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CTpVKTYpa U IPOUCXoXaeHre reHOPOHIa TYBUHIIEB
110 JaHHBIM aYTOCOMHBIX SNP 1 rariorpymnn Y-XpoMOCOMbI
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HayuHo-nccnenoBatenbCKMn UHCTUTYT MEAULIMHCKON reHeTUKKU, TOMCKMIN HaLMOHaNbHbIN NccnefoBaTenbCKUin MeAULUHCKIIA LeHTP
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AHHoTauus. TyBMHLbI — OAWH 13 Hanbonee KOMMAKTHO NPOXKMUBaOLWNX HapopoB KOxHo Cnbrpu, pacceneHHbIn B
OCHOBHOM Ha TeppuTopuy TbiBbl. [eHOGOHS TYBMHLIEB ABNAETCA AOCTAaTOYHO 060COBMEHHbIM 3a CUET SHAOraMMM 1
OYeHb HM3KOW YacTOTbl MeXHALMOHaNbHbIX 6pakoB. ViccnenoBaHa CTpyKTypa reHodoHAa TyBUHLEB U APYrUX CU-
GUPCKMX MonynAUMiA MO MOSHOFEHOMHON NaHenn ayTOCOMHbIX OLHOHYKEOTUAHBIX NOAUMOPPHBIX MAPKepPOB 1
MapKepam Y-XpOMOCOMbI. Pe3ynbTaTbl aHanm3a 4acToT ayToCOMHbIX SNP pasnnyHbiMM MeTofamu, CXofCcTBa No Co-
cTaBy rannorpynn Y-xpomocombl 1 YSTR-rannotnos nNokKasbiBaloT, YTO reHOPOHA TYBMHLIEB OUYEHb reTeporeHeH no
COCTaBY FreHETNYECKMX KOMMOHEHTOB. OH BK/tOYaEeT B C€6A JPEBHUI aBTOXTOHHbIN €HUCENCKNIA KOMMOHEHT, [JOMU-
HUPYIOLLMIA Y YYNbIMCKUX TIOPKOB 1 KETOB, BOCTOYHOCMOMPCKNIA, NpeobnapatoLwnii y AKYTOB U SBEHKOB, U JasfibHEBOC-
TOYHbIN, YacTOTa KOTOPOIo MakCMMarbHa y HUBXOB 1 yasreiues. AHanu3 coctaBa IBD-6110K0B Ha ayToCOMaXx A€MOH-
CTpUpYeT MakCMasibHOe FreHeTMYECKOe POLCTBO TYBUHLEB C 0XKHbIMU anTaLamu, XakacaMu 1 LopLamu, Kotopble
dopmMupoBanncb Npu pacceneHny TIPKCKMX rpynn nonynaumin Ha Tepputopmmn Antae-CasHCKOro pervoHa. Boisie-
NeH oYeHb pa3HOO6Pa3HbI cocTaB reHoGOHAA TYBUHLEB MO PA3INYHBIM CyOANHUAM Y-XPOMOCOMHbIX Franfiorpynmn,
GONbLUNHCTBO M3 KOTOPbIX MOKa3bIBAOT CUbHYIO STHUYECKYIO crelnduyHoCcTb. DunoreHeTUYECKNiA aHann3 oTae b-
HbIX Y-XPOMOCOMHbIX Fanforpynn AeMOHCTPUPYET MaKCUManbHY0 6511M30CTb reHodboHAa TYBUHLEB C anTanuamm,
Xakacamu v wopuamu. BHyTpu TYBUHCKOTrO 3THOCa OOHApY»KeHbl 3HAaUMTENbHbIE PAa3NNuMa MeXay BblbopKamu 13
3anafHblX, K>KHbIX 1 BOCTOYHbIX PalioHOB TbiBbl MO A0/IE MOHTONIbCKOTO U1 €HUCENCKOTO FeHETUYECKMX KOMMOHEHTOB.
leHeTYeCcKoe pa3HOObpa3me TYBMHLEB MO Y-XPOMOCOMHbIM rariorpynnamM U MakcMasibHO Pa3HOPOZLHbIN COCTaB
reHeTUYeCKNX KOMMNOHEHTOB CBMAETENbCTBYIOT O CAMOM BbICOKOM Pa3HO06pasnm TyBMHCKOrO reHodoHAa no cpas-
HEHWIO CO BCEMU KOPEHHBIMU HapogZamu Crnbrpu. O6Hapy»KeHbl Pasnnymnsa No Yactotam ranaorpynmn Y-XpomMoCoMbl
MeXAy TOAKMHLAMM U TYBUHLAMU 1N M3MEHEHMe YacToT ransiorpynn C lora Ha ceBep, CBA3aHHbIX C BOCTOYHOA3MaT-
CKUM KOMTMOHEHTOM. BOJIbLUIMHCTBO Hanbosee YacTbix raniorpynn Y-XpOMOCOMbI y TYBVHLEB AEMOHCTPUPYET 3¢-
¢beKT ocHoBatens, Bo3pacT GOPMUPOBAHMA KOTOPbIX MOIHOCTBIO COrNAcyeTca ¢ AaHHbIMM 00 1X STHOreHese.
KntoueBble cfioBa: reHOGOHS; NOMNYNALUN YesnloBeKa; reHeTuYeckoe pasHoobpasue; reHeTuyeckne KOMMOHEHTbI;
Y-XpOMOCOMa; TYBUHLbl.
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Structure and origin of Tuvan gene pool
according to autosome SNP and Y-chromosome haplogroups
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Abstract. Tuvans are one of the most compactly living peoples of Southern Siberia, settled mainly in the territory of
Tuva. The gene pool of the Tuvans is quite isolated, due to endogamy and a very low frequency of interethnic mar-
riages. The structure of the gene pool of the Tuvans and other Siberian populations was studied using a genome-wide
panel of autosomal single nucleotide polymorphic markers and Y-chromosome markers. The results of the analysis
of the frequencies of autosomal SNPs by various methods, the similarities in the composition of the Y-chromosome
haplogroups and YSTR haplotypes show that the gene pool of the Tuvans is very heterogeneous in terms of the
composition of genetic components. It includes the ancient autochthonous Yeniseian component, which dominates
among the Chulym Turks and Kets, the East Siberian component, which prevails among the Yakuts and Evenks, and
the Far Eastern component, the frequency of which is maximum among the Nivkhs and Udeges. Analysis of the
composition of IBD-blocks on autosomes shows the maximum genetic relationship of the Tuvans with the Southern
Altaians, Khakas and Shors, who were formed during the settlement of the Turkic groups of populations on the ter-
ritory of the Altai-Sayan region. A very diverse composition of the Tuvan gene pool is shown for various sublines
of Y-chromosomal haplogroups, most of which show strong ethnic specificity. Phylogenetic analysis of individual
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CTpyKTypa 1 nponcxoxaeHvie reHodoHaa TyBUHLEB
no AaHHbIM ayTOCOMHbIX SNP 1 rannorpynn Y-xpomocombl

Y-chromosome haplogroups demonstrates the maximum proximity of the gene pool of the Tuvans with the Altaians,
Khakas and Shors. Differences in frequencies of Y-chromosome haplogroups between the Todzhans and Tuvans and
a change in the frequencies of haplogroups from south to north associated with the East Asian component were
found. The majority of the most frequent Y-chromosome haplogroups in the Tuvans demonstrate the founder effect,
the formation age of which is fully consistent with the data on their ethnogenesis.

Key words: gene pool; human population; genetic diversity; genetic components; Y-chromosome; Tuvans.
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BBepeHune

[t uccneioBaHus MOMYJISIIIMOHHO- M 3BOJIIOIIMOHHO-TEHE-
THYECKUX MPOLECCOB, aHAIN3a TEHETHYECKOTO Pa3Ho00pa-
3Usl U PEKOHCTPYKIMU T€HETUYECKOW HCTOPUHU MOIYIISIIUN
reHoona kopenHoro HaceneHus HOxuoit Cubupu mpen-
CTaBJIsIET COOOH YHHMKAIBHYIO CHCTeMy. AHAJIHM3 cOCTaBa M
COOTHOIICHHS PA3NUYHBIX CYyOCTPATHBIX KOMIIOHEHTOB Y
CHOMPCKUX HApOJOB UMEET PsiJi HEBBIICHEHHBIX BOMPOCOB.
I'eHeTnka B CBSI3M € 3TUM JaeT Oorareinire BO3MOXHOCTH
JUISL MCCIIEIOBAaHUS TIPOOJIEM, MTOCKOIbKY Pa3BUTHE HOBBIX
MIO/IXOJIOB K aHAJIN3y HOMYJISIIMOHHOTO T'eHO(OH/1a ITO3BOJI-
€T BBIBECTH 3THOT€HETHUECKHE NCCIIEJOBAHNS Ha COBEPIICH-
HO HOBBIN YPOBEHB. COBpeMeHHBIe METOAbI, IPUMCHICMBIC
B MOJIEKYJSIPHO-TEHETHUECKHUX HCCIIEOBAHUAX, U HOBBIC
OuonH(popMaTnieckue HapaOOTKH Jar0T BO3MOXHOCTB J0-
CTOBEPHO BBIABJIATH PA3JIMYHBIC IMPEAKOBBIC TCHETUYCCKUC
KOMITOHEHTHI B COCTaBe I'eHO(OHAA Pa3INYHBIX HAPOJOB U
OT/ICIBHBIX JIIONCH.

Baxweiimeii mpoOGnemMoi STHOIOTUH M aHTPOTIOJIOTHH Hace-
nerns FOxxuo#t Cubupu ocraercs GopMHUpOBaHHE KOPEHHBIX
9THOCOB, B PELICHUH KOTOPOH B HacTosIee BpeMst OOJIBIITYIO
POJIb UTrpartoT METOAUKU aHaIn3a TCHOMHBIX JaHHBIX. T'eno-
(hOHZ KOPEHHOTO HACENICHNS 3TOTO PETHOHA CKIIAAbIBAJICS 3a
CUET JUTUTEIFHOTO W MHOTOATAITHOTO CMEIICHHSI OOJIBIIOTOo
YHcCJia JIOKAJIbHBIX FCHO(I)OH)]OB PA3INYHBIX IJIEMEH €BPO-
MIEOMTHOTO ¥ MOHTOJIOMIHOTO IpOoHuCXOKAeHUs. KopeHHble
atHOCH FOxHOW CHOMPH XapaKTepH3yIOTCs pa3IHuHBIMHU
AHTPOIIOJIOTMUECKUMU TUIIAMHU, CJIOKHON 3THUUECKOH U IEMO-
rpadudgeckoi ncropuei. CMeneHne MHOTOYHCIICHHBIX TIOPK-
CKHUX, MOHTOJIbCKUX, CHUCEHCKNX, CAMOTMICKIX M YTOPCKHUX
TPYIII HA OCHOBE TEHETHYECKOTO CyOCcTpara APEBHUX HHAOEB-
POTEHCKHX TUIEMEH H TaKHBIX MOHTOJIONI0B C(HOPMHUPOBATIO
B Pe3yJIbTaTe NECTPYIO KapTUHY F'E€HETHYECKOTO Pa3HO00pasust
HacesieHust 3Toro peruona (I'ernodon. .., 2003).

[Ipomecchl cIUsSHUSA U ACCUMWIISIIMK C Y4acTHEM pa3-
JIMYHBIX MUTPAIIOHHBIX TTOTOKOB CHITPAJH BAXXHYIO POJb B
(hOpMHUPOBAHUN COBPEMEHHBIX TIOPKOS3BIYHBIX MOIYJISIIUN
IOxHoit Cnbupu, ocobeHHO TyBHHIIEB. B smoxy sHeonuTa,
OpOH3BI M paHHETO XeJie3a TeppuTopHst THIBBI BXOAMIA B
30HY OOMTaHUsI JIPEBHETO €BPOINEOUIHOTO HACEICHUS, Ha
KOTOPOH TO3/IHEE CIIOKMINACH KYIBTYpPBI CKH(O-CHOUPCKO-
ro mupa (Anekcees, 1984). [IpoHUKHOBEHNE IIEHTPAIBHO-
a3MaTCKOTO MOHTOJIOMTHOTO KOMIIOHEHTa Ha TEPPUTOPHIO
IOxmnoi#t Cubupn marupyercs VII-VI B. o H.3. [IpumepHO
K 9TOMY K€ BPEMEHH OTHOCHUTCS U TOSIBIICHHE JIECHOTO, TaCK-
HOTO MOHTONOUAHOTO KommoHeHToB (Kucenes, 1951). Tlo-
CTEIICHHO MPOMCXOAMIO YBEIMYECHNE MOHTOJIOUIHOTO KOM-
MIOHEHTA OT IPeo0IaIaHus EBPOIIEONIHOTO B CKH(CKOE Bpe-
mst 10 popmupoBanust B XIII-XIV BB. H.3. COBpEeMEHHOTO

[IEHTPAJILHOA3UaTCKOTO aHTPOIIOJIOTMYECKOTO THITA TYBUHIICB
([eber, 1948).

TyBuHIBI — 3TO OIWH U3 Hauboiee KOMIAKTHO TPOXKHU-
BAIOMIMX HaponoB Poccum, paccelneHHbI B OCHOBHOM Ha
tepputopun TeiBel. B Poccuu, no nanusiM Beepoccuiickoit
nepernucu HaceneHus 2010 1., YUCTEHHOCTh TYBHHIIEB CO-
crasisieT 263934 yenoseka. [Tpu 3ToM reHO(OH]T TYBHHIIECB
SIBJISICTCS] OTHOCUTENILHO 000COOICHHBIM 32 CUET YHAOTAMUH U
OY€Hb HI3KON 4aCTOTHI MEKHAIIMOHANIBHBIX Opakos (ITy3bIpes
u 11p., 1999; Kyuep u ap., 2003). [Tokazana rereporeHHOCTb
ponormnemenHoro cocrara TyBuHieB (Ilotamnos, 1969). Jlns
HEKOTOPBIX TPYI TYBUHIIEB OTMEUEHA M30JIMPOBAHHOCTD
JIOKJIBHBIX TOMYJISIINI, KaK BbI3BaHHAs TeorpapuyecKuMu
(hakTopamu, TaKk ¥ MCTOPUYECKH CIIOXKHMBIIASICS, 0COOCHHO
SPKO BBIPAXXCHHAS Ui TyBHHIIEB-TOMKHHIIEB U3 CEBEPO-
BOoCcTO4HOHU ropHO# yactu TeiBbl. MccienoBanuio reHo(oH-
Jla TYBMHIIEB B TOCJEIHUE TOJbl MOCBALICH PsAJ Hay4HBIX
MyOMUKaIyi, KOTOpble OBUIN aKIEHTUPOBAHBI HA N3yYEHUH
o6mero cnekrpa uani MT/IHK, rammorpynm Y-XxpomMocombl
1 fetanu3anuu otaenbHbIX Kian (Crenanos, [Tyssipes, 2000;
Crenanos u 1p., 2001, 2006; Derenko et al., 2006; XaprkoB
u np., 2013; Jamba u ap., 2018a, 6; ArmpkosH u ap., 2021).

Ienp HacTOSIIETO UCCIEIOBAHNS — KOMIUIEKCHBII aHAIN3
CTPYKTYpPbI TeHO(OH/IAa TYBUHIIEB U PEKOHCTPYKIHSI UX TIPO-
WCXOX/ICHHS B CPAaBHEHHH C IPyTUMHU HOMYJISIIASIMHI KOPEH-
Horo HaceseHust Cubupu. [{jist pereHns BOnpocoB reHeTnye-
CKOM OIM30CTH TyBHHIIEB C IPYTHMHU KOPEHHBIMH HapOAaMH
OBUIO BBITIOJIHEHO FCHOTUITMPOBAHUE MIMPOKOTO TEHOMHOTO
HabOpa ayTOCOMHBIX MapKEPOB C TIOMOIIbIO BHICOKOIIIIOTHBIX
O6mountioB, a Takxke pacmuperHoro Habopa SNP- n STR-
MapKepoB Y-XpPOMOCOMBI y Pa3IMYHBIX KOPEHHBIX HApO/IOB
Cubupn.

MaTtepwuanbl n metogbl

Marepuan uccienoBanust cocraBuiin oopasisl JJHK myxunn
o011e 9UCIeHHOCTRIO 419 00pa3oB, MpeaCTaBIAIONIIX KO-
pennoe Hacenenue Pecrryommku TeiBa. Bei6opku ObutH coOpa-
HbI B 11oc. Taamu (3ananHas yacts TwiBbl) (N =44), noc. Kyn-
rypTyr (foro-BocTok pecmybmukn) (N = 48), moc. Toopa-
XeM (ceBepo-BocTouHast 4yacTh ThIBBI) (N = 23) u 1. KbI3b11
(N = 304). O6pazup! u3 Kpi3puia OTHOCHIM K KOHKPETHOMH
TEPPUTOPUAILHON T'PYTIIIE B COOTBETCTBUU C MECTAMH POXK-
JieHust IoHopoB. O0pasibl ObUIN pa3/iesieHbl Ha TATh TePPH-
TOPHAJIBHO JUCTAaHLIMPOBaHHbIX rpymnr: 3anaj (bapyH-Xem-
ynrcknii, bait-Tairuacknit, [[3yn-Xemunrckuit, CyTt-Xomb-
ckuif, Monryn-Taitruncknii paiionsr) (N = 169), nentp (Yaa-
Xonbekwid, Tanasiackuit, Kaa-Xemckuii, Kei3puibckuit, Yiyr-
Xemckuii, Yenn-Xonbckuid, [Tnii-Xemckuii, Tec-XeMcKkuid,
OBbIopcKuid, Dp3uHCKHUH paitonsr) (N=179), Boctok (N="71),
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BKJTIOUArONIHA ceBepo-BocTok (TomkuHCckuit paiion) (N =23)
1 10ro-BocTok (Tepe-Xonbckuit pation) (N = 48).

3a00p MepBUYHOTO OHOJIOTHYECKOTO MaTepHraia (BEHO3HON
KPOBH) y JIOHOPOB ITPOM3BOIMIIN C COONIIOICHUEM TIPOLIEY-
PBI MHCBMEHHOTO HH()OPMHUPOBAHHOTO COTIIACHS Ha ITPOBEIE-
HUe ucciieoBanus. Ha kaxxaoro IoHOpa COCTABIISIIM aHKETY
C KpaTKOW pOJOCIJIOBHOM, YKa3aHUEM ATHUYECKON IPUHAL-
JI©KHOCTH M MECT POXKJICHUS peikoB. VIHIUBHIa OTHOCHITH
K JAHHOW 3THUYECKOM IpyIIe Ha OCHOBAHMM 3THUYECKOMN
WICHTU(HUKAIINN — €TO COOCTBEHHOM, €T0 POANTENEH, U MecTa
POXKICHUS.

Juist ananu3a Y-XpOMOCOMHBIX TaruIorpyriil U ralioTUIIOB
TYBUHIIEB OBLIM MCMOIb30BaHbl Bee 419 oOpasmor JJHK
MyX4uH. J{JIsl TEHOTHITUPOBAHHS HA YUIaX ObUTH BHIOPAHbI
HepoAcTBeHHBIE 00pa3ubl ¢. Trsmm baii-TalruHCKOTO KO-
KyyHa (N = 28).

Jpyrue nomynsiun KopeHHoro HacesneHust Cubupu mpea-
CTaBJICHBI YYJIBIMIIAMH, XaKacaMHU-caraiiiamMmu, xakacaMu-
KauMHIAMH, FOXKHBIMHU alTalllaMu, KeTaMH, XaHTaMH, TOM-
CKUMH Tarapamu, OypsiTaMu, SIKyTaMH, IBEeHKaMH, HUBXaMH,
yA3reHIaMu, a TaKKe KaJIMbIKAMH, TyHTaHAMHI ¥ KUPTU3aMH.

JlaHHBIE MIMPOKOT€HOMHOTO T€HOTHITUPOBAHUS TOTyde-
HBI C UCTIONB30BaHWEM MuKpounroB Infinium Multi-Ethnic
Global-8 (Illumina) mast SNP-reHoTHIINPOBaHMSI, BKIIIOYAIO-
1iero cBeiie 1.7 MIH MapkepoB. Marepuan JenoHHpPOBaH B
OuopecypcHoii komeknnu «brnodank Hacenenuss CeBepHOI
EBpasun». /|y cpaBHUTENBFHOTO aHAIN3a HCIO0JIb30BaIIH JaH-
HBIE TeHOTHUIIOB 110 1 677 114 ayrocomubiM SNP (6moumn I1lu-
mina Multi-Ethnic Global-8) 917 00pa3moB u JaHHBIE TeHO-
tunmposanus 6onee 3000 Y-xpomocomubix SNPu36 YSTR y
6oniee 1600 00pas1oB My>KUUH, TPEACTABISIONIMX KOPEHHOE
Hacesnenne CHOUpPH M COCeTHUX PernoHOB. OXapakTepuso-
BaHO cBhIme 30 MOMyISIMOHHBIX BBIOOPOK, KOTOPBIE TOA-
pOOHO OIMMCaHBl B HAIIMX MpONuIbIX padoTax (KomecHnkoB
u 1p., 2021, 2022). /ins anann3a KOMIOHEHTHOTO COCTaBa U
KOJIMYECTBA IPUMECEH Y OTACIBHBIX HHIMBH/IOB U ITOIYJISIINH
ObUTH UCTIONB30BaHbl MeToArka NGSadmix (Scotte, 2013) u
nporpamma ADMIXTURE (Alexander et al., 2009, 2011), a
TaKKe MPOBE/ICH CPABHUTEIBHBIN aHAIN3 JAHHBIX ayTOCOM-
HbIX SNP u ramiorpynit u rarioTUnoB Y-XpOMOCOMBI.

Krnacrepusanuro MaccuBa reHOTHUNOB ayTOCOMHBIX SNP n
KOHTPOJIb KaueCTBA BBITIOJIHSUIN C [IOMOIIBIO ITPOTOKOJIA, pa3-
padoranHoro Y. Guo ¢ kouteramu (2014) ¢ ucrnonp3oBaHHEM
GenomeStudio (Ilumina. GenomeStudio, MoayJib T€HOTH-
nupoBanus v2.0.3), mporpaMMHOTO MTaKeTa, KOTOPBIH KoMIIa-
uust [llumina co3nana Ui pa3IUYHBIX TCHOMHBIX aHAIHM30B.
Juist punsTpanyy, HOpMaJIM3alMKd U pacdeTa CTaHIapTHBIX
TEHOMHBIX CTAaTHCTHK W TMOKa3aTesieil ONTHMaJIbHBIM CTall
CTaHAapTHBIA HaOOp MporpaMmM, BKIOYarOmui vcftools,
beftools, u plink. Jnst aHamM3a WACHTHYHBIX O TPOUCXOXK-
JIEHUIO OJTIOKOB CIEIUICHUS MPUMEHsUH aaroputM Refined
IBD (Browning B.L., Browning S.R., 2013), moka3sBatormit
OoJiee TOUHBIC PE3YJBTATHI IO CPABHEHHMIO C BCTPOCHHBIMHU
B plink anropurmamu. IlpeaBapuTenbHO I€HOTHITBI OBLITH
(ha3upoBaHbI ¢ UCIIOIB30BAHUEM MPOTPAMMHOIO odecreye-
nust Beagle 5.1 (Browning S.R., Browning B.L., 2007). {ns
CPaBHEHUS MOMYNIANNN OBUIN MOJIYYEHBI CyMMBI CPEIHHUX
JUIMH UACHTUYHBIX 110 TIPOMCXOXK/ICHNIO OIOKOB (CETMEHTOB
IBD — identical by descent) — Mex 1y napamMn HHAWBUJIOB.

Structure and origin of Tuvan gene pool according
to autosome SNP and Y-chromosome haplogroups

st u3ydeHus cocraBa U CTPYKTYpPbI FaluIOrpymm Y-Xpo-
MOCOMBI B MCCJIEJOBAHUE OBUIM BKIIOYEHBI JIBE CHCTEMBI
TEHETHIECKHUX MAapKEPOB: TNAJUICIIbHBIX JTJOKYCOB, IPE/ICTAB-
neHHbIX SNP, 1 monuansienbHbIX BEICOKOBAPHAOEIBHBIX MH-
kpocaremmutoB (YSTR). C nomomsio 156 SNP-mapkepos
OTIPEAEISITH TPUHAUIS)KHOCTh 00pa31oB K pa3iINyHbIM rarl-
norpynnam. Kiaccudukanus rariorpyni npuseieHa B co-
OTBETCTBHHM C JTaHHBIMH MeXTyHapOIHOTO OOIIECTBA TeHe-
THYECKOH TeHeanornu (cadT www.isogg.org). Ananm3 STR-
TaIuIOTUIIOB BHYTPH TAIUIOTPYIIT OCYIIECTBIISUIA C HCIIONb-
3oBanueM 44 STR-mapkepoB HEepeKOMOMHUPYIOLIEH YacTH
Y-xpomocomsr (DYS19, 385a, 385b, 388, 3891, 3891I, 390,
391, 392, 393, 426, 434, 435, 436, 437, 438, 439, 442, 444,
445, 448, 449, 456, 458, 460, 461, 481, 504, 505, 518, 525,
531, 533, 537, 552, 570, 576, 635, 643, YCAIlla, YCAIIb,
GATA H4.1, Y-GATA-A10, GGAAT1B07).

STR-Mapkepsl T€HOTUIIHPOBAINA HOCPEICTBOM KaITUILIISP-
HOTO 3eKTpodope3a Ha TeHeTHYeCKoM aHaim3arope ABI
Prism 3730. I'enotunupoBanue SNP-mapkepoB mpoBOIMIH
C TIOMOIUIBIO MOJIMMEPA3HOM LIEMHOW peaklK U MOCIeyI0-
mero aHanmmsa ¢pparmentoB JJHK ¢ mcmons3oBannem momm-
MopdH3Ma JUIMH PECTPUKIHMOHHBIX (PPaArMeHTOB METOIOM
renb-aIeKTpodopesa. IKCIEPUMEHTAIBHBIE HCCIICTOBAHUS
ocymecTBiIeHbl Ha 0a3e LleHTpa KONJIEKTUBHOTO TOJIb30Ba-
HUSI Hay4YHO-HCCIIE/IOBAaTENLCKUM 000pynoBanueM «Menu-
nuHckas reHomukay (HUU meaunuuckoit renetnkn Tom-
cxoro HUMII). [TocTpoenne MeanaHHBIX CeTel TarIOTHIIOB
Y-XpOMOCOMBI BBITIOJHSUIM C MCIIONB30BAHNEM IIPOrPaM-
mbl Network v10.2.0.0 (Fluxus Technology Ltd; www.fluxus-
engineering.com) 1o MeToay MeJHaHHbIX ceTell bannensra
(Bandelt, 1999). Onenky Bo3pacrta reHepainuu HaOIrIaeMo-
TO pa3HOO00pa3us TaIUIOTUIIOB B TAIUIOTPYIIIAX MPOBOIUIN
metonoM ASD (Zhivotovsky, 2004) Ha 0OCHOBaHHH CPETHIX
KBaJ[paTUYHBIX OTIAMYHMH B YHCIIE TIOBTOPOB MEX.IY BCEMH
MapKepamu.

