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! YuUMCKMiA yHUBEPCUTET HayKi 1 TexHosorui, Yda, Poccus;
2 MHCTUTYT BMoXUMMM 1 reHeTURN YUMCKOro (hefepasibHOro UCCref0BaTeNbCKoro LeHTpa Poccuiickolt akagemum Hayk, Yoa, Poccua

AHHOTALIUA

O6ocHoBaHMe. HecmoTps Ha ybeaumTenbHble [OKas3aTesbCTBa KOHBEPreHTHOM 3Bojloumu no reHam EGLNT w SPRTN
Y KOpeHHbIX monynauuid AL v TubeTa, posb 3TMX afanTWBHBIX BapUaHTOB Y XUTENEN OPYruX BbICOKOTOPHBIX PErvioHoB,
B yacTHocTv KaBKasa, ocTaéTcs HeusyyeHHoN. [poBefiEHHOE MCCel0BaHNE MO3BOSIUT OMPEAENUTb, SBIIAETCA NN BbISBIEH-
Hbli FEHETUYECKUIA NATTEPH YHUBEPCAbHBIM, UM e KaBKa3CKMe NOMyNsAuMM AeMOHCTPUPYIOT YHUKANbHBIE MYTU reHeTuYe-
CKOW afianTaLmm K BbICOKOropbio.

Lienb uccnepoBaHnus. BoisBUTb pasnnuns B pacnpeseneHn YacToT ajiefiei M reHOTUMOB FreHeTUYeCKUX BapuaHToB rs479200
reHa EGLNT v rs2437150 reHa SPRTN Mex oy BbICOKOropHo¥ nonynsuven 6ankapues 1 nonynsunen KabapamHLes, Hacensio-
LUMX PaBHUHHBIE U NPEeLropHble pervoHbl LieHTpanbHoro KaBKkasa, Ans oLeHKW BKafLa AaHHbIX BapuaHToB B hopