaeTcsi eHUCEHCKUIT KOMITOHEHT B TeHO(OH e
anraiiues (B) 13,4% u anraiiues (K) 18,4%, noMumMo 3T0oro oH oT™MeueH B TeHO(OHIE TOMCKHUX
tatap 9,2%. C MeHbIIEl YacTOTOM €HMCEWCKHI KOMIIOHEHT IIPEACTaBIeH y JpYyrux
MIPEACTABUTENCH ANITACKOMN S3BIKOBOUM CEMBbHU: OYpATOB, KAJIMBIKOB, OAIlIKUp, KUPTU30B, Ka3aX0B
u p. [lonydeHHble pe3yJIbTaThl XOPOIIO COTTACYIOTCS C JAHHBIMU aHTPOIMOJIOTMH U JTUHTBUCTUKU
0 BKJIaJIc CHHUCEHCKOTO0 KOMIOHEHTa B ()OPMHPOBAHHME PA3THYHBIX HapogoB Anrtas-CasH u
HMCTOPUYECKUMU apeajlaMi €HUCEHCKUX S3BIKOB.

EBporeoniHblii KOMIOOHEHT Cpelyd CUOMPCKHUX MOMYJISIUN BBISIBICH Y TOMCKHX Tarap
40,3%, u rpynnsl UHIMBUAYYMOB BHYTPHU IONYJISIUU ABEHKOB, YTO TAKKE MOATBEPHKAAETCS
HaJU4reM JUTMHHBIX 0710koB IBD eBpomeickoro mpoucxoXaeHus W 3HAYUTEILHOTO CHIDKCHHE
mmael ROH u kosddummenta reHOMHOTO WHOPUAWHTA, YTO TOBOPUT O METHCAIMHU H
HEOJTHOPOJAHOCTH JTaHHOM BHIOOPKHU.

[Ipu ananu3e AaHHBIX AyTOCOMHBIX TE€HOTUIIOB B KAaue€CTBE TIPYIIbl CPAaBHEHUS C
HauOOJIbIICH J0JIeH ele 0THOr0 KOMIOHEHTa (YyropcKoro) (IOMUHUPYET Y XaHTOB M COCTaBIISACT
95%). Otmeuaercs ero Hanuuue y ketoB (16%), 6amxup (11,4%), HaxoSMMXCS HA TEPPUTOPUH
pacceneHus IpeBHUX I'YHHOB. B MeHbliel none npencrtasieH y komu 8,4%, BencoB 3,7% u
TOMCKUX Tatap 3%. 3HauuTeabHA OIS STOrO KOMIIOHEHTa TakXKe Y KeTOB (NMpH aHaimu3e 10 8
KoMIOHEHT). C HeOOJbIION YacTOTON OH MPEACTABIIEH MPAKTUYECKH BO BCEX MOITYJISIIIMOHHBIX
BbIOOpKax Anrtas-CasH — TyBUHIIEB, aJTaiileB, xakacoB (0T 5 1o 10%).

OpuuM w3 Hauboyee IIHUPOKO PACIpPOCTPaHEHHBIX Ha Tepputopuu Poccuum u
COMPEIETbHBIX CTPAH SIBJISIETCS TIOPKCKUM T€HETUYECKUII KOMIIOHEHT, MAaPKUPYIOLIUN IOBOJIBHO
MO3HIOIO BOJHY MUTPALUN Pa3IuYHBIX TIOPKCKUX HApoA0B. Tak, BOCTOYHO-TIOPCKHUI KOMIOHEHT
MO’KHO BBIIEJIMTh y XaKacoB caraiiiieB Tamreinckoro paiona 92,4%, xakacoB kaunHues 12,3%,
antaiueB u3 c.bemmnenstp 32,9% u ¢.Kynana 17,9%, tyBuniies 9%.

Ouenka pacnpeneeHdusi PEermOHOB BbICOKOW TOMO3HUIOTHOCTH € TOMOIIbIO
nporpammbl «Plink». O6mias mmHa u kommuectBo ROH i KaXKaoro WHIWBHIYalbHOTO
reroma koneonercs ot 41,2 1o 687,7 m.11.0. 1 oT 61 10 394, coorBeTCTBEHHO. MenuaHHO€E YUCIIO
ROH Ha wHAuBMIyallbHBIH TEHOM B HCCIEIOBAaHHBIX oOpasmax cocraBwio 135,4, rpanuia
nepsoro kBaptuwist 121,8, rpanuna tperbero kBaptuis 151,5. Meauannas qmaa ROH 128,4
M.I.0., Tpanuna neporo kaptwis 103,7 m.m.o. tperbero 139,3 m.m.o.. CpenHee 3HaueHHE
coBoKynHO# ;umHel ROH Ha nuHauBHIyyMa BapbHpyeT OT 79,9 M.1.o. B BEIOOpKE HOTalleB, 10
289,1 m.m.o0. y ruHyxueB. MUHMMaIbHOE CpeHee MOMyJaluoHHoe 3HaueHue yucia ROH Ha
yenoBeka HabmomaeTcs y y30exoB (103,7), MakcumalbHOE — Cpeau KOpskoB 312.

Hons ROH pasznuyHOW AIWHBI 3HAYUTEIBHO KOJEOJETCS B 3aBUCHMOCTH  OT
reorpaMuecKkoro peruoHa M sI3bIKOBOM rpynmbsl. Beibopku m3z Cubupu, 0coOEHHO HOCHTENH
A3BIKOB UYKOTCKO-KaMYaTCKUX M HUBXCKOTO SI3bIKOB, Pa3UTENIbHO OTJIMYAIOTCS OT TAKOBBIX W3
Npyrux reorpapudeckux pernoHo. Cpennee 3HaueHue odmei 1muasl ROH Ha yenoBeka B Hamei
BBIOOPKE MPEICTABUTENICH TYKOTCKO-KAaMYaTCKUX U HUBXCKOTO s3bIKOB (308,6 M.11.0.) CpaBHUMO
CO 3HAQUYEHHMEM B JAreCTaHCKUX MOMYJALMIX, TOBOPSIIMX Ha SA3BIKAX JUAOWCKON MOATPYMIIbI
(305,03 m.1m.0.).

ITo none obpasuoB ¢ oguuM U Oonee ROH mmHON Oosblie 5 M.ILO. IO pEernoHaM
BBIICTISIIOTCS. TPU pa3jiMuHble TPYMIbI, KOTOPHIE SIBHO CBSA3aHBI C SHIOTAMUEH U H30JISALUEH:
Oonbiras yacth cuOupckux (75.5%) u garecrtanckux oopasuos (78.1%) umeer nnuaable ROH,
nanee unyt Cesepo-Kaskasckuii, Bonro-Ypansckuii pernonsl u Bocrounas Espona 57.9% u
38%, coorBercTBeHHO. [[mst CpemHe-A3uMaTCKOTO peruoHa HAOMIOAACTCS MUHUMAIbHAS OIS
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reHoMoB, umeronux JauHHble ROH (15.6%). 3T0 NOTHOCTHIO COOTBETCTBYET MOJIYYEHHBIM PaHee
JAHHBIM O HauOOJBIIEM T€HETHYECKOM pa3zHOOOpa3suu W MHOTOKOMIIOHEHTHOCTH T'€HO(OHIA
CpeHEea3naTCKUX NOMyJISIMNA B CPaBHEHUM C ApyruMu 3THOocamu CeBepHol EBpaszun.

Onenka pacnpeaeneHHsi PerHOHOB BbICOKOH T'OMO3HUIOTHOCTH € TOMOUILIO
nporpammbl «GARLIC». O6mas nnuna n konudectBo ROH, naentudunmpyemsie ¢ moMoIibio
maketa « GARLICy, maa xaxxaoro nHAUBHAA Koiaebnaeres oT 124 no 788,6 m.mm.o. ot 319 1o 1237,
cooTBeTcTBeHHO. MenunanHoe yucio ROH Ha MHIMBUAYabHBII T€HOM B MCCIIEAOBAaHHBIX
oOpa3uax cocraBmwiio 774.5, rpaHuLia nepBoro KBapTuwis — 754,1, rpaHuiia TPEeTbero KBapTUIIA —
798.,5. Menunannas nnuHa ROH — 261,4 m.m.o., rpanuiia nepBoro kBapTuwis — 243,9 m.ao.
Tperbero — 282,8 m..o.. CpenHee 3HaueHuMe coBOKynHoOM mmHbl ROH Ha mnauBuayyma
Bapeupyetcs ot 167,3 m.1.0. B Beioopke Oamkup (C), g0 480,2 M.11.0. y KOpsSIKOB. MUHHMaIBHOE
cpenHee momysiuoHHoe 3HaueHne yncia ROH Ha yenmoBeka HaOmomaercs y TuHyXies (356,8),
n3-3a Oonpmed qmuHBl ROH 3a cuer cunbHOTO MHOpUAMHTA, MAKCHUMAJIbHOE — CPEIM KOPSKOB
(1136).

Jig cubupckux dykyeil, KOpAKOB, HMBXOB JUIs BCEX KJIAcCOB [UIMH HaOI0faercs
3HAUYMUTENIbHOE YBEJIIMUEHUE CyMMapHOU JIMHBI U koinuecTBa ROH Ha yenoBeka o cpaBHEHHIO C
JPYTUMH TOMYJISIUSAMH, YTO TOBOPUT O MPOJOJDKUTENIBHOM HHOPHAMHIE, a Takxke 3(dexre
«OyTBUIOYHOTO ropiibiika» (PucyHok 2).

Jig  4dykyeil, KOpSKOB, HHUBXOB Takke HAOMIOJAeTCsl 3HAYUTENIbHOE YBEIWYCHHE
cymMMapHOW JiuHbl cpeaHero kinacca ROH Ha yenoBeka, Kak MO CPaBHEHUIO C OCTAIbHBIMU
HNOMYJISILUSAMH, TaK W IO CPaBHEHUIO C KiaccoM KopoTkux ROH BHyTpu mnomynsuuu, 4To
HOJTBEPXKIACT MPOJIOJKUTEIBHOCTh MHOPUAMHIA M HEOOJBINYI0 (PPEKTHUBHYIO YHCICHHOCTD
nonyisiuuii. Jlanee, mo KOpoTkuM U cpeaHuM JiiuHaM ROH BbIAENSIOTCS KEThl, SKYThI, SBEHKH
(51), ymoreitupl, TyBuHUB U OypsaTsl (K). [isg sKyTOB M TyBHHILIEB, HECMOTPS Ha OOJBLION
3 PEeKTUBHBINA pa3zMep MOMYJISIUH, O0IBIIOe KOJUISCTBO M JJIMHA KOPOTKUX M cpenuux ROH,
BEPOSATHO, CBS3aHO C CHUIBHBIM 3()(PEeKTOM OCHOBATENs, KOTOPHIA BBHISBISIETCS HAa MapKepax
mt/IHK 1 Y-xpomocomsr (XapekoB B. H. u ap., 2008, 2013). /11 OypsaToB (A) Takke XapaKTepHO
yBEJIMUEHUE CYMMapHOU JUTHHBI cpeaHero kiacca ROH, Ho B Ooubliieit cTenenn He u3-3a ATUHBI
(dbparMeHToB, a M3-3a WX KOJMWYECTBA, YTO TOBOPHUT 00 d(Ppdekre «OyTHUIOYHOTO TOPJIBIIIKA) B
npouutoM. (XapekoB B. H. u np., 2013, 2014). ¥V OypsaroB (A) ¥ KaJIMBIKOB HaOJIIOIAEeTCS
yBenudyeHue kommdectBa ROH, HO 0e3 yBenwdeHHss CyMMapHOW [JIMHBI HauOojee SPKO
BeIpaskeHHO ansi ROH cpenHeil [IMHBI, 4TO TOBOPUT O HEOOJIBIIOW YHUCIEHHOCTH MPEIKOBOM
HOMYJISIUM € TIOCHENYIONIMM PEe3KUM pOocToM, 0e3 yBenuueHuss uHOpuaunra. [lo cpenneit
CyMMapHOW JJIMHE U KOJWYECTBY I cpeaHux U kopoTknx ROH makcumanbHble 3HaYEHUSA
HAOMIOAIOTCA Y CUOMPCKUX MOMYJAUUNA. Y KETOB, UMEIOIIMX BBICOKHE 3HAUYEHHUS MO YPOBHIO
WHOpPUMHTA, COTOCTABUMBIC CO 3HAYCHHUSMH XaHTOB, YYJBIMIICB, SIKYTOB, YyASTCHIIEB U
9BeHKOB(S). Cxorkast kapTuHA HAOJIIOMAETCS W B PACHpEACIICHUH 3HAYCHHH 1O KOJUYECTBY H
mmHe ROH. Io pacnipenenennto kopotkux ROH keTsl pacnonaratorcs B rpynne ¢ 3BeHKamu(51),
aKyTamu, TyBuHIaMu, Oypsatamu (K). J{ns cpeaaux pazmepoB ROH noGaBmnsitoTcst yareisl u
xaHThl. OTpakass BBICOKMH YpOBEHb MHOPHIMHTA BHYTPU MOMYJSIUH, TOIMYJSIIUS KETOB B
pactipenenennn anuHHBIX ROH momamator B rpynmy ¢ 3BeHkamu(Sl), sikyTamu, XaHTamw,
YyJIBIMIIAMHU.

Pacnipeneneane ROH cBsizano ¢ pasmepom momymsiiud u uX 3G (EKTUBHON
YUCIIEHHOCTBIO, MPU A3TOM OTHOCUTENBHO Hebonpmue nomymsimuun Cubupun umeror ROH
00JIbIIET0 KOJMMYECTBA U pa3Mepa, YyeM OOoJIbIINEe MO YUCICHHOCTH MOMYJSIUU 3TUX PETHOHOB.
Nubpunuur nobasisier HeOONbIIOE KOJIUYECTBO O4YeHb UIMHHBIX ROH st Tex, KTo sBisieTcs
MOTOMKOM KpPOBHOPOJICTBEHHBIX OpakoB, yBennuuBas gucrnepcuio cymmbl ROH, Buanmyio kax
caBur BieBo Ha rpaduke 1muH ROH no cpaBuenuio ¢ konunuectBoM ROH. D¢ dext OyTbuiouHoro
TOPJIBIIIKA B IeMOTpaiIecKoil HCTOPUU KOHKPETHOTO 3THOCA yBennunBaeT kKoimdectBo ROH,
KOTOpBhIE OOBIYHO BCE €Ille OTHOCUTEIFHO KOPOTKHE, HAlpUMEp y TMOMYJSIUN KaIMBIKOB U
OypsATOB (A). Y HEKOTOPBIX MOMYJISAIUN, UMEIOMNX KakK 3P eKT OyThUIOYHOTO TOPIIBIIIKA, TaK U
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pacrpoCTpaHEHHOCTh OJM3KOPOICTBEHHBIX OpaKoB, HAOMIOAAIOTCS OOJIbIIIEe KOJTUISCTBO U ITTHHA
ROH c yBennyenuem nucnepcun cyMmmbl ROH (kopsiku, 4yK4M ¥ HUBXH).

B momynsnusax, CMEIIaHHBIX MO MPOMCXOXKIEHUIO M XapaKTepU3YIOUIMXCS BBICOKUM
YPOBHEM TEHETHYECKOTO Pa3HOO0Opasusi, OOBbEIUHSIOTCS PA3IUYHbBIC TalIOTUIIBI, YTO OOBIYHO
3HAUYUTENILHO CHIDKaeT KonmuecTBO M JuiHYy ROH. D10 00Hapy» eHO y TOMCKHX M Ka3aHCKHX
TaTap, y30exoB u Oamrkup. s nonynsiuii CuOupu xapakTepHo Oosbliiee 3HaYeHHE CYMMapHOM
JUIMHBI KJacca A 1 B Ha yenoBeka, 4TO COOTBETCTBYET JaHHBIM 00 yBEIMUYEHUH JJIUH KJIaccoB A
u B ¢ ynanenuem nomyisiiun ot AQpuku. OTa TEHACHIUS TOX0XKa Ha HAabII01aeMoe COKpaleHue
pa3zHooOpa3usi raluioTUIIOB € yYBeInueHueM paccTossHust oT Adpuku. CymmapHas qnHa kiacca C
ROH 0Gonee n3meHunBa ¥ 3HAYUTENBHO O0JIbIIE B O0IBIIMHCTBE Nomy it Cubupu u Jlarectana
1o cpaBHEHHUIO ¢ nonyssinusamu Kaskaza, Cpenneit Azun, EBponibl 1 Bosiro-Ypanbckoro pervosa.
OTO TaK)Xe CBHIETENBCTBYET O TOM, YTO Oosbluas nois momyssiunid u3 Cubupu m Jlarectana
XapaKTepPU3YIOTCS BBICOKOW CTEMEHBI0O KPOBHOTO POJCTBA. DTO MOIATBEP)KIAETCS BBICOKUMU
3HAYEHHUSIMU KOd(pPHULIMEHTa TeHOMHOTO MHOpuauHTa (FROH).
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Pucynoxk 2 - Otnomenue cymmapHod miuHel ROH k cymmaprHomy konmmuectsy ROH B
UCCIIeyeMbIX momymsiusx Cubupu.

Ouenka ypoBHsi mHOpuauHra FroH B uccienyembix nomyasuusix. KospounueHTs
Fron st Tpex nuamnazonoB anuH ROH, cpegHee cymmapHOe KOJIMYECTBO M CPENIHSSI CyMMapHasi
JUIMHA TOMO3UTOTHBIX YYacTKOB TPEX KJIACCOB B MCCIIEIOBAaHHBIX MOMYJSALUSAX MPEACTaBICHBI B
tabnuie | quccepTarmoOHHOTO UCCIEIOBAHMUS.

Cpenu xopenHoro HaceneHus: CuOupu MakcuMainbHble 3HaYeHue Fron™>1,5 oOHapyKeHbI
y JaJIbHEBOCTOYHBIX KOpSKOB, uykueil u HuBXOB (0,0422, 0,0409, 0,0363), uto BHONHE
3aKOHOMEPHO, B CBA3M C HUX OTHOCHUTEIbHOW MAJIOUUCICHHOCThIO U TEPPUTOpPUATHHON
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n3oaupoBaHHOCThIO. Cpenu FOxHO-CHOMPCKUX MOMYJISIIUN BKIFOYAIONTUX ANTAMIIEB, TOMCKHX
TaTap, TYBHHIICB M XaKacOB, MaKCHMAallbHOE 3HAUEHWE BBISBICHO W IS BBIOOPKH XaKacCOB-
caraifiies 3 mpearopHoro TamTeinckoro paiona (0,0318), BaBoe mpeBoOCXofsiee XaKCOB-
KauMHIIEB paBHUHHOTO [lInpruHCKOro paiiona. MUHUMAalIbHOE 3HAYEHUE XapaKTEPHO ISl TOMCKUX
tarap (0,0071). Jna 3amagno-CHOMPCKHUX MOMYJANMA MaKCHMaJIbHbIC 3HAYCHUS WMEET
nomyssius aynbmileB (0,0292), 6nmuskue no 3HaueHuto xaHTei(K) (0,0280), xartsi(P) (0,0266) u
ketsl (0,0259).

Hecmotps Ha TO, ut0o FrOW>5 u Frow>1,5 B nomymsaumsx JlarecraHa 3Ha4MTEIBHO
npesblliaeT 3HaueHuss Fronw B momymsuusx Cubupu, mo Oojiee KOPOTKUM ydacTKam
romMo3urotHocTd (Frow>0,5) HaOMIOAaI0TCS CXOXKKE 3HAYCHUSA. DTO MOXKET CBUACTECIILCTBOBATH O
3HAYUTENBHBIX AP (HEeKTaxX HHOPUIAUHTA JIJIS STUX MOMyJISIii CHOMpPH B MPOIILIOM C TIOCTETICHHBIM
YMEHBIIIEHUEM J0JIH KPOBHOPOJICTBEHHBIX OpaKOB K HACTOSIIIEMY BPEMEHHU.

HabGmronaercst Beicokass kopemsiius s Frow™>1,5 ¢ cyMMoO# cpeHUX JIJTHH CErMEHTOB
IBD>1,5 cM Mexay mapamMu HHIMUBHIOB B CHOMPCKUX momy X (r = 0,9246, p < 5,612e-09).