PesynbraTbl n 06CyxaeHune
I'enorumuposanue 6ompinoro MmaccuBa SNP 1103BoJIsIET OUeHB
JIETaJbHO M3yYUTh MATTEPHBI TalIOTHIIMYECKOTO Pa3HO00-
pasusi, MapKUpYIOLINe pa3InyHble cyOCTpaTHBIE U CyIIep-
CTpaTHbIE IUIACThI TeHO(OHIA TTOMYJIISIIN, CTENeHb METHCa-
Iyu ¢ MPUIIIBIM HACCJICHUEM Ha pas3IMYHbIX YPOBHAX — OT
WHAWBUIAYAJIBHOTO 10 POAOBOIO M 3THUYECKOI'O, IPOBECTU
JIETaIbHBIN aHAIN3 JeMorpapuIecKod HCTOPUN PA3TUIHBIX
MOMYJSIUN ¥ TIPOaHAIM3UPOBATh MOJEKYJSIpHO-(rtorene-
THYECKYIO U (HIIoreorpaguecKyio CTpyKTypy TaluiorpyIin
Y-XpOMOCOMBI. DTO Ja€T BO3MOYKHOCTb TOYHEE PEKOHCTPYH-
pOBarh reHETHKO-JIeMOrpaUuecKrue COOBITHUS, IIPOU3OIIE-
1mye B mponuioM. [IpuMeHeHne coBpeMeHHbIX OrnonHpopma-
IIHOHHBIX TIOIXOI0B Ha MHUPOKOM MaccuBe SNP n netansHOM
(pMITOTEeHNN YHUPOIUTENBCKUX JHMHUN MO3BOJIIET TOYHEE
PEKOHCTPYHPOBaTh (POPMUPOBAHHE TCHO(OH 1A TYBUHIIEB.
[Tocie 00paboOTKM TaHHBIX MO PE3yJIbTaTaM MUKPOYHIIOBO-
TO UCCIIEAOBAHUS ISl GUIBTPALMH TPOr€HOTUITHPOBAHHBIX
00pa3IloB U BBIMOJIHCHUS NaIbHEHIINX PACUCTOB CHaJaa
OBUI TIPOBE/IEH MOUCK METHCOB CPEAN TYBHHIIEB C MCIOJIb-
3oBarneM TporpaMmMbel NGSadmix. Metox NGSadmix npu
3amycke Ha c()OPMUPOBAHHOM HaMH MAacCHBE JIAHHBIX ITOKa-
3aJ1, 9YTO BCE MPOTCHOTHITNPOBAHHBIE 00PA3Ibl TYBUHIIEB HE
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HUMCIOT METHUCALIU, YTO IMOJHOCTHIO COOTBETCTBYET JaHHBIM
ankerupoBanus JIHK-noHopoB. IlonyyeHHsle JaHHbIE O Ya-
crorax SNP B nccreoBaHHBIX MOIYIISIIHOHHBIX BEIOOPKAX
OBLIH UCIIOJIB30BaHbI JJIA BBIICHCHHUA TCHECTUYCCKHUX B3aUMO-
OTHOILECHUI MEKTY Pa3IMUHBIMU 3THOCAMHU. J{JIs TOHMKEHUST
Pa3MEpHOCTH U BBISBICHUS TeHETHYECKUX KOMITOHECHTOB OB
npumeneH anroputm ADMIXTURE.

KoMnoHeHTHbI cocTaB reHopoHAa TYBUHLIEB

Jlyisl BBISIBIICHUSI MHIUBUIYaJIbHBIX T€HETHYECKHX KOMIIO-
HEHTOB B TeHO(OH/IE N3yYaeMbIX NOMYIISAIMI UCIOIb30BaHa
nporpamma ADMIXTURE, no3Bosstromasi 00HapyXUBaTh
CMEIIaHHOCTh COCTaBa Habopa MHAMBUIOB Ha OCHOBE JaH-
HBIX O TCHOTHUIIAX U TEM CaMbIM CTPOUTH MPEIION0KEHHS O
MIPOUCXOKACHUH TIOMYJISIIUK. MO/IeIMpOBaHKEe C IIOMOIIBIO
ADMIXTURE B nocnennee BpeMs SBISETCS OJHUM M3 OC-
HOBHBIX METO/IOB aHAJM3a TPH UCCIEAOBAHUY T€HO(DOHIOB
COBPEMEHHBIX M JIPEBHUX IOMYJSIHUN YEIOBEKa, TO3BOIIS
AQHAJIM3MPOBATh OJTHU U T€ )K€ JaHHbIE HAa Pa3HBIX HepapXu-
YECKHUX YPOBHSIX.

TyBUHIBI, IO CPAaBHEHUIO ¢ OOJIBIIMHCTBOM CHOMPCKHX
MOMYJISIIUN, AEMOHCTPUPYIOT O4YEHb Pa3HOOOPa3HbIil COCTaB
TeHETUIECKNX KOMINOHEeHTOB. Hanbonee oTueinBoO nx pac-
npenenenue npossiudercs npu K = 12. Tlpaktudecku ans
BCEX CHOMPCKUX MOMYJISIIMU TT0Ka3aHO MOJIHOE JOMUHHPO-
BaHHE OJHOTO T€HETHYECKOr0 KOMIIOHEHTA, XapaKTepHOTO
JUISL OT/IEIBHBIX BBIOOPOK MIIM OJIM3KOPOACTBEHHBIX JPYT
JIpyTy KOpeHHBIX HapozoB. KpoMme TyBHHIEB, 1OCTaTOYHO
TeTepOreHHBII KOMIIOHEHTHBI COCTaB OOHApY)KEH y XaKa-
coB-kaunHIEB. CHEKTp TeHEeTHYECKUX KOMITIOHEHTOB Y Ka-
YUHIEB NMPAKTUYECKU MOJHOCTHIO COBMAJAET C TYBUHCKHM,
HO OTIMYAETCSI [0 UX COOTHOIICHHIO.

Auraiicknii koMnoHeHT. C MaKCUManbHOH 4acTOTON y
TyBUHLEB (53 %) mpencTaBlieH TeHeTUYECKUI KOMIIOHEHT,
JOMHMHHUPYIOMNH y F0XKHBIX antaiiies (10 90 %). C ygetom
TOTO YTO aHAJIM3HMpyeMasl BHIOOPKA TYBHHIIEB IPECTABIIS-
eT caMblil 3amajHbli pailoH, rpaHuyaiuii ¢ PecryOnukoit
Topabrit Anrai, 3T0 BriomHe 3aKoHOMepHO. C TOCTaTOYHON
YacTOTOH OH NPEACTABIIEH Y POACTBEHHBIX FOXKHBIM alTalIiaMm
kupru3oB (9.8 %) u xaxacoB-kauuHIEeB (7.6 %). Bepostho,
3TOT TEHETHYECKUH KOMIIOHEHT CBS3aH C BIMSIHUEM HOCH-
TeJIeH TIOPKCKUX SI3BIKOB Ha (DOPMUPOBAHUE COBPEMEHHBIX
IOXKHOCHOUPCKUX HapooB. PaHee OJIM30CTh anTaillieB u
TYBHUHIIEB OblIa TMOKa3aHa MpPHU aHAIW3€ YacTOT ajuleneit
rena ZFX (Xutpunckas u zap., 2010), X-cuerennsix STR-
MapkepoB (BaraituieBa u ap., 2014), ¢pepMeHTOB U OEIKOB
kpoBH (CriiisH 1 Ap., 1984), 9acToT rpynm KpOBH CHCTEMBI
ABO u o nx anrpononorndecknm napamerpam (bornanosa,
1978a, 6; Anekcees, 1984; Anekceera, 1984).

BocTounocudupckuii KoMnoHeHT. BropsiM mo gactote
y TYBHHIIEB SIBJISIETCSI BOCTOYHOCHOUPCKUIT TeHETHYECKNH
KoMITOHEHT (21 %), nomuHUpyoumi y skyToB (94 %), 3BeH-
koB m3 SkyTtun (93 %) u 3abaiixanbs (62 %). 9T0 cOOTBET-
CTBYET JINHI'BUCTHYECKUM JAHHBIM O FO)KHOCHOMPCKOM TIPOHC-
XOKJICHUH TIPEJIKOB COBPEMEHHBIX SIKYTOB. Y OypsITOB OH CO-
crasinsieT 30 %, y kaunHIEeB — 12 %, 10)KHBIX anTaiines —4 %.
Pacripenenenye 5TOro reHeTHIeCKOro KOMITOHEHTA COTIACyeT-
cs ¢ kimaccudukaimeit pacoBbix THIIOB. TyBUHIIBI, TOdaTaPHI,
SKYTBI ¥ I0JITaHbI — HOCUTEJN YePT CEBEPOa3NaTCKON Maoi
packl — OTHOTO W3 TO/PA3/ICICHIUH KOHTHHCHTAIEHON BETBU
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CTpyKTypa 1 nponcxoxaeHvie reHodoHaa TyBUHLEB
no AaHHbIM ayTOCOMHbIX SNP 1 rannorpynn Y-xpomocombl

60b1110i1 MOHTOJIOMTHOH packl. B cocTaBe ceBepoaznaTcKux
MOHTOJIONIOB BBIACISAIOT JIBa YMEPEHHO Pa3IHYAIONTUXCS
THUIa — OaliKaIbCKNUH 1M IIeHTpasibHOa3uaTckuid. [1epBeIit THI
XapakTepeH MPekie BCEro /Ui TYHI'yCO-MaHbWKYPCKUX Ha-
POIOB, BTOPOI — IS TIOPKCKUX M MOHTONBCKUX (Tropkckue
Haponsl Bocrounoit Cubupwu, 2008).