«lopsiune Toukmw» ROH. Ilpum anamuze pacnpenenenuss dactor ROH s Bcex
HOMYJISAUI OBLIO HallIGHO 56 PErnoHOB, colepKaIIUX «ropsiune Toukm». Cpenn 56 pernonosn 19
BKJIIOYAIOT T'€HbI, COBMAJAIONINE C JaHHBIMU U3 MPEIbIIYIIUX HCCICAOBAHUN «TOPSUYUX TOUEK)»
ROH: 20 pernonos s [larecranckux nomyisiiuii (Karafet T.M. et al., 2015), 3 nyis eBporneiickux
(Nothnagel M. et al., 2010) u 1 perwon mis MupoBbix momyssuuii (Pemberton T.J. et al., 2012).
Tak, BO BCex Tpex UCCIEeI0BaHMIX ObUTH MepecedeHns ¢ pernoHoM Ha chr6:27904181-28413491,
COJIEpXKAIINM TeHBI, KOTUPYIOIIHEe OelIKHM ITMHKOBBIX manbleB. Jms Tpex renoB (ZKSCAN4,
PGBDI1, NKAPL) u3 nanHoro pernoHa ObLTH OTMEUEHBI CHTHAJIbl HANPaBJIEHHOT'O OTOOpa Mo
tecty nSL mns cubupckux monyisiuii (CremanoB B. A. u gp., 2019). Jlns xpocc-
nomyssiuonHoro Tecra (XP-EHH) coBmagenue Obiio Tonmbko mo omHomy renHy ABCAL,
kogupyromiero 6eimok AT®-cess3wiBaromeit kaccetbl (ATP-binding cassette). DToT mepeHOCUYHK
SIBIISICTCSI OCHOBHBIM PETYJIITOPOM KJIETOYHOTO XOJIECTEpUHA M roMeocTasa pochoIumuIoB.

st momynsiuii Cubupu O0b11 onpenened 61 pernon ropsunx touek ROH (tabmwuia 3),
Brovaronux 91 red. M3 nux 4 rena (ERCI1, CCDC138, CDKALI1, LIMS1) umeroT curHaibl
ectecTBeHHOTo orOopa mo Tecty nSL, 8§ (CCDC146, ERC1, LIMS1, LINC00261, CDKAL1,
SLC2A9, CCDC138, ZBTB38) o Tecty iHS u 7 (DOCK7, ANGPTL3, LEPR, GCC2, RHBDDI,
CD55, RANBP2) o kpoccrnionyasiuoHHOMY TecTy xp-ehh.

Taxxke ObUTO BBISBICHO, YTO HEKOTOPBIC U3 ITUX I€HOB HECYT CUTHANBI HAMPABICHHOTO
orbopa B kopenusix momyssaiusx Cubupu (Cardona A. et al., 2014) 8 renos mo tecry PBS
(SLAINZ2, SELP, F5, CCDC146, FGB, PLRG1, HLA-DPB1, HLA-DPAT1) u 3 rena no tecty iHS
(GCC2, LIMS1, SNTG1).

Biokn MIeHTHYHbIE MO MPOUCXOKAEHUI0. UTOOBI NTydllle M3y4uTh CTENEHb POACTBA
CUOMPCKUX TMOMYJSALUNA U BBISICHUTH, B KaKOM CTENeHu HalirofaeMas CTPYKTypa MOXET OBbITh
00BsICHEHA HEJJABHUMHU MUTPALUSIMH, MBI ipoaHanuzupoBaiu ¢pparmeHTsl JJHK, xoTopsie Obuin
yHaclieZIoBaHbI 0e3 peKOMOMHAIIMY KaXKJ0M Mapoi MHAMBUAOB OT UX HEaBHETO OOIEro mpejka,
TO €CTh CETMEHTHI (OJIOKH), HIEHTUYHEIE 110 TporcxoxaeHuto (IBD).

AHaM3 TEIUIOBBIX KapT JAEMOHCTPUPYET KiacTepusanuioo nonyiasuuid Kaskazckoid,
Harecranckoii, Cubupckoit 1 Boaro-Ypaiabckoi TpyIin, CBS3BIBAIONIYI0 HAPOAHOCTH MO MECTY
MIPOUCXOXKICHUS, U HEOOJbIINE KIacTepbl BHYTPH BBISIBICHHBIX TPYII, JAEMOHCTPUPYIOIINE
o0111ee MPOUCX0XKIEHUE U OONBIIYIO CTETIEHb POJICTBA.

Jlnia momysiuii, Hacensomux reppuroputo Cubupu, xapakTepHa yHUKaJIbHasl T€HETUKO-
neMorpaduueckasi UCTOpHUS, KOTopas OoTpaxkaeTcst B pacmpeneneHun 0nokos IBD kak BHyTpu
HOMYJISIUK, Tak U MexAy HuMH. Cpenu CHUOMPCKUX MOMYJSAUUA YyKYH, KOPSIKHM W HUBXU
(GOopMHPYIOT OTJENBHBINA OT OCHOBHOM I'PYyMIbI CHOUPCKUX TMOMYJISAIMNA KIacTep, MpU4EéM 4yKIH U
KOPSIKU SIBIISIOTCA  OoJyiee  OMM3KOpOACTBEHHBIMH. DOpMHUPYIOTCS OTAENbHBIE CyOKIacTephbl
IBCHKOB U SIKyTOB, KETOB M 4yJbIMIICB BHyTpu Cubupckoro kiacrepa (PucyHok 3).
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Pucynok 3 - TemnoBas kapTa ¢ AEHIPOrpPaMMOIl HA OCHOBAaHUU JIoTaprdma OT CyMMBI CPEIHUX
e cermeHToB IBD (>1.5 ¢cM) mexay mapamu HHAMBHUIOB.

3a HEKOTOPBIMH HCKIIOUEHHUsMHU, oO0mme cermeHtel [BD wMexay cubupckumu
MOMYJISIUSAMU JIy4ille 00BSACHSIIOTCS reorpaduyeckoil OJI1M30CThIO MOMYIALNN, @ HE UX S3bIKOBOM
MPUHAANIEKHOCTRIO. Tak, HampuMep, SKYTCKHE dBEHKH, POKUBAIOIINE HA TEPPUTOpUU SIKyTHH,
umeroT 6ompie oomux IBD ¢ sikyramu (249 ¢cM), uem ¢ 3abaiikansckumu 3BeHKamu (114,1 cM).
[Ipu »>TOM cymma cpenHuX IJIMH cerMeHTOB IBD mexny mapamMu WHIUBUIOB MEXKIY ABYMS
nonyysinusiMy dBeHKOB (114,4) comocraBuMa ¢ CyMMOM MEXIy 3a0ailKaJbCKUMHU DBEHKaAMU H
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saxyTtamu (119,1 cM). bonbimas cymma cpenHux JJiH cermeHToB IBD mexay nmapamu MHIUBUIOB
IBD nnsa quanazona il ot 1 10 4 ¢cM no cpaBHEHUIO ¢ nuana3zoHamu JiuH 4-10 ¢cM nokasbiBaet
00Jiee MHTEHCUBHBINM OOMEH OOLIMMU PETMOHAMH B TIPOILIOM MEX/Ty MOMYJISIUSIMHU 3BEHKOB, IPU
9TOM OOMEH C SIKyTaM{ HE MEHEe€ MHTEHCUBEH IS 3a0alKallbCKUX YBEHKOB U 00Jiee HHTEHCHUBEH
JUIsL SIKYTCKUX 3BEHKOB, YTO COOTBETCTBYET MX reorpaduueckomy moinoxeHuto. Jamee s
nuana3ona 4-10 cM MbI BUANM yMEHBIIEHHE 00MeHa OOIIMMH PErHOHAMHU MEXKTY MOMYIISIUASIMA
9BEHKOB M MEXIy 3a0ailkaJbCKUMHU 3BEHKAMM C SKyTaMH IpPHU COXPaHEHUU 3HAYEHUH Ui
SIKyTCKUX 9BEHKOB C SIKyTaMu. MOKHO OTMETUTH 00Jiee MHTEHCUBHOE B3aUMOJICHCTBUE C IPYTHMH
nonyJIAnusiMu B TipouuioM. Jjis 3BeHKOB oTtMmeuaroTcs: obmme IBD (1-4 ¢cM) ¢ Ommkadmmmu
COCETHUMU TOMYJIAIUSAMHI, TAKUMHU KaK TYBHHIIBI, YJIATEUIIbI, KEThl U OypsAThl. UyK4un aKTHBHO
B3aUMOICCTBOBAH ¢ Kopskamu (115 cM), 9To 00BSICHUMO UX TPaHUYAIIAMH TEPPUTOPHIMU U
M30JIMPOBAHHOCTBIO OT OCTAJIbHBIX MOIYJSUNA, TOMUMO TPUHAMJIEKHOCTH K OJJHON 4YKOTCKO-
KaM4YaTCKOM sI3bIKOBOM ceMbe. OHM Takxe otaenstorcs Ha rpadukax t-SNE oT ocrambHBIX
CuOupCcKUX MOMyJANUNA W MMEIOT YHUKAIBHYIO MPEIKOBYIO KOMIIOHEHTY HAa OTHOCHTEIHHO
HeOoJbIIoM unciie KoMrnoHeHT (K=6).

C Touku 3penus aHanmza IBD BHYTpH (a HE MKy ) MOMYIALUSIMHA, B [I€JIOM HHIUBHIBI U3
MOMYJISIUM, TpoKUBaOIMX B HacTosiniee BpeMsa Ha Kpaitnem Ceepe wnm JlanbHem Bocroke
(KOpSIKH, YyK4YH, HUBXH), UMEIOT Ooubiie o0mux IBD ¢ o6paszuamu U3 ToM ke rpyIibl, YeM JII0IU
U3 MONYJIALUUH ¢ 60Jiee EHTPaIbHBIM PACIOJI0KEHUEM, TAKUX KaK ajNTaiIbl ¥ TyBUHIBL [Ipu aTOM
y 4yK4eil, KOpSKOB U HUBXOB HanOOJIbIINI BKJIa BHOCAT KopoTkue IBD dparments (55%—57%-—
59%), 4TO MOKET TOBOPUTH O OYTHIIIOYHOM TOPJIBIILIKE B IIPOIILIIOM BO BpeMsl MUTpalluii Ha ceBep
Y CEBEPO-BOCTOK H/WJIH CUITLHOU H30JISAIIUN OT OCTATHHBIX TOIMYJISIIIHIA, HACEISIFOIINX TEPPUTOPHUIO
Cubupu. Ilpu sTom y uyneiMieB u xaHToB (P), Hacensiomux meHTpanbHyo 4acth Cubupu u
UMEIOINX HAuOONBIIYI0 CyMMY CpPEIHHUX JUIMH cerMeHToB IBD Mexay mapamMu WHIUBUIOB,
HanOosbmmid BKJIaA BHOCAT IBD mmuHoM Gomee 10 cM (46—42%), 4TO TOBOPUT O HEJaBHEM
CUWJIBHOM UHOPUAMHTE BHYTPH MOMYJISAIINH.

[Momynsmum, xapakTepusyloliuecss Kak HauOoyiee TeTepOoreHHble Cpeid CHUOMPCKUX
NOMyJIALMA M HMMEIONIME MHUHUMAJbHbIE 3HaueHuEe 1o FroH, Takke HMEIOT MHUHHMMAaJIbHbBIC
3HAYCHMsI TI0 cymMMe cpeaHux JuH cermeHToB IBD. HambGomee BrIpakeHHO 3TO y MOMYJISIIHA
KaJIMBIKOB U TOMCKHX TaTap.