Bocroynoa3uarckuii komnoHeHT. Ha TperbeM Mecre y
TyBuHIEB (11 %) HAXOANTCSI KOMITOHEHT, TOMHUHUPYIOMINHN y
nyrraH (91 %), OypsaToB (63 %) u kanmmbIkoB (54 %). Hanbo-
Jiee yeTKo oH nposiBisiercs pu K= 12. OH coctapmsier 6osee
3HAYATENBHYIO TOTI0 Y Kupru3oB (49 %), kazaxoB (46 %),
y30exoB (43 %), xakacoB-kauuHIIEB (41 %) ¥ TOMCKHUX TaTap
(24 %) n 1oxHbBIX anTaiies (4 %). IMEHHO 3TOT reHeTHUECKHH
KOMIIOHEHT OTpa’kaeT BKJIaJ B TeHo(oH T Hacenenus KOxHoH
Cubupn Hanbosee MO3IHUX I'PYII HEPECEICHIEB C TepPH-
topun Monronuu. IlouTu Bce OCTalIbHBIE UCCIIEJOBAHHbBIE
nomyssiiny Cubnpn u JlansHero BocToka — SKyTHI, IIOPIIEL,
XaKachl-CaraiIibl ¥ 9yJIBIMIIBI — IEMOHCTPUPYIOT MPaKTHYECCKU
MIOJTHOE OTCYTCTBHE ITOT0 KOMITOHEHTa. He oOHapy»eH oH 'y
9BEHKOB, XaHTOB, KETOB, UYyJBIMIIEB, YYKIEH, KOPSKOB M HHB-
xoB. OO0Imast KapTHHA PACHPEICIICHAS] TOTO0 TeHETHYECKOTO
KOMIIOHEHTa XOPOILO COINIACYeTCsl ¢ aHTPOMOJIOTHYEeCKUMU
1 ATHOTPaUICCKUMH JAaHHBIMH O BIFSTHUA MOHTOJBCKON
9KCTIAaHCHH HA STHOTCHE3 UCCIIEAOBAHHBIX ATHOCOB.

Enunceiickuii komnonent. HauGosnp1as 1ois 3Toro Kom-
MOHEHTA XapaKTepHa IS 4yJIBIMCKHX TIOPKOB (94 %) 1 keToB
(65 %). YV keToB ero Ioist HIDKE M0 MPUYNHE METHCALUU U
BoisiBIIcHHsT MeTooM NGSAdmix HeaBHEH eBpOICOHIHON
MIPUMECH Y MHOTHX 00pa3IoB. Y TYBHHIIEB €TO YacTOTa CO-
craBisieT 6.9 %, a 'y kaunHues — 20 %. [lomydeHHsle pe3ynb-
TaThl COYETAIOTCS C JTAHHBIMH ATHOJIOTHH, AaHTPOIOIOTUU U
JUHTBUCTHUKH O BKJIA/Ie EHUCEHCKOTO KOMITOHEHTA B (hOpMH-
pOBaHUE Pa3INIHBIX Hapo1oB Antae-CasH 1 HCTOPUYECKIMHU
apeajaMy €HUCEUCKUX S3bIKOB.

JdanbHeBocTOUHBIN KOMMOHEHT. [locneanuii reneTu-
YeCKHd KOMITOHEHT Y TYBHHIIEB, ITPEACTABICHHBIN C I0CTO-
BEPHOI1 yacToToit (4.9 %), npeobnanaet y HUBXOB (96 %) u
ymareitnes (56 %). C HeOobII0I YaCTOTOM OH IPUCYTCTBYET
y 3abaiikabckux 9BeHKOB (11 %), OypsiToB (10 %), KanMbIKOB
(8 %) u mynra (6 %). BeposiTHO, €ro PUCYTCTBHE OTPaXKAET
BKJIa/T TAKHBIX MOHTOJIONIOB, PACCEISBIINXCS B IPEBHOCTH
B 3aI1aJiHOM HanpasieHnH n3 [IpuMopss n 3abaiikanbsi.

MOXKHO IPEeIIOJIOKUTh, YTO B TEHO(OH/IE TYBHHIIEB MOXKET
OBITh M CAMOIMICKHUI KOMITOHEHT, OTHAKO IS €TO OIpere-
JIeHUs! TpeOyeTCs aHAIN3 MOMYJISIIIMOHHBIX IPYIIT, B KOTOPBIX
OH JIOMHHHUpYET (HEHIIEB, SHIIEB, HTAHACAH U CEJIbKYTIOB).

HNneHTHYHbIE MO MPOUCXOKIEHUIO OJOKH CLENJIeHHs.
B pesynbrare ononHdpopMaTHueckolr 00pabOTKH JTaHHBIX
TeHOTHUITMPOBAHHUSI BBICOKOTUIOTHBIX OMOUYHUIIOB PAa3IMUHBIX
CHOMPCKUX MOMYISIIHA TPOBECH aHAJIN3 COBIAICHUS OOIIIIX
o mpoucxoxaenuto pparmentoB JJHK mexay momymsiusamu
W OTJEIbHBIMU HHANBUAaMH. CErMeHTOM, UMEIOIINM HICH-
TUYHBIE HYKIIEOTHIHBIE TIOCIE0BATENBHOCTH, sABIsieTcsa IBD
y IByX MM O0JI€€ JINLI, €CIIM OHH YHACIIEIO0BAIHN €0 OT 00IIero
npezka 6e3 peKOMOMHAIIHH, T. €. Y ITHX JIFOJICH CErMEHT UMEET
obmiee mpoucxoxaenue. Oxxnumgaemas uHa cermenTta [BD
3aBUCHT OT KOJIMYECTBA MOKOJICHUH C MOMEHTa CYIIECTBO-
BaHU MocieaHero oodmero npenka. OgHO U3 MpUMEHEHUH
aHaJIN3a OOIIUX TI0 TPOUCXOKICHUIO yIaCTKOB T€HOMA — KO-
JIMYECTBEHHAS OIICHKA CTEIIEHH POJICTBA MEK/Ty MHIUBU/IAMH,
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YTO TAKXKE MOYKET IOTIOJIHUTH HH(POPMAIIHIO O TeHETHYECKUX
cBa3ax nomyssiimid (Gusev et al., 2011).

OO0pa31bl N3 BEIOOPKH TYBUHIIEB MTOKa3alll MAKCHMAlIbHOE
cosmajenue o IBD-6mokam mexy coboii (10.07 %), nanee
¢ BBIOOpKOH FOKHBIX antaiteB (1.62 %), serxoB (0.81 %),
axkyToB (0.77 %), uynemmMueB (0.70 %), xakacoB-caraiien
(0.66 %), xaxacos-kauunies (0.64 %), oypsros (0.58 %),
kaMbIKoB (0.57 %), ymoreiines (0.39 %) u xanToB (0.38 %).
Crenenb coBmageHus [BD-010K0B MeXay TYBHHIIAMH U
JIPYTHMU MOIMYJISIIHOHHBIMU BBIOOPKaMH COIJIACYETCS C pe-
synpraramu nporpaMmmsl ADMIXTURE no pacnpenenenuto
B 9THX NOMYJISIIMSX YACTOT aJjIeield ¥ 0OIINX TeHETHYECKUX
KoMIToHeHTOB. Taroke ObUT paccuuTan KodpPUIUESHT HHOPHU-
nuara (FROH) 1yt Bcex MHANBHIOB TTO OJJOKaM TOMO3HUTOT-
Hoct (ROH). ¥V TyBuHnEes ero 3nauenne (0.0151) HamHOTO
Huxe, yeM y uynsiMues (0.0292), kazsimckux (0.0280) u
pycckuHCcKX XaHTOB (0.0266), ketoB (0.0259) u xakacos-ca-
raiiieB U3 npearopHoro Tamrelnckoro paiona. [Ipakrnuecku
paBHBI TyBHHIAM 10 3Ha4eHHI0 FROH BBIOOpKH HOXKHBIX
anraiines (0.0168) u xakcos-kaunnIes LlnpuHCckoro paitona
(0.0146). D10 cBUaETENBbCTBYET 00 OTCYTCTBHM 3HAUUMOM
posu UHOpUAMHra B (OPMUPOBAHUU TeHO(POH/Ia COBPEMEH-
HBIX TOMYJISIIAIN TyBUHIIEB.

Fannorpynnbl Y-XpoMocombl

J1st OCHOBHBIX 10 9aCTOTE a3MaTCKUX I10 TPOHCXOMKICHHUIO
rarmiorpynn Y-XpoMOCOMBI Y TYBHHIIEB OBUIM ITPOTECHOTH-
[TMPOBAHbI JOIOIHHUTENIBbHBIE TepMUHaIbHbIe SNP, KoTOopbIe
TMIO3BOJIMIJIM TOYHEE Pa3enuTh 00pa3Lbl Ha OTIEIbHBIC CIICIIN-
(bmunble cyOnmHuH. YacTOTHI BCTPEYaeMOCTH YKa3aHbI TOIBKO
Julst HUX (CM. Tabmuity ). YacToThl APYTUX JOCTATOYHO PEIAKHX
TaIuIOrpyIIII, IPEACTABICHHBIX OTACIBHBIMU 00pa3aMH, OIH-
caHHBIE B Oosiee paHHei crarbe (XapbKoB u j1p., 2013), 3nech

YacToTa BCTPEYaAEMOCTA
OCHOBHbIX raruiorpynn Y-XpOMOCOMbI Yy TyBUHLEB

lannorpynna

Structure and origin of Tuvan gene pool according
to autosome SNP and Y-chromosome haplogroups

HE TPUBOJIAITCA, TaK KaK Uil HUX HE OTOMPAJIUCh JIOTIOJIHHU-
tenpHbIe SNP.

CamMmolii yacTol ranaorpynmnoi Y-XxpoMoCOMBI y TyBHHIIEB
sBrssercss N1a2b1-B169, cocrtasisirornast B 00I[eM MacCHBe
00pa3ioB myxunH 24 %. OHa pa3jencHa Ha Tpu CyOIuHNN,
ommyaromuecs mo repMuHanbHeIM SNP u kiactepam ra-
1oTumnoB. C MakCUMaJIbHON YacTOTOM Y TyBHHIIEB BBISBICH
ee BapuanT N1a2blb2bl (B178, PF3415, Z35147, Z35149,
735152). Kpome TyBHHIIEB, K HEMY OTHOCATCS J1Ba 00pasia
10KHBIX anTaines. [To qarnabiM caiita Y Full, aTa muHus Takke
o0OHapy’keHa y OTHOTO MY>KUMHbI 13 Kuprusuu u nsyx — u3
Kutas. ["aruoTus! 3Toi TMHAN UMEIOT 3Be371000pa3Hyo (u-
JIOT€HHIO, CBUJIETEIBCTBYIOLIYIO O CHIILHOM () (eKTe OCHO-
Barens (puc. 1).

Bospact stoit muHuu y TyBuHIEB no YSTR cocrasnser
1442 rona (SD = 368 ner). [IpucyrcTBue ee y anraiiies,
KHPru30B 1 kuteneit Kutast B BUe eqUHUYHBIX 00pas3IioB,
BO3MOXKHO, CBSI3aHO C BXOXK/ICHHEM B MIX COCTaB OTICIBHBIX
MY’KUHH, IMEIOLINX TYBUHCKOE TPOUCXOKICHHUE. DTa JTHHUS
y TYBUHIIEB OIIPEAEISACT AJIsl HUX OO FeHeTUIECKU Cy0-
CTpar, KOTOPBIH CBsI3aH C HACIEANEM CaMOIUICKOTO Hacere-
Hust repputopun FOxuoi Cubupu. IlpucyTcTBre y TyBHHIIEB,
XaKacoB M IIOPIIEB PA3HBIX 3THOCHEHU(PUUIHBIX BAPHAHTOB
rarutorpymisl N1a2bl cBumeTenbeTByeT 0 3HAYNTEIBHON Ie-
HETHUYECKOU AU PepeHInainy MeXay HOUMH. DTO MOTBEPK-
JTa€T OTCYTCTBHE MUTPALIMf HOCUTENEHN TaHHOM IalIorpyIIIbl
1 oOMeHa reHaMH Ha MPOTSDKEHWH MOCIIETHUX HECKOIBKHX
corteH jeT. OCHOBHBIM (DAaKTOPOM €€ PaclpoCTpaHEeHUsl Ha
Tepputopun ThIBBI ObUTH TeHETHYIECKAS U30JISAIHS MECTHBIX
CaMOJMICKUX I'PYIIT 1 MHTCHCUBHOE YBEIMUCHNE YHCICHHO-
CTH UX HONyJ UK. YeTbipe 00pa3ia TyBHHIIEB IPUHAIIEKAT
K OYEHB peiKkoi mapayuiensHoi muann Nla2blb2al~ (B228,
735125, 7235127, Z35128). Panee oHa Oblta oOHapyxeHa y
mouroioB (Ilumée et al., 2016). K Tpetbeii TyBUHCKOH CYyO-
mmann (xB175, Z35117, Z35118) otHOCsTCs 10 00pasmos.

lamumorpynma Nlal (19 %) — Bropas mo wacrore y Ty-
BUHIICB, pa3/eiisieTcsl Ha TpH BeTBU. B cymMMapHOii BEIOOpKE
ee gacTtora ycrynaer Nla2bl Bcero Ha 5 %, oxBarbIBast Ha
3anage TeiBbl 4yTh MeHee 30 % oOpasios. Ilepsas muHu,
Nlala2~ (B187 xB449), B o01ieii BEIOOpKE TYBUHLIEB UMEET
yactoty 6.4 %. B BocTOuHBIX paiioHax, TO[KMHHCKOM U
Tepe-XonbckoM, 3Ta ramjaorpymnmna He HaiijeHa. JlaHHbIi Ba-
PHAaHT SIBJISICTCS OY€Hb ATHOCIICIIM(UYHBIM U HE OOHAPYKEH
B APYTHX MOMynsiusix. [lapaniensHas el cecTpruHCKast IMHUS
(Nlala2~ B499) c OTHOCHTEIFHO HEJABHUM PACXOKICHHEM
C TYBHHCKOH Takke XapakTepHa JUIs XaKacOB-carailes U
mopies. OHa TOMHHUPYET TI0 4aCTOTE B XaKACCKHX CEOKaX
XBbIi ¥ XOOBIH. Y HIOPIIEB K 3TOM TaIIOrpyIIie OTHOCSATCS BCE
MY’ KYMHBI CEOKOB Kbl 1 K0OBbIi (XapbkoB, 2020). Ha mennan-
HBIX CETSIX TaluIOTUIIBI 3TUX JIMHUK y TYBHHIIEB, XaKacoB U
mopres GOPMHUPYIOT TPH KJIACTEPa, HE MEPECEKAIOIINXCS C
TYBHHIIAMH, 332 UCKJIFOUCHUEM OJTHOTO oOpasiia (puc. 2).

IIpu sTOM ramiaoTuibl XakacoB-carailes TamThIIICKOTO
paiiona, rpanuyamniero c¢ lllopuelt, oueHp OIM3KH K mIOpHam
1 IEMOHCTPUPYIOT CHIIbHBIN HelaBHUN 3((eKT OCHOBATEIIS.
OOmmii Bo3pacT KacTepa rarioOTHIIOB TYBHHIIEB COCTABIIT
1863 roma (SD = 294 rona). D10 OKa3kIBACT JaBHEE pasfc-
JICHHE HTUX JIMHUN MEX Ay TYBHHLIAMH, XaKaCaMH U IIOpIIaMU
U JIOCTaTOYHO CHIIbHBIE 3(()EKThI OCHOBATEIIS IS OTIEIBHBIX
CCOKOB XaKacoB U IIopueB. JlaHHas CyONMHHS NMEET OUYEHb
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Puc. 3. MegunaHHas cetb YSTR-rannotunos rannorpynnsl Q1b1a3b1a~ -B30 y TyB/HLEB U 10>KHbIX anTainLes.

OrpaHHYEHHBIN Teorpaduueckuii apean. Ckopee BCero, HeXo-
HBIM MECTOM €€ pacipocTpaneHus Obiia Tepputopus ThIBbI,
OTKyZa oHa nepemectuiachk B [opuyto llloputo u 3arem B
Xakacuro. OHa O4€Hb PaHO OTAENNUIACH OT OCHOBHOTI'O CTBOJA
Nlal u, kak 1 MHOTHE JIpyTHe peikue Y-XpOMOCOMHBIE INHUH,
COXpaHMJIACh C JOCTATOYHO BEICOKOM 4aCTOTOM JIUIIIB B OTHO-
CHUTEJIEHO M30JIMPOBAHHBIX TOPHBIX momyisinusx. Ee otnerne-
HHUE OT OCHOBHOTO cTBoJIa rarorpymnmsl Nlala npousonuio
npumepro 10700 ner Hazax (manubIe ¢ caiita YFull). B ey
e MOMyYJISIIIMOHHOH CrIenn(pUIHOCTH ¥ H30JIMPOBAHHOCTH He-
OJTHO3HAYHA CBA3b ITOT0 BApPHAHTA C CAMOIUIICKUM, YTOPCKUM
WJIN JIPyTUMU TeHETHYECKUMHU KOMIIOHEHTaMU.