B nonynsanusax OypAToB, UMEIOIMIMX CXOXKEE paclpe/esieHne MPEeIKOBbIX KOMIIOHEHT B
aHanmu3e Admixture, TakKe HET pa3IMYUil MO CpeaHed CyMMapHOW JUIMHE MEXIy Mapamu
WHAWBUIOB C JPYTMMHU MOMYJSALUSIMU, HO €CTh CyIIECTBEHHas pa3Hula B pacnpezenenuu [IBD
BHYTpU nonyssitiuid. Tak y 6ypsitoB (K) 3HaunTE1HO OOJIBIINE CPETHSIS CyMMapHas THHA MEXITY
napamMu MHIAUBUAOB BHYyTpH nonyisimuu (312 ¢cM), o cpaBHenwuto ¢ Oypsartamu (A) (149 ¢cM) Bo
MHOTOM 3a cyeT cpeaHux M AIMHHbIX IBD. V arunckux OypsaT ropasmo 6ombmie mons IBD
pazmepom ot 1 10 4 cM (56%), uem y kypymkaHckux (33%), ¢ MOCTENEHHBIM YMEHbBIICHUEM IS
4-10 cM (35%) u IBD 6ombme 10 cM (19%). HecmoTpst Ha TO 4TO 111 OypsTOB, UMEIOLITUX
00JIBIIYIO OOIIYI0 YHCIEHHOCTh, U OTMEYEHO MPAKTUUYECKH YIBOCHHE YUCICHHOCTH C 237 ThIC. B
1926 rony o 461 ToIic. B 2010 roay, AaHHOE pa3nuyre MEXIy MOMYJISLHSIMUA MOKHO OOBSCHUTD
PE3KUM pOCTOM YHCICHHOCTH HaceseHus nocenka AruHackoe ¢ 451 yenoseka B 1908 rogy no 4556
yen B 1939 roxy u 15 ToICc. B 2010 roay, u crabunbHOCTBIO HaceneHus mnocenka Kypymkan, ¢
YuCcIeHHOCThI0 5617 wenoBek B 1979 rony m 5465 B 2010 romy, Haxonsierocss B OJJHOM W3
oTJaNeHHbIX pailonoB BypsaTun. [loxoxas quHamuka HabmogaeTcs y monmyssiuuid uykueit (55%-
26%-19%), xopsikoB (57%-21%-22%), HuBx0B (59%-24%-21%) u xanmbikoB (69%-25%-6%).
Jnist gyK4ei, HUBXOB ¥ KOPSIKOB, MMEIOLINX HEOOJBIIYI0 YHCICHHOCTD (10 13 ThIC.), XapaKTepHO
OTCYTCTBHE PE3KUX KOJI€OaHH I YHCICHHOCTH MOIYJISILIUIA 33 TOCIEAHHE CTO JIET ¢ pocToM Ha 29%-
9%-6%, COOTBETCTBEHHO, YTO TAKKE MOTJIO CIIOCOOCTBOBATH COKPAIICHHUIO 00MIUX JUIMHHBIX IBD
CETMEHTOB MpPH YCJIOBUHM HE3HAYUTEIHLHOTO KOJMYECTBA OJIM3KOPOJICTBEHHBIX OpakoB BHYTpPHU
MOMYJIALUH.

Ananmu3 6mokoB IBD 3HauuTenpHO MOMOJIHSIET KapTUHY B W3Y4YEHUH OOpa3oBaHUS U
B3aMMO/ICHCTBHS 3THOCOB. 32 HEKOTOPBIMU MCKITIOUEHUSAMU, 001ne cermeHTh! IBD B momynsanumsix
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KOpeHHOTO HaceneHus: CuOupu yudrie oObICHIIOTCS TeorpaduuecKoi OIM30CThIO TTOMYJISIIHM, a
HE UX SA3bIKOBOM MPUHAAIEKHOCTBIO.

Ilouck curHajoB HampaBJIEHHOr0 0TOOpa C NMOMOWILI0 TECTOB HA MPOTIKEHHYIO
FOMO3MIOTHOCTh TalJIOTHNOB. B pe3ynbrare MOMCKa CHUTHAIOB, CHOPMUPOBAHHBIX O]
JeiCTBHEM HaNpaBiIeHHOrO 0TOOpa B M3yYaeMbIX MOMYJSIIMUIX KOPEeHHOro HaceneHus: Cubupu, ¢
nomoIeio Tecta nSL Obwio Haineno 375 SNP (fdr>=0,05), nonagaromux B (pyHKIHOHAIbHbIE
yuacTku 284 reHoB, u 363 SNP, pacronokeHHbIX B MEXKICHHBIX ydacTkax. HaubombIee uucio
3HAYMMBIX CUTHAJIOB €CTECTBEHHOTO 0TOOPA BBISIBIICHO B MOMYJISAIUAX XaHTOB, KOPSIKOB U UyKYECH.
[1Th T€HOB, MMEIOIIMX CHUTHAJIBI HANPABICHHOIO OTOOpa, MOBTOPAIOTCS He Oonee 4yem y 3
MOMYJIALNMA, 28 TEHOB Y BYX, @ OCTAJIbHBIC SIBISIOTCS YHUKAIBHBIMU JJISI OT/I€TBHBIX TOMYJISLIAMN.

OCHOBHBIMU MOJIEKYJISIPHBIMM MYTSMH OBLIM IYTH, OTBEYAIOUIME 3a CHHANTHYECKYIO
MJIACTUYHOCTD: JosiroBpemeHHast norenuuanus (LTP) u monroBpemennas nenpeccust (LTD) —
OTBEUAIOLIHUE 32 YCUJICHUE WM OcTablieHue CHHANTHYECKOHN Mepeiayd MexX Ay IByMsl HEHpOHAMU,
COXpAaHSIIOIIEHCS Ha IPOTSHKEHUH AJIUTEIBHOTO BPEMEHH 10CIIE BO3IEHCTBUS HA CUHAIITUUECKUN
IPOBOASIINNA MYyTh, YTO 0OECIIEYMBACT HEPBHYIO CHCTEMY JKMBOTO OpPraHM3Ma BO3MOXXHOCTHIO
aJaNTUPOBATHCS K U3MEHSIOIIMMCS YCIOBHUSIM BHEIIHEW cpenbl. Takke ObLIM OTMEUEHBI MYTH
10 aMHUHEPTUTEYECKOT0 U TIyTaMaTEepruYecKoro CHHAIICOB, Mepeada CUTHAJIOB PETPOrpagHoro
9H/I0KAaHHAOMHOWA, IMPKATHBIA 3axBaT (OTBEYAIOMIMKA 3a CHHXPOHU3AIMIO SHIOKPUHHBIX W
MOBE/ICHYECKUX PUTMOB OpraHM3Ma C CHUTHajJaMH OKpY)KaloIled Ccpenbl), MEeXKICTOUHBIN
IIEJIeBOM KOHTAKT, 0OECTIEYMBAIOIIUI MPSIMOIl IEPEHOC MOHOB M HEOONBIINX MOJEKYJT MEXIY
COCETHUMH KJIETKAMM, CEKPELMU CIIIOHBI, PETYJSLMH JIUIONNU3a B aJUIOIUTAaX, COKpalleHHe
TJIQJIKOMBIIICYHBIX KIETOK cocyqoB. [Ipu aHanmu3e oObeanHEHHBIX NaHHBIX TecToB nSL u iHS
3HAYUMBIMU OCTAIOTCS TOJIBKO MyTH JojroBpemeHHo aenpeccun (LTP) u mupkagHoro 3axsara,
Ho nobasnsercss KEGG-myts MmopdunoBoii 3aBucumoctu (hsa05032).

OCHOBHBIMU OMOJIOTMUECKUMHU MPOLECCAMH, IMOJBEPKEHHbIE HANpaBICHHOMY OTOOpY,
SIBUJIUCh TIPOIIECCHl PETyJALNU, METa0OJMYECKUEe MPOIEeCcChl, OTBET Ha CTUMYJB H Jp.
OCHOBHBIMHU MOJIEKYJISIPHBIMU (DYHKIUSIMU SBIISITUCH CBSA3bIBAHUE C O€IKaMU, CBSI3bIBAHUE HOHOB,
HYKJIEMHOBBIX KUCJIOT, aKTUBHOCTb TUAPOIA3bl U JIp.

ITo pe3ynbraram TectoB nSL u iHS BreisiBisieTcs 492 reHa, paclooKEHHBIX B yYacTKax
TreHOMa, HECyIIMX CHUTHAJIbl HampaBieHHOro otbopa. Ilpm MakcuManbHOM — ypOBHE
nokazatenbHocTH cBs3eit (highest confidence, 0,9) u3 399 6enkos, anHOoTHpOBaHHBIX B STRING,
109 oka3zanuch BOBIIEUEHBI B 0O0mIMe ceTH OeNoK-OeIKOBBIX B3aUMOJCHCTBUN (YpOBEHB
3HAUUMOCTHU oborameHHoctu cetu P = 0,0435).

Bcero 6b110 HalizieHo 86 kaTeropuii OHTOJIOTUU I'eHOB B OMOJIOTUYECKHX poreccax. 31 u3
HUX BKJII0YalOT 101 reH OTHOCAIIMXCS K pa3BUTHIO U PETYJIALIMU [IEHTPAIbHON HEPBHOM CHCTEMBI
(ATXN1, SNAP25, DOCK10, LRP6, RIMS2, CNTN3, RAPGEF2, APBA1, SMARCA2, BRINP1,
MEIS1, ARHGAP26, NTRK2, GRID2, ADCY1, CSMD3, ZNF804A, CDK5R2, UBB, USHZ2A,
GABRB3, RBFOX1, MOBP, ALX1, MYT1, DENNDS5A, EFNA5, OPCML, GAS6, RARB, PCLO,
GDPD5, TRPC6, MCPH1, AUTS2, ARID1B, APOD, DLG1, LRFN2, ITSN2, SYNE2, NTRKS,
PARK2, PLXNA2, LRRN2, TNR, RTN4IP1, PAX2, CRTAC1, BAI3, PRKACB, ROR1, KIF20B,
MTCH1, PCDH15, PRKG1, NRCAM, RUFY3, SEMA5A, XRCC5, SDK2, HYDIN, GAP43, AK4,
GLI3, NAV2, EPHB1, PCDHGAS8, DSCAM, NRG1, PRDM6, SDK1, FOXP2, RDH13, NTF3,
SOX5, TNIK, MYO16, HDAC9, ROBO2, PTPRG, KCNAB1, DCANP1, TENMZ2, TIFAB, CYFIP2,
ATP8B1, KCNC2, NRXN3, ZNF423, DNAH11, GRIN2B, PDLIM5, LINGO2, CCND2, ITPR3,
PRKAR1B, BTBD9, TMPRSS11E, MRAP2, GPHN).

Jlecsth Ouonornueckux mpoieccos, BkmovaT 31 ren (LRP6, MYOM2, MEIS1, NTRK2,
ADAMTS18, USH2A, GABRB3, RHOJ, RARB, DLG1, MYOM1, NTRK3, SMOC1, BCARS, PAX2,
ROR1, PCDH15, SDK2, GLI3, EPHB1, DSCAM, SDK1, FOXP2, RDH13, DCANP1, TIFAB,
ATP8B1, NAV2, EFNA5, NRCAM, ROBO2) oTHOCSTIIMXCSI K TIPOIIeccaM CEHCOPHOTO BOCTIPUSTHS,
BKITIOUAIONTUX (POPMUPOBAHUE U PA3BUTHUE 3pEHUS, CIyXa. Takke HHTEPECHBI TeHbI, BOBICUCHHBIC

B OMOJIOTMYECKHUIA TPOIECC pa3BUTHs KocTed u ckemerHo cucremsl (MEIS1, MMP16, BBX,
FAM20C, RARB, MCPH1, RYR1, AKAP13, PAPPA2, SLC38A10, PIP4K2A, GLI3, DCANP1,
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TIFAB, FOXP1, CHI3L1, LRP6, ALX1, DLG1, VDR, WWOX) u cucremsl KpoBooOpaiieHus
(HDAC7, LRP6, RAPGEF2, CDH13, MEIS1, NTRK2, CXADR, TMEM65, RHOJ, RARB, APOD,
RYR1, NTRKS, AKAP13, TCF7L2, VAV2, NRCAM, SEMA5A, NOX5, GLI3, MYH11, EPHBI1,
HPSE, NRG1, XIRP2, ACTA2, HDACY9, ROBO2, KCNAB1, NRXN3, DNAH11, PDLIMS5).

Omnpenenennplie (QyHKIMOHANBHBIE TonuMopdu3sMbl B (epmentax ADH, koTtopsie
BBI3BIBAIOT PA3IUYHYI0 (PPEKTUBHOCTH MPEBPAIICHUS 3TAHOJIA B AlETAJBACTH], MOTYT OBITH
sammTHeIMA. [onmaman u Enox (Goldman D. & Enoch M.A., 1990) npeamonoxuiam, dTo
reHeruueckue Bapuanuu B renax ALDH u ADH n30upatenbHo noaepKuBatoTCs, U MPeI0KUIIH
JIBC BEPOSATHBIC CEJIEKTHBHBIC CHJIBI: MHUKOTOKCHHBI M HWH(EKIHOHHBIE 3aboneBanus. ADHS
y4acTByeT B MEXaHH3Me 3allUThl OT SHAOIeHHOro QopmManbaeruaa, IeTOKCUPUIHPYS
dbopManbaerua, TeM caMbIM 3allluiiasi KJIETKY OT 3TOro reHOTOKCHMHA. B Halux JaHHBIX YeThIpe
HOIYJISAIUHN XapaKTePU3YIOTCsl BBICOKMMHU 3Ha4eHUsIMHU TecToB nSL (3Benk# (3), TyBuHIBI) 1 iHS
(xopsixu, Tatapsl (T), TyBuHIbI, 3BeHKH (3)) ma kgp7824500 pacmonararomerocs B UTR3 rena
ADH5, uto Takxe MOXET OBbITh CBS3aHHO C 3alIMTHBIMU (YHKIHMAMHU. PeruoH, B KOTOpoM
Haxonutcs ADHS, panee Obl1 OTMEYEH KaK PErMOH, HAXOJSIIMICS MOJ 0TOOPOM Y BOCTOYHO-
asumatckux nomyJssiui (Racimo F., 2016).

B BoCTOYHOA3MaTCKOM PETMOHE OJHUM M3 CaMbIX MOMYJSPHBIX KaHIUAATOM-YYacTKOM
spisiercss EDAR. On xoaupyer 6enok, OTBEYArOIIHiA 32 TOJIIMHY BOJIOC U MOP(OIOTHIO PE3IIOB,
U HEOJHOKPAaTHO MICHTU(PHUIMPOBAICA KaK IeH-«KaHIuAaT» Ha oTOOp y xkuteneil BoctouHoit
Asum (Grossman S.R. et al., 2010; Racimo F., 2016; Sabeti P.C. et al., 2007). B namem
HCCJIEIOBAaHUE CUTHAJl HApaBJIEHHOTO OTOOpa B 3TOM I'€HE, a TaKXKe B OJIM3KOPACIIONIOKEHHOM
reie CCDC138 Bctpeuaercst B momymsiiuu xakacoB-kaunHieB (I1). [Tomumo atoro, psmom c
EDAR pacnonaraercs ren LIMS1, momamaromuii B peruoH, HaxOIAIIUKUCS TOJ OTOOpOM Yy
BOCTOYHO-a3uatrckux nomyssinuii (Racimo F., 2016). [Ins nonyssiuuiit KopsikoB, TyBHHIIEB (nSL,
1HS) u anraiinieB (K) (iHS) nabmrogarorcs Beicokue 3HaueHus mo reny LIMS1, 6emok koToporo
Y4YacTBYET B PETyJISIIIUN BEDKUBAEMOCTH, Mpoudepannu 1 1udhepeHIMpPOBKH KIETOK.

Panee B monymsinusix kopeHHoro HaceneHus: Cubupu Ob11 0OHAPYKEH LEINbIi psJi TEHOB C
CHUTHAJIaMU €CTECTBEHHOTO OTOOpa, MPEANOJIOKUTEIFHO BOBICYCHHBIX B MPOIECC aJalTally K
xonony (THADA, ITPR3, GNGTI, PRKGI, RELN, CPTIA u LRP5) (Cardona A. et al., 2014).
Cpenu HUX B HAIIMX MOMYJISAIUAX CUTHAJIBI HAIIPABICHHOTO 0TOOpa BCTPEUAIOTCS y UyKUel B TeHe
LRP5 xoaupyromuMm 6€10K, CBI3aHHBINA C PEIENTOPOM JIUTIOMPOTEUHOB HU3KOM MJIOTHOCTH, YTO
UTpaeT BaXXHYIO POJIb B IpOIleccax pocTa KocTei, MeTaboanu3Ma X0JecTepUHa, CUCTOIMYECKOTO
KpOBsSHOTO naBiieHus, XaHToB (P) — B rene ITPR3, urparomiem Kiro4eBy0 poib B IK30KPHHHOU
CEKpELINH, JIeXKAIIeH B OCHOBE YHEPTeTHUECKOro METaboIM3Ma 1 pocTa, KopskoB — B rene PRKGL,
OTBEYAIOLIEM 3a COKpPAIIEHUE IIaJJKOMBIIIEUYHBIX KJIETOK COCYA0B. BeposTHO, TeHbI U MapKephl,
HaXOJAIIMECs IO/ HANpPaBICHHBIM OTOOPOM B HCCIEIYEMBIX MOIMYJALHUAX, MOTYT HUIpaThb
CYLIECTBEHHYIO pOJIb B aJanTallM¥ K HEOJarompuUATHBIM WIH HKCTPEMalbHBIM KIHMMATO-
reorpaMuecKuM yCIOBHSIM.

Taxxe ans kanMpIkoB, XaHToB (P) m Tatap HaOmII0ar0TCS BBICOKHE 3HAYEHMS IO JIBYM
tectaMm B reHe PAPPAZ2, perymnupytomiemM BBICBOOOXKICHHE KIIOUEBOro (hakTropa pocTa,
Ha3bIBAEMOr0 MHCYIHHOMOM00HBIM (akTopom pocta 1 (IGF-1) u cst3annoro ¢ poctom (Dauber
etal., 2016). MuTepecno, uto y 9 u3 20 nomynsiuii o Tecty iHS B rene FAM20C ecTb 3HaunMBbIe
CUTHaJBl HampaBlieHHOTo otOopa. Kazemnkwnaza [ompmku, xomaupyemass renom FAM20C,
dochopunupyer GeNKH CEKpEeTOPHOTO IMyTH BHYTpH MOTUBOB SXE, dochopunupyer ka3enHsl u
HECKOJIbKO CEKPEeTUPYEMBIX OEJIKOB, y4acTBYIOIIUX B OHMOMHHEpalM3alli{, BKIJIIOYas Majbli
MHTETPUH-CBSI3bIBAIONINH JIUTaH ], N-CBsI3aHHbIC TJIMKONPOTEHHBI, YTO UTPAEeT BaXXKHYIO POJb B
dopmupoBanun kocteir u 3yooB (Tagliabracci V.S. et al.,, 2012). Myraiuu B 3TOM TeHE
OTBETCTBEHHbl  3a  pa3BuTue cuHjapoma Peitna (OMIM: 259775, HeoHaranbHas
OCTEOCKJIEpOTHYECKas JUCIUIAa3Us KOCTEN).

CursaJbl HanpaBJIeHHOro0 0TO0OpPa, BbISIBJICHHBbIE ¢ moMombio Tecta XP-EHH. s
MOKCKa CUTHANOB 0TOOpa B momyJsinusx CuOupH, MpPOXKUBAIOMIMX B YCIOBHSIX XOJOIHOTO
KJIMMarta, Ui CpaBHEHUs ObLIM BHIOpaHbl HanOojee oTiMyHble 0T CHOMPCKUX — eBpasuiickue
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NOMYJSIIAK, HE HWMEIONIME OOMMX TI'eHETHYSCKUX KOMIIOHEHT mpu aHanuse Admixture,
MPOXKUBAIONINE B YMEPEHHOM Kiaumarte (y30€Kd, pycCKHe, TyHTaHe, BETChl, Kapebl, I0KHbIC U
CEBEpPHBIC OCETHHBI, JAPTHHIIBI, aBapIIbI).