Bropas cyonunus Nlala y tyBunneB — Nlalalala3a2
(B219 xB199). Ona npexncraBieHa Bo Bcex pailOHaX U UMEET
gactoTy 11.9 %. K Heii oTHOCSITCS M TpH 00pasia anTaines.
YV xakacoB, IOPIIEB 1 YyJIBIMIICB OHA He 0OHapyskeHa. binsz-
kopoxcTBeHHas el muuust Nlalalala3a2c2-B199 nomunnpy-
€T Yy BOCTOUHBIX OypsITOB U C IOCTATOYHO BHICOKOM 4acTOTOM
MIpe/ICTaBIICHA Y 3anaHbIX OypsToB. [losBIeHNE STUX THHUI
CBSI3aHO ¢ pacceneHueM B TobiBe, bBypartun u Ha AnTae MOH-
TOJILCKUX 3THUYECKUX Tpymn. BospacT naHHON aMHUM 1O
rarutotunam y TyBuHIies coctasui 1500 ner (SD =304 rona).
Pacnipocrpanenue 3ol Y-XpOMOCOMHOM JINHUY IIPOUCXOUIIO
HEMHOTO TIO3XE, YeM HOCUTEIEH TyBHHCKO-IIIOPCKO-XaKac-
ckoii BetBu Nlala2~.

Bcero nBa 00pasna TyBUHIIEB-TO/KHHIIEB IIPHHAIIEKAT K
oueHb penkoii muauKM Nlalala (L708, L839 xL.392). Ilo ra-
IUIOTUITaM OHA OUE€Hb OJIM3Ka K SIKYTCKO-3BEHKHICKOH rario-
rpynne Nlalalala4alal, Ho He MyTaHTHA IO €€ TEPMHUHATb-
HbiM SNP (M1979, M1984, M1988, M1991). [IpucyrcTBue
3TOTO BapHaHTa Y-XPOMOCOMBI y TOPKHHIIEB COINIACYETCS C
pacrpesielleHIeM BOCTOYHOCHONPCKOTO TeHETHYECKOTO KOM-
MOHEeHTa U coBnajeHus no IBD-05okam ¢ sikyTamMu U 3BEH-
kamu. K maHHO# THHAN Tak)Ke OTHOCATCS M 9eTHIpe 00pasna
MYKYHMH XaKacOB-carailieB n3 ACKH3CKOTo paioHa ¢ rario-
TUNIAMH, OJTU3KUMH K TYBUHCKHUM.

larmorpynma Q1bla3bla~(B30/YP1691, YP1693, YP1694)
3aHuUMaeT 13 % B o01Ieit BRIOOpKE TyBHHIICB. MakcHManbHas
€e 4acToTa IMPUXOAUTCS Ha BOCTOUHBIE BBIOOPKHU TOXK/HHIICB
u TyBHHIIEB Tepe-Xonbckoro koxyyHa (25 %). K a1oit muaun
MIPUHAJICKAT U YeThIpe 00pasia I0KHbIX aiTaiies (puc. 3).

['pasimenT yObIBaHUS ITOM TaIIOrPYNIIBI C BOCTOKA Ha 3a-
a1 ObUT TOKa3aH Ha TePPUTOPUH THIBHI U paHee (XapbKoB U
Ip., 2013; Jamb6a u ap., 20186; ArmxostH u np., 2021). Hau-
Oouibnast UIst TyBHHIIEB yacTora rarwtorpymmsl Q1lbla3dbla~
B Tomke, BUIUMO, SIBIISIETCS CIIEACTBHEM UX OTHOCHTEIILHOM
TeHETHYECKON M30JMPOBAHHOCTH M COXPaHEHUs OOJbIIei
JIOJIM MECTHOTO aBTOXTOHHOTO €HUCEICKOTO TeHeTHYEeCKOro
KOMITOHEHTa. Bo3pacT 3Toii TMHNY 110 TaIIOTHIIAM Y TyBHH-
eB cocraBmit 2187 ner (SD =446 net). Yactora pactipocrpa-
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HeHus ramwtorpynmbsl Qlbla3bla~ u ee pOICTBCHHBIX JTUHHUN
Qlbla3bla2-B33 u Qlbla3b4-B31 B momyasiusx KOpeH-
HBIX HapoaoB FOxHoi u 3amagHoit CuOUpH oTpakaeT BKIAT
B UX TeHO(OH/IbI JOCTATOYHO APEBHUX MO MPOUCXOKIACHHIO
MECTHBIX a0OpUTEHHBIX TPYII HACEICHUS, OTHOCSIIUXCS K
CHHCEHCKOH S3BIKOBOM ceMbe. AHaIN3 Y-XpPOMOCOMHBIX Cy0-
muanid Q1bla3b nokaspIBaeT, YTO MCXOIHBIN IICHTP MPOUC-
XOXKICHHUS W PACCENICHHUS €€ HOCHUTEIeH — TepPUTOPHUS CO-
BpeMeHHO! ThIBBI.

YV OTAeNbHBIX NOIYJISALUHI C JOJEH MOHIOJIBCKOIO FE€HETU-
YECKOT0 KOMIIOHEHTA TPEICTABICHBI OTINYAIONINECS TaTlIo-
TPYIIBI U CyONMHNM, TTPOUCXOXK/ICHHE KOTOPBIX CBSA3aHO C
pacceneHleM pa3IMyHbIX STHHYECKUX TPYII, U Pa3e/ICHHbIE
0 BPEMEHU MUTPALMOHHBIMA COOBITHSMH. Y TYBUHIIEB pe-
3yJABTaTOM MOHTOJILCKOTO BKJana, momumo Nlalalala3a2,
SIBJSIFOTCsL rarutorpymsl kiax C2bl, O2 u O3. Bee onn oueHb
ONMM3KK BapHaHTaM, MPEACTABICHHBIM C BBICOKOH 4acTOTON
Yy MOHTOJIOB, OypsiToB 1 KanmbIkoB. omst C2ble (M504) u
C2blalalal (F3850) makcumaiibHa B FOrO-BOCTOYHOH BbI-
6opxe (15 %). Jlmaus C2blalalal (F3850) naiinena Tompko
B IOKHBIX 1 IOTO-BOCTOYHBIX paiioHax. bosiee wyacTas auHus
C2blbl (M77) nokasbiBaeT KIMHAIBHOE YObIBAHHE YaCTOT C
IOT0-BOCTOKA Ha 3amaj. DTO XapaKTepPHO M JUISA TaruIorpyTII
02 u O3. B reHo(hoH/IE TTIPAKTHYECKU BCEX HUCCIICTOBAHHBIX
MOMYJISILIUIA, Y KOTOPBIX HEe 0OHAPYKUBAETCSl MOHTOJIbCKHIA re-
HETUYECKUI KOMIIOHEHT, 10 ayToCOMHBIM SNP oTCyTCTBYIOT M
YKa3aHHBIC TaluIOrPyIITbl Y-XPOMOCOMBI. DHIIOreHeTHUEeCKUI
aHaM3 Y-XPOMOCOMHBIX CYOJIMHHHI M rarIOTUITOB [TOKa3bIBa-
€T, YTO IIEHTP MPOUCXOXKACHIS U PACCETICHUS HOCUTENIEH MOH-
TOJIBCKOTO KOMIIOHEHTA — Tepputopus LienTpansHoi Asum.

YKkazaHHBIE TaIUIOTPYIIIIBI Y TYBUHIIEB SIBJISIOTCS HACIIe U~
€M TeHETHYECKOTO BKJIaJ1a TIO3HUX MOHTOJIOUIHBIX MUTPaH-
TOB, OTpaXkast BKJIQI XYHHCKUX M MOHTOJICKHX IEPECEIeH-
1IeB Ha TeppuTOpuio ThiBbL. Takum 00pa3oM, FreHETHYECKHE
JTAaHHBIE TTOTBEPIKIAIOT, YTO MPOHUKHOBEHNE MOHTOJIBCKUX
KOYEBHHMKOB Ha TEPPUTOPHUIO THIBBI IIUIO C fOra, HOCTEIICHHO
pacnpocTpaHsisich Ha CeBEpHbIE 00JIaCTH, U, COOTBETCTBEHHO,
MOHTOJIN3AINS HaceleHus THIBBI CIITbHEE BCETO OBbIIa BBIpa-
JKeHa MIMEHHO B FOXHBIX paiioHax. JTO COBNAJacT C JIaHHBI-
MU nlasieoaHTponojoruu (Anexkcees, 1984) u antpononaoruu
coBpemenHoro Hacenenus (bormanosa, 1978a). lannabie
JIMHTBUCTHKH, XapaKTEPHU3YOLIHE I0T0-BOCTOUHBIN AUAJICKT
Kak c()OpMHUPOBABIINIICS B pe3yJbTare 3HaYUTEILHOTO BN~
HHUSI MOHTOJIBCKOTO SI3BIKA, TAK)KE MOJTHOCTHIO COBMANAIOT C
MOJYYCHHBIM HaMU PACIPEICICHHEM JTOr0 KOMIIOHCHTa U
94acTOT rarIorpymil.