Bcero 6buto naiineno 41755 SNP (FDR >= 0,05), nonagaromux B (QpyHKIIMOHAIbHBIE
yuactkn 1129 renoB m 16707 SNP B mexrennsix yuactkax. M3 Hux 245 SNP HecyT
HECHMHOHUMUYHBIE 3aMEHBbl U HAXOAATCS B 62 reHax, 12 U3 KOTOPBIX BXOJSAT B TPYIITY T'€HOB,
OTBEYAIONIUX 3a TpaHcaykuuto ceHcopHoro curHana (LC24A1, SLC45A2, OR51Q1, OR5AK2,
OR51B2, OR51M1, OR13C8, SLC24A5, OR52B6, OPA1, OR13C5, OR51B6) (FDR = 6.97e-05),
8 — obonsHus (SLC24A1, SLC45A2, OR51Q1, OR5AK?2, OR51B2, OR51M1, OR13C8, SLC24A5,
OR52B6, OPA1l, OR13C5, OR51B6) (FDR = 0,0087), u 59 reHoB Hecymue pa3IHUyHbIC
nomumopdmmer (DH17, SETX, TEX14, FLT3, IGHMBP2, EXOC6, SLCO1B3, SLC24A1,
EFCAB6, MECR, COL6A5, ZKSCAN7, MCAT, TPCNZ2, SLC45A2, OR51Q1, VPS37C, RNASES3,
ADAT1, APOL1, GEN1, CTNNAL1, OR5AK2, CHMP4A, OR51B2, BRWD1, OAF, OR51M1,
OR13C8, PRPF4B, PPL, UGT2B15, SLC24A5, OR52B6, TNFSF13, SERTAD1, ANXA10, OPA1,
ARHGEF11, SRSF4, OR13C5, OR51B6, FANCA, VWA3A, TRMT44, RAD51AP2, SEH1L, MCC,
DNAH10, TLR6, HERC1, MFSD1, CAMTA2, ZNF805, GPR156, MUC4, MRC1, WWOX,
ZNF501) (FDR = 1.09e-07). IIpu stom tpu rerna (OR51B2, OR51M1, OR51B6) momanator B
nokanbHbIN cereBoi knactep (local network cluster, STRING) u3 cemu renoB (FDR = 0,0161),
OTBEYAIONTUX 3a OOOHSTENbHBIC perenTopbl, U BoceMb reHoB (OR51Q1, OR5AK2, OR51B2,
ORS51M1, ORI13C8, OR52B6, OR13C5, OR51B6) no 6a3ze maHHBIX OCHOBHBIX MOJEKYJISPHBIX
nyteit (KEGG-1yTh) BXOAST B KJIacTep, OTBEYAIOIINH 3a IMyTH 000HsTeNbHOU TpaHcaykiun (FDR
=0,0194).

Jlnst BBISIBIICHUST HanOoJjiee 3HAYMMBIX T€HOB C CHTHAJIAMH HANpPaBJICHHOTO OTOOpa st
MOMYJISIIMHN, TPOXKHUBAIOIINX Ha TeppuTopun CUOWPH, MBI B3SUIU T€HBI, B KOTOPHIX BBISBICHBI
CHUTHAJIBI 0TOOpa KaK MUHUMYM B YETBIPEX CHOMPCKUX MOMYJSIHSIX U B TPEX MOMYJISIHIX U3
rpynnsl cpaBHeHUs. B utore O0bu10 BhIsiBIEHO 26 reHoB (APOL1, ATP4B, CHD2, EZR, FBN1,
GCC2, GCC2-AS1, GRK1, LIMS1, LINCO00376, LINCO00565, LINCO01250, LINCO01578,
LOC100506403, LOC112694756, MIR1246, MPPED1, MRC1, MYT1, PCDH15, RNASEH1,
RNASEH1-AS1, RPS7, SLC24A5, SLC45A2, TMEM255B ) u3 aux 14 renos (CHD2, EZR, FBN1,
GCC2, GCC2-AS1, GRK1, LINC00376, LINC01250, LINC01578, LOC100506403,
LOC112694756, MIR1246, SLC24A5, SLC45A2) ne obuapyxeHbl mo Tectam NSl u iHS B
nonyssinusx Cubupu. JIBa reHa cBsizanbl ¢ cuHTe3oM MeinanuHa (SLC45A2) u perymsiuuun
KOHIIEHTpaluu Kanbiiuss B MedaHorurax (SLC24A5), 4ro ompenenseT HHTEHCHMBHOCTD
NUTMEHTAIlMU YeJIOBeKa W sIBIsieTCsl aaanTauueid K ypoBHio Y®- m3nmyuenus (Chaplin G. &
Jablonski N.G., 2009; Jablonski N.G., 2012). Kpome TOro, B pa3IHYHBIX €BPOIMEHCKUX
HOMYJISAUAX OBUIO IMOKa3aHO yYacTue reHeTH4eckux BapuanToB SLC45A2 B BOCIPUUMYHMBOCTH K
menanome (lbarrola-Villava M. et al., 2012). I'en GRK1 koaupyer 0e0K, Ghochopuanpyrommii
POJIOTICHH M YYaCTBYIOIIUI B BOCCTAHOBJICHUH U AN TAllMH KJIETOK CETUATKH IJ1a3a. DTO UTPAET
BOXHYIO POJIb B 00CCIIEYCHUH HOYHOTO BUICHHUS W I OBICTPOM ajganTaiuu Tia3a K OBICTpO
cmene uHTeHcuBHOCTH cBera (Sakurai K. et al., 2011). ITonoxutensHbiit 0TO0p Mo SLC45A2
OCOOEHHO WHTEPECEH, TIOCKOJbKY CIeTUIeHHble BpeaHble SNP MoOryT OBITH CBSI3aHBI C
3aboneBanusmu deioBeka (Chun S. & Fay J.C., 2011). Ha npumepe ceBepHBIX €BPOIICHIICB 13
FOTeI mokazano (CEU - Northern Europeans from Utah), uro moioxureabHbIi 0TOOp M0 3TOMY
TeHYy MOT BIMATH Ha 4acToTy «BpeaHbix» SNP B FBN1, pacnonararomuiics Ha 265 T.11.0. HUXE
SLC24A5. FBN1 umeer narte «Bpeausix» SNP no nanasiMm HapMap CEU (uactora 0,5-1,4%), Ho
nanable SNP oTcyTCcTBYIOT B apuKaHCKMX M B a3uarckux obOpasuax HapMap. Tpu u3 stux
«Bpeaubix» SNP Be3eiBatoT cuaapom Mapdana (Nijbroek G. et al., 1995; Schrijver I. et al., 1999),
a oJH ObLIT OOHApY’KEH Y MAIlMeHTOB ¢ CHHAPOMOM MapdaHa niM poJCTBEHHBIMU (DEHOTUTIAMH
(Liu W.0O. et al., 1997).

[Momynsmun CeBeproit EBpasuu, B wactHocT, B Cubupu u Ceepo-Bocrounoit Azum,
NPEICTaBISIIOT COOOM «KpaliHMe» BETBU KaK C TOYKH 3pPEHHUS pPacCcelieHHs COBPEMEHHOTO
YeloBeKa, TaK U C MO3UIUN IKCTPEMaIbHOCTH KIUMATO-TeOrpad)uyecKuX YCIOBUU UX CPEIbl
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oOutanusi. O4YEBHIHO, YTO TEHETUYECKHE OCOOCHHOCTH 3THUX MOMYJSILIHUM CIOXKUIUCH TOJ
CWJIBHBIM JIEHCTBUEM €CTECTBEHHOT'O 0TOOpa, M UX reHo(OH I mpolnen Hanbosee JONTHA MyTh K
JeKaHAIU3aIUH CJI0KUBUINXCS B IPEIKOBBIX MOMYJISIIHUIX Y€TI0BEKa OTHOLIEHU reHOM-(DeHOM U
K (OpPMHUPOBAHHUIO COOCTBEHHBIX KAHATU30BAHHBIX SKCTPEMAIILHBIMH CPEIOBBIMH YCIOBUSMHU
XapaKTEPUCTHK.

3AKVIIOYEHUE
BrimonHeHHOEe HaydHOE HCCIENOBaHME HAXOOUTCI B pamMKax (yHIaMEHTaIbHBIX
HAIpPAaBJICHUN MONYJSIIMOHHOM M DBOJIOLMOHHOW TEHETUKH 4YEJIOBEKAa — BBIABIICHUSA

ATHOCTIEUM(UYHBIX OCOOEHHOCTEH CTPYKTyphl TE€HOMOB M TOMYJSIIMOHHBIX TI'e€HO(POHIOB
COBPEMEHHBIX MOIMYJSIUN YEJIOBEKa, PEKOHCTPYKIUH JPEBHUX MUIPAUUA M HKCIAHCHU
YHCICHHOCTH HACeJCeHUs, a TaKkKe OSBOMIONMUA TeHOPOHAOB. B pesynabrare mnpoBeneHUS
MCCJIEIOBaHMs HA OCHOBAaHUU T€HOTUIIUPOBAHUS OOJIBIIONO MacCHBa MapKEPOB M KOMIUIEKCHOTO
aHaJIM3 Pa3IMYHBIX COCTABIAIOMIMX reHO(OHa MolyuyeHa HHPOopMaLUsi O CTPYKTYpe U COCTaBe
reHo(OHJ0B, FT€HETUUYECKUX B3aMMOOTHOIICHUAX, MHUTPAIUSIX Pa3IUYHbIX KOPEHHBIX HapOJ0B
Cubupu, 4TO TOMOIHAET CIOKHYIO KAPTUHY UCTOPHH T'€HETHUKO-AEMOTpapUUeKuX MPOIECCOB.

[IpoBeneno macmTabHOE MOMYJISIIMOHHOE HCCe0BaHNEe TeHO(OHAa KOPEHHBIX HApOOB
Cubupu u conpenenbHbIX PETHOHOB HA YPOBHE aHAJIM3a MPOTSHKEHHBIX ay TOCOMHBIX IaljIOTUIIOB,
MapKUPYIOLIUX pa3IUYHble TeHeTHYeCKHe IUIacThl reHodonaa mnonynsuui. [lomyuyeHHbIE
pe3yIbTaThl CBUACTENBCTBYIOT O BHICOKOM YPOBHE I'€HETHUECKOH MU depeHIIMaiuy HaceIeHUs
Ceseproii EBpazun. [Monynsauun CubGupu BeAETAIOTCS Ha (DOHE IPYTUX €BPa3UUCKUX 3THOCOB
3HAYUTEIBHO 00Jiee BHICOKMM YPOBHEM MEXKITHHYECKOM M MEXPETMOHAIBHON TI'€HETHYECKOM
muddepennmanuu. [logpoOHO OxapakTeprU30BaH COCTaB TCHETHYECKUX KOMIIOHEHT Ha YPOBHE
HOMYJISAUI ¥ OTIAENBHBIX 00pa3lloB, KOTOPHI JAEMOHCTPUPYET IOCTOBEPHYIO B3aHMMOCBS3b C
AQHTPONOJIOTUYECKOM M S3BIKOBOM NPUHAJUIEKHOCTHIO HMCCIIEOBAHHBIX BBIOOPOK, a TaKkKe C
uHopMaLreil 0 UX 3THOTeHE3e.

AHanmu3 ¢ momomplo MeTtona riaBHbIX KommoHeHT (PCA) mo3Boimi  BBISBUTH
MHTETpaJIbHbIC XapaKTEPUCTUKH CyMMapHOro renodona. Habmonaercs 3HaunMas KOppessius
KapTUHBI pachpenesieHrus o0pa3llioB ¢ WX Teorpaguyeckoil Jokanu3anuen. Pacmpenenenue
OTHENBHBIX TONYJSIMA Ha TpapuKe XOpOLIO COINIacyercs C UX  HAIMOHAIBHOU
MPUHAJJICKHOCTBIO, TEPPUTOPUATILHOW U STHUYECKOM OJIM30CTHIO HCCIIEIOBAaHHBIX BHIOOPOK.
I'enernueckue paccrosHus Mexay nonyisiusivMu Cubupu u Bocrounoii EBponsl 3HaUUTENBHO
Oospiie 1O cpaBHeHHWIO ¢ momymsimusmMu KaBkaza u, B uactHocTH, Jlarectana. HawmOGomee
reTepOreHHBIMU cpenu nomyssiuuii CHOupH SIBJISIOTCS TOMCKHE TaTapbl, MAKCUMAIbHO OJIM3KHE
€BpOTCHCKUM OammkupaM H Takke HWMEIIINe MUHHMallbHOE 3HaueHue Frow. bimskoe
PacrojoKeHUe KUPrU30B ¢ MOMYJIALUSIMU aJITallEB U XakacoB NoaTBepkaaeT Anrae-CasHcKue
UCTOKM uX reHodoHaa. [lanbHeBocTOUHBIE 00pa3lbl pa3fefieHbl B MOJHOM COOTBETCTBUU C
reorpaMuecKoi JIOKaJM3allMel Ha CEBEpPHYIO TpPYyNIy — YyKYed M KOPSIKOB, M IOXKHYIO,
BKJIFOYAIOLTY0 HUBXOB U yJI9T€HIIEB.

[Monynsuuu Cubupu AEMOHCTPUPYIOT 3HAUUTENBHBIC PA3INUUs B PACIPEACICHUN CYMMBI
JUIMH W KoJn4yecTBa Mo BceM kiaccaM ROH kak Mexnay uccieayeMbiMH reorpaduyeckuMu
pernoHaMu, STHOCAMH, TaK M BHYTPH JIOKaJNbHBIX mnomymsauuid. B momymsuumsx Cubupw,
TFOBOPAILIMX HA YYKOTKO-KAMYaTCKHX M HUBXCKOM SI3bIKaX, BBISBJICH OJMH M3 CaMbIX BBICOKHX
YPOBHEW TE€HOMHOTO HMHOPHUIMHTA, IO CPaBHEHUIO C OCTAJbHBIMH CEBEPO-€BPa3HIICKUMHU
MOMYJISILIMOHHBIMHA BbIOOpKaMu. CHOMpCKUE MOMYJSIMA HapaBHE C JAareCTaHCKUMHU 00JIagaroT
CaMbIMHU JIJIMHHBIMU F€HOMHBIMM YYaCTKaMU FOMO3UIOTHOCTH JJIsl Bcex Kareropuil anmmael ROH
u Oosiee MMeIOT OoJiee BBICOKYIO JIOJIIO JIIOJIEH C JJIMHHBIMU OOJIACTSAMHU ayTO3UTOTHOCTH. JTa
TEHJICHIMS TI0X0a Ha HAOJII0ZaeMoe COKpalleHne pazHooOpas3us TaluIOTHIIOB C yBETHYEHUEM
paccrosiHus 0T AQpUKH.

B nomynsmusx kopenHoro Hacenenus Cubupu kKonuyectBo W cymmapHas anuHa ROH
BBIIIIE, YEM B OCTAJIbHBIX HccheayeMbix nonysasuusx Cpenneit Asuu, Bocrounoit EBpomnbl u
Harecrana. KonmndecTBo 1 o0mmii cymmapHbiii pasmep KOopoTkux u cpeaaux ROH noka3sbiBarot
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Oojiee BBICOKHME 3HAUEHHUA IJs uccienyeMbix nomynsuuid Cubupu. OpHako y KOPEHHOTO
HaceneHus1 JlarectaHa, HECMOTps Ha MeHbllee KoiaudecTBO kopoTkux ROH, cymiectBeHHBIN
BKJIaJ] BHOCST OoJiee MPOTSKEHHbIE PETUOHBI BHICOKONH TOMO3UTOTHOCTH, YTO CBUJETEILCTBYET O
cubHOM uMHOpumuHTe. Cpenu KopeHHoro HaceneHuss CHOUMpPH MaKCHMalbHBIE KOJHUYECTBO U
nnuHa ROH Habmromaercs y 4yk4en, KOpSIKOB, HUBXOB M yIdreiiieB. MUHUMAabHBIM 3HAYCHUEM
KaK cpefr CHOUPCKUX, TaK U CPEId OCTAJIbHBIX HCCIEAYEMBIX MOMYJISAIHH, 32 HCKIIOYCHHUEM
y30€eK0B, 00J1aJal0T TOMCKHE TaTapbl, YTO OTPAXkKAET UX FETEPOTEHHOE MPOUCXOXKICHHE.

[Tpu xapakTepucTUKe peruOHAIBHBIX OCOOCHHOCTEH MOKa3aHO, YTO KOPEHHOE HACEICHHE
paznuuHbIX paiioHoB CHOMpH 3HAUYUTEIBHO pPa3IMYaeTCsi MO CTENEHW TOMO3UTOTHOCTU HX
WHWBUIYATbHBIX T€HOMOB: HAMMEHBIIINE 3HAYCHHSI XapaKTepHbI i 3THOCcOB FOxHo# Cubupu,
a Hanbopmme i nonyysanuii JlansHero BocToka. MurparmoHabie IPOIECCHl B ’TOM PETHOHE
OpOTEeKald Topa3o MEHee MHTEHCHMBHO, M OTCYTCTBUE METHCALMH, OOYCIOBJICHHOE
TEPPUTOPHUATBLHON Pa300IEHHOCTHIO, MTPUBEIO K O00pPa30BaHMIO CHEHU(GUIHBIX OCOOCHHOCTEH
pacrpesielieHdsi peTHOHOB BBICOKOM TOMO3UTOTHOCTU. MOXHO 3aKJIIOYUTh, YTO COBOKYIHOCTH
JAHHBIX TI0 CTPYKType reHodonaa nonyusmuii CeBepHoit EBpa3un CBUIETENHCTBYET O HATUIUH
CWIBHBIX PETHOHANBHBIX PAa3INYUi, OTPAXKAIIUX 0COOEHHOCTH (POPMHUPOBAHUS HACENCHUS B
YCIIOBUSIX U30JISILIUU, OTCYTCTBUS HHTEHCUBHOTO MTOTOKA F'€HOB U 00BEAMHEHUN PAa3HOPOIHBIX TIO
MPOMCXOXKACHUIO TEHETHYECKIX KOMIIOHEHT B COCTaBe T€HO(POHIOB OTJCIBHBIX 3THOCOB.

B pesynbrare wuccnenoBaHus BbIsIBI€HA Oojiee JeTanbHas CTPYKTypa MPeIKOBBIX
KOMIIOHEHT Yy KOPEHHBIX HapojoB CuOupu. BONbIIMHCTBO 3THOCOB SIBISIFOTCS CBOCOOpPA3HBIM
Na33J0M W3 pPa3JIMYHBIX MPEIKOBBIX KOMIIOHEHTOB, KOTOPBIE pA3JIMYAIOTCS IO BPEMEHU
MOSIBJICHUS, HAIPABJICHUAM MWIpalUid MX HOCHUTENIEH, UX aHTPOIIOJIOTHYECKOM U SA3BIKOBOU
NPUHAUISKHOCTH. MOXKHO BBIIEIUTh HauOoliee BbIpaXkeHHble B mnomyisauusax Cubupu
T€HETUYECKUE KOMIIOHEHTBI: MOHTOJIbCKUN, E€HUCEUCKHM, TIOPKCKUN M JaJlbHEBOCTOYHBIM.
OneHKa OTHOCHTEIBHOTO BKJIA/Ja Pa3IMYHBIX MPEAKOBBIX TPYII HACEJIIEHHUS B COCTaB PA3HBIX
ATHOCOB y KOPEHHBIX HAPOJOB MO3BOJISET MPOAHAIU3UPOBATH CTPYKTYPY reHO(OHIa HACeTIeHUs
Pa3HbIX TEPPUTOPHUI Ha MPOTHKEHUH PA3TUUYHBIX IEPHOJIOB €ro (POpMHUPOBAHUS.

Anamuz ©OnokoB IBD gemoHcTpupyeT kiactepuzanuio nomyisanuidi - KaBkasckoid,
Harecranckoit, Cubupckoii, Bonro-Ypanbckoit rpynmnsl 1 Boctounoit EBpombl, CBsI3bIBAOIIYIO
HApOJIHOCTH IO MECTY IIPOUCXOKICHUSI © MHOT'O MEJIKMX KJIACTEPOB BHYTPHU BBISBIICHHBIX TPYMII,
JEMOHCTPHUPYIOUINX 001iee MPOUCXO0XKACHUE U OOJBUIYI0 CTENEHb pojacTBa. s momymsiui,
HacensImux Tepputoputo Cubupu, xapakTepHa YHUKaJdbHas TeHETHKO-AeMorpaduyeckas
UCTOpHsI, KOTOpasi oTpakaeTcs B pacnpeneneHnn 0yokoB IBD kak BHyTpH momynsmwu, Tak W
Mex Iy HUMU. AHanu3 61okoB IBD 3HaunTeNnsHO JOMONHSET KAPTHHY B U3YYCHUH 00Pa30BaHMS U
B3aUMOJICMCTBUSL 3THOCOB, XOTSA HE JaeT OJHO3HAYHBIX OTBETOB B CIydae CIOXHOU
HOMYJIAMUOHHOW HUCTOPUHU. 3a HEKOTOPBIMH HCKItOYeHHsMH, obmue IBD B Cubupu myudmre
00BsCHAI0TCA reorpaduyecKoil 0IM30CThIO MONMYJISIUHN, a HE UX A3BIKOBOI MPUHAAICKHOCTHIO.

Crpykrypa kopenHoro Hacenenus Cubumpu u Kpaiinero CeBepa cloXuiaach MOJ
CYILLIECTBEHHBIM BJIMSIHHEM €CTECTBEHHOrOo oTOOpa: B HauOosiee HEONarompUATHBIX YCIOBHSIX
cpensl oOuTaHus B apkTuiaeckoM kiaumare KpaitHero CeBepa U pe3ko KOHTHHEHTAITBbHOM KJIMMATe
Cubupu u JlampHero Bocrtoka. Ilpum mpoBeneHWHM TaruIOTHIIMYECKUX TECTOB HAa CHUTHAIBI
€CTECTBEHHOT'O 0TOOpa B Pa3HBIX MOMYJISAIUAX KOpEeHHOro HaceneHus CHOupH ObLTH MOTyUYEHBI
CBH/JIETEIBCTBA JIJISl HECKOJIBKUX JECATKOB F'€HOB. BBISIBICHBI 3HAUUTENBHBIE MEKITOMYISIIUOHHBIE
pa3IUYHs 110 YUCICHHOCTH U COCTaBY T'€HOB C BHISIBJICHHBIMU CHUTHAIAMH HATIPABIEHHOTO O0TOOpa
B Pa3HBIX MOIMYJIALUAX.