B cocras ramorpynmnst Rlala (12 %) y TyBUHIIEB BXOAAT
CeMb pa3IMIHbIX JUHUH. [IlecTh My»X41H TyBHHIIEB OTHOCST-
cs k MM R1alalb2a2a (Z22123). K Heli Takke nmpuHaiexar
TpH aNTaia u Ba KUpru3a. Emie maTe TyBUHIIEB OTHOCSTCS K
6mm3koii eif muanm Rlalalb2a2a3blal~ (YP1542, YP1556).
OHa TOMHHHPYET 10 YaCTOTE y F0XKHBIX aJITAlIIEB U TEIEYTOB.
VY 27 tyBunIeB oOHapyxeHa jauHHAA Rlalalb2 (Y43109),
KOTOpast paszesieHa Ha TPU BapUaHTa, OTIIMYAOIIMXCS 110 Ta-
miotunam. K oqHOMy BapuaHTy NpUHAAIeKaT 16 TYBUHIIEB U
5 IOKHBIX QITaNIeB; KO BTOPOMY — YETHIPE TYBUHIIA, XaKachl
M3 CEOKOB TypaH M XBI3bLI Xasi U MOYTH BCE MIOPIBI CEOKOB
TapTKBIH, IIOP-KbI3ail ¥ Kapa-110p; K TPETbeMY — CEMb TYBUH-
IIEB, XaKaChl U3 PA3ITUYHBIX CEOKOB OSITBTHPOB M OUPIOCHHIICB
1 LIOPIIBI CEOKOB Uelieil 1 yeaubep. DTo NOATBEPIKAACT AaH-

2023
2741

CTpyKTypa 1 nponcxoxaeHvie reHodoHaa TyBUHLEB
no AaHHbIM ayTOCOMHbIX SNP 1 rannorpynn Y-xpomocombl

HBIC O TOM, YTO HEKOTOPHIC I'PYIIIbI TYBUHIICB, KOUE€BABIINUC B
MuHyCHHCKON KOTJIOBHHE U IOy IHBIINE TIO3/1HEE HA3BaHNE
«OENBTHIPBI», OBUTH MOIHOCTHIO ACCHMHUITMPOBAHBI MECTHBIMH
TUIEMEHAMH, COCTaBUB OJIMH U3 KOMIIOHEHTOB ()OPMHUPOBAHHS
3THOCA COBPEMEHHBIX XaKacoB.

lamorpynma Rlalalb2el~ (YP1509) y TyBuHIIEB Takxke
pasJiesieHa 10 rarjioTinaM Ha JiBe JMHUH. J{eBsiTh 00pa3ioB
TYBUHIIEB MIEPBOTO BAPHAHTA IO T'AIUIOTUIIAM OYEHb OJIU3KU
K 9TOMY BapHaHTY Y XaKacOB CEOKOB Xapra M IOPIIEB CEOKa
Kapra u yesiel 1 omHoMy TeneyTy. Bocemb 00pasioB npuHai-
JIeXKAT K JIPyroMy CHEIU(pUIHOMY BapHAHTY, PACTIPOCTPAHEH-
HOMY Y TEJICHTUTOB 1 CEBEPHBIX aJITAHIICB.

[Tokazano oueHb 0OJBLIOE Pa3HOOOpA3UE rarIOrPyIIIbI
Rlala y xopennoro Hacemnenusi Anrae-CasHCKOTO perrHoHa.
Paznuunble ee CyOnMHUN pa3AeNmuINCch JOCTAaTOYHO JaBHO U
HE IEMOHCTPHUPYIOT 3B€31000pa3HON (PHIIOTeHHH raruIoTHIIOB,
TTOHMYKEHHOTO pa3HO00pa3ws U cIe0B P PEeKTa OCHOBATEIS.
3TO CBUETENBCTBYET O 3HAUUTEIIBLHOM pazMepe 3(HEeKTHBHOM
YHUCJIICHHOCTHU HOHyJ'IHI_ll/Iﬁ JAPCBHUX €BPOIICOUIO0B U TIOPKOB,
KOTOpBIE MPUBHECIN 3TH KOMIOHEHTHI B TeHO(OH]] COBPEMEH-
HBIX TYBHHIIEB, XaKacoB U IIOpIEB. DPPEKThI OCHOBATEIS
CO 3HAYUTENILHBIM JIeMOrpa)UuecKUM POCTOM OOHAPYIKEHBI
TOJIBKO Y I0KHBIX alTalIeB, KHPTU30B M TEJIECYTOB I10 TaIlio-
rpymme Rlalalb2a2a3blal~. PacnpocTpanenne pa3immaHbIX
0oOHapyKeHHBIX cyOnuHuit rariorpynmsl R1ala va reppuro-
puu TeiBbI, Anrtas, Xakacuu u llopun cBsa3aHo, BeposTHEE
BCETO, C TIOPKAMHU M CHUCEHCKUMHU KBIPTBI3aMH.

W3 npyrux ramiorpynm y TyBUHLEB €JUHUYHBIME 00pa3-
amu mpenctasieHsl eme BoceMs (D, E, 11, 12a, J1, J2a, J2al
n R1b). Cxopee Bcero, nX NpUCYTCTBHE YaCTUYHO CBS3aHO C
HeJlaBHEH MeTHcanueil u Oosee paHHUM PacCelIeHueM Cpell-
HEa3MaTCKUX MOMYIISINi. Pe3ynsTarTsl NcceOBaHuUs JeTallb-
HOU (HIIOreHnn Y-XpOMOCOMHBIX TalUIOTPYII TTO3BOJIHIIN
0oJiee TOYHO MMPOBECTH aHAIN3 KOMIIOHEHTHOTO COCTaBa re-
HO(OH/A TYBHHIIEB. DTO SBISIETCS JONOJIHEHNEM K aHATIHN3Y
AyTOCOMHBIX MapKepoB, YTO JIa€T BO3MOXXHOCTbH MOAPOOHO
PEKOHCTPYUpPOBaTh (opMupoBaHue ux renodonna. Jannas
MHpOPMAIHST BaKHA JUIS OMMCAHUSI CXOACTBA M Pa3IHUMS
CPaBHMBACMBIX T'PYII, & TaKXKE YTOUHEHHUS! MX THOTCHE3a.
Paznuunble raruorpynms! Y-XpoMOCOMBI B COCTaBE TyBUHCKO-
T0 TeHO(hOH/Ia IEMOHCTPUPYIOT UX TEHETHYECKYTO OTM30CTh
¢ anTaiiamMu, XakacamH, IopIaMu, OypsiTaMi, MOHTOJIAMH,
9BCHKaMH, KE€TaMH, YYJIBIMCKUMU TIOPKaMU U TCJICyTaMU.
OT0 MO3BOJISAET OOIIee AeTaTFHO 0XapaKTepHU30BaTh TeHO(OHT
KOPEHHOTO I0)KHOCHOMPCKOTO HACEICHUSI U TeHETHYECKHE
B3aMMOCBA3U U MPECEMCTBECHHOCTD HOHyﬂHHHﬁ, IMpOXKUBaro-
LIMX Ha 3TOM TEPPUTOPUH.

3aKnoyeHune

B Hacrosimem nccneqoBaHUU MPOBEICHO MOAPOOHOE U3yHe-
HHE TeHO(OH/1a TYBUHIIEB HA OCHOBAHUH JAAHHBIX BBICOKO-
IUIOTHBIX OMOYHUIIOB ¥ IUPOKOro crekrpa SNP HepekoMOu-
HUpyomeil gactTu Y-xpoMocoMbl. OOHapyKeH CYIIECTBEH-
HBIIf FeTepOreHHbIH cocTaB reHO(OH/Ia TYBUHIIEB U XaKacoB
Kak 10 ayTocoMHbIM SNP, Tak U 110 pa3jiuuHbIM CyOIMHUSIM
Y-xpomocoMmHbIX ramiorpynin. IlokazaHa makcuMalibHas
611M30CTh TeHO(OHAA TYBHHIEB C alTalIlaMH, XakacaMu |
mopuamu. AHanu3 IBD-6110K0B 1 OTJEIbHBIX PEIKHX BapUaH-
TOB MY’KCKHX JIMHUH JEMOHCTPUPYET CIebl Ooee paHHUX
CBsI3eH C IpeBHIM a0OPUTEHHBIM HACEJICHUEM ATOTO PETHOHA
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n nonyisinusimu Bocrounoit Cubupu u Jlansnero Bocroka.
BHyTpH TyBHHCKOTO 5THOCA BBISIBIICHBI 3HAYUTEIIBHBIE Pa3-
JIMYHST MEX/Y BBIOOPKaMH M3 3aIla/IHbIX, IOKHBIX U BOCTOY-
HBIX pallOHOB TBIBBI 110 J10JI€ MOHI'OJIBCKOTO U €HUCEICKOro
TEHETHIECKOTO KOMIIOHEHTOB. [ eHeTnueckoe paszHooOpasue
TYBHHIIEB IO Y-XPOMOCOMHBIM rafjorpynmnaM 1 MaKCUMaib-
HO pa3HOp0[lelﬁ COCTaB I'CHCTUYCCKHUX KOMIIOHCHTOB CBH/JIC-
TEJILCTBYIOT O CAMOM BBICOKOM Pa3HOOOpa3sHH TYBHHCKOTO
reHO(OH/Ia IO CPABHEHMIO CO BCEMH OCTAIbHBIMH KOPEHHBIMHU
Hapoznamu Cubupu.

B nampHelinieM MBI mIaHUpyeM Ooliee IeTalbHO IpOaHa-
JM3HUPOBATh CTPYKTYPY FeHO(OH/IOB I0’KHO- U 3aI1aTHOCHONp-
CKUX TOIYJISIHNA, 100aBUB NONYJISIIIMOHHBIE BBIOOPKH CaMo-
JUICKUX HAPOAOB — HEHLIEB U CEIBKYIIOB.
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