[To pesynbratam TecroB nSL, IHS BeisBisieTcs 492 reHa, pacnojOKEHHBIX B y4acTKax
TreHOMa, HECYIIMX CUTHaJbl HampaBieHHOro orbopa. Hambosnbiee 4ynucio 3HAUMMBIX CUTHAJIOB
€CTECTBEHHOTO OTOOpa BBISBICHO B TOIMYJSIIHMIX XAaHTOB, KOPSKOB W 4ykuel. [IaTh TreHOB,
MMEIOIINX CUTHAJIBI HAMPAaBICHHOTO OTOOpa, MOBTOPSIIOTCA HEe Oosiee yeM y 3 momyJsmuid, 28
TE€HOB — y JIBYX, & OCTaJIbHbIE SIBJISIOTCS YHUKAJIBHBIMU ISl OTACNbHBIX nomyssiiui. [lo kpocc-
nonynsuuoHHoMy Ttecty XP-EHH BoisBneno 1129 renoB, cpenu CcHOMPCKHX TOMYJISIIHA
HanboJIee YacTO BCTPEUAIOTCS CUTHAIIBI 0TOOpa B reHaX, OTBEYAIOIIHNX 33 CCHCOPHOE BOCIIPHSITHE,
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00OHSTHME U BBIPAOOTKY MeJlaHWHA. DTO MOKa3bIBaeT, YTO aHAJIU3 PETMOHOB, HAXOIALINXCS MO
0TOOpOM, MOXHO HCIIOJIb30BaTh B KAdeCTBE IMOJIE3HOW WHGOpPMAIMU Ji MPOTHO3UPOBAHUS
beHoTUNINYECKUX U OMOMEIUIIMHCKUX OcoOeHHOCcTel noeil. OTMEUeHO ydacTue 3TUX T'€HOB B
METaOOMUECKUX MYTAX JUIUTEIHHOW JETPECCHH CHHANTHYECKOH Tepefadyd B MO3KEUKe
(hsa04730), uupkamnoro 3axsata (hsa04713) u mytu mopduHoBoii 3aBucumocty (hsa05032).
buonorudeckue mporeccel, B KOTOPBIC BKIIFOUEHBI 3TH T'€HBI, BKIIIOUAIOT B CEOS MPOLIECCHI
peryisiiuy, MeTaboJNYecKHue MPOLECcChl, OTBET Ha CTUMYJbl. OCHOBHBIMH MOJIEKYJISIPHBIMHU
GYHKIUSMU SIBIISUTUCH CBSI3BIBAHHE C OEJNKaMH, CBS3bIBAHWE HOHOB, HYKJICHHOBBIX KHCIOT,
aKTUBHOCTH rujposiasbl. [lonydeHHble pe3ynbTaThl, BUIUMO, CBUIETENLCTBYIOT 00 alaTUBHBIX
W3MEHEHHUSX YaCTOT aJUIeNieH M TeHOTHIIOB B MOMYJISAIUAX Y€TIOBEKa, BRI3BAHHBIX HAPaBICHHBIM
NeCTBIEM CPEOBbIX (haKTOPOB, CBA3AHHBIX C KIIMMATO-TeorpaduuecKUMHU YCIOBUSIMH CPEbI.

Takum 06pa3zom, MOJIPOOHO OXapaKTEPU3OBAHHBIM COCTaB T€HETUYECKUX CYOCTpaTHBIX
COCTaBJISIIOLINX, HA PA3JIMYHBIX YPOBHSAX OpraHU3alluy — OT UHAUBHUIYAIIbHOTO 10 3THUYECKOTO U
PETHMOHANBHOTO YPOBHS — XapaKTePUCTHKA POJCTBEHHBIX B3aWMOOTHOIICHUH MEXITY
pPa3IUYHBIMU ATHOCAMH, CYO3THOCAMH M POJAMHM B TpPENeNax OJHOTO 3THOCA, BBISIBICHHBIC
CXOJICTBA M PA3JIMUUsl B CTPYKTYpE COCTaBa KOMIIOHEHT Yy Pa3HBIX HApOJOB, MEXKITHUUYECKUE
B3aMMOCBS3HM U MEXKIOMYJISIIIMOHHBIE PAa3INYMsI IO KOMIIOHEHTHOMY COCTaBY, Pa3jIMYHbIM OJIOKaM
CIETUICHUS, YPOBHIO MHOPHIMHTA, TIO3BOJIET IIO-HOBOMY B3TJISIHYTh Ha UCTOPHIO POPMHUPOBAHUS
reHodonaa HapoaoB CeBepHoit EBpaszun.

BrimonHeHHOE WCCNEOBaHWE 3HAUUTENBHO pACIIMPSIeT HAIlKd MPEACTABICHUS O
reHodonae HaceneHus: CeBepHoil EBpasuu 1 BHOCUT BECOMBIN BKJIaJ B TIOHMMaHHE BOIIPOCOB
HCTOPUYECKOTO Pa3BUTHS U JBOJIONUHU uenoBedecTBa. Kpome ¢yHIaMEHTAIBHOTO 3HAYCHUS,
JTAHHOE UCCIIEZIOBAHUE UMEET MEPCIEKTUBY MPAKTUYECKOT0 UCIIOIb30BaHus. MaTtepuaibl paboThl
MOTYT OBITh UCTIOJIB30BaHbI B HAYYHO-00Pa30BATEILHOM IIPOIIECCE MPHU CO3IaHUHU KYyPCOB JIEKIIUN
JUISL CTYJIEHTOB OMOJIOTUYECKUX, MEAMIIMHCKUX, UCTOPUUYECKUX CIEUUATbHOCTEH, a TaKxke Ui
U3JIaHUS] HAyYHO-TIONMYJISIPHON TUTepaTyphl. [lomydeHHbIe pe3yIbTaThl HCCIEAOBAHUS MOTYT OBITh
IIPUMEHEHBI B pa3paboTKe CUCTEM U CTaHAapTOB reHeTHueckux Mmapkepos JIHK-unentuduxamnmu,
paszpaboTku pedepeHTHbIX 0a3 maHHbIX Mg JIHK-TectupoBaHus ¥ T€HOMHON pPETHCTpAIUU.
[IpumeHneHne BO3MOXXHO B 00JIACTM KPUMHHAJIUCTUKH, cyaeOHoM wmemauiuubl, JIHK-
TECTUPOBAHUS, pa3pabOTKH yCIIyT TCHOMHOW METUITUHBIL.
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1. Jnst monynsnmii CuOupu XapakTepHO OoJiblliee 3HAYCHHE CYMMAapHOW JIJTHHBI
KopoTkux u cpeaanx ROH Ha wWHIMBHIA 1O CpPaBHEHHIO C JPYTUMHU TeorpaduueckuMu
peruonamu. [Ipaktuuecku s Becex monyssinuii Cubupu cymma ummHEBIX ROH 6onee n3meHunBa
U 3HAYUTENbHO Ooibine, yem i nomynsuuii Kaekaza, Cpenneit Asuu, EBpomnsr u Bosro-
Ypanbckoro peruoHa, 3a HCKJItoueHueM Jlarecrana.

2. Haubonpmmm koddduumenTom reHomHoro uHOpuauHra juist amuH ROH>1,5
M.11.0. 00manaroT nomyJssiiuu HUBX0B (Fron = 0,0389), uykueit (Fron = 0,0431) u kopsikoB (Fron
=0,0446), 4TO CBUAETEIBCTBYET O BBICOKOM YPOBHE KPOBHOTO POJICTBA.

3. Pacnipenenenne OGnokoB IBD pasHoit miwHBI HAa MEKHHAUBUAYATBHOM |
HOMYJIAIUOHHOM YPOBHSIX TIOKa3blBaeT pa3IMuYUsi B TEHETHKO-IEMOTpapHUUecKOd HCTOPHH
OTJIENbHBIX PETMOHAIBHBIX M STHUYECKHX TPYII, YTO XOPOIIO COIJIACyeTcsl C aHalu30M
KOMITOHEHTHOT'O COCTaBa, IWHAMHUKOW M3MEHEHUS YHCICHHOCTH U K03(h(PUIIMEHTOM reHOMHOTO
WHOpHIMHTA.

4, B monynsnusx xopeHHoro HaceneHus: CHOMPHU BBISIBJICHO 3HAYUTEIHLHOE YHUCIIO
TeHOB, HAXOIAUIMXCSA TIOJ HaNpaBlIE€HHBIM €CTECTBEHHBIM OTOOpoM. bronHdopmannoHHbIH
aHaJIM3 TIOKa3aJ ydyacThe OONBIIMHCTBA T€HOB BBISBICHHBIX C IMMOMOIIBI0O TEHOMHBIX TECTOB Ha
MPOTSKEHHYIO TOMO3UTOTHOCTh FAaIVIOTHIIOB B OMOJIOTMYECKHX MTPOLIECcCaX Pa3BUTHS U PETYIIALNN
LEHTPAJIbHOW HEPBHOW CHUCTEMBI, CHHTE3a MEJAHMWHA, IPOLIECCaX CEHCOPHOI'O BOCIPUATHS,
BKJIIOUAIOIIUX (OPMHUPOBAHUE U PAa3BUTHE 3PEHHUSA, CIyXa, a TAaKKe€ I'€HOB, BOBJICUEHHBIX B
OMOJIOTUYECKHE MPOIIECCHl PA3BUTHS KOCTEH M CKEJIETHOW CHCTEMBI.
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CIIMCOK COKPAIIIEHUM
SNP - (Single-nucleotide polymorphism) ogaoykneoTnHbIi NOTMMOPQHBIA BapUaHT
M.I1.0. — MIJUTHOH Tiap ocHoBaHuii (1000000 map HYKICOTHIOB)
IBD (Identical by descent) — 6;10ku HACHTUYHBIC 1O TPOUCXOXKICHHUIO
ROH (Runs of Homozygosity) — peroHs! BBICOKOH TOMO3HTOTHOCTH
PCA (Principal components analysis) — MmeTo ri1aBHbIX KOMIIOHEHT
LD (Linkage disequilibrium) — HepaBHOBeCHOE CIIETIJICHHE T€HOB
FroH — K03 pHLIMEHT TeHOMHOTO HHOPUIMHTA
t-SNE (t-distributed Stochastic Neighbor Embedding) — meronm cToxacTHYeCKOro BIIOMKCHHS
cocenel ¢ t-pacipeneneHueM
LTP (Long-term Potentiation) — monroBpeMeHHas MOTEHIIHALIHS
LTD (Long-term depression) — moaroBpeMeHHast IepecCHst
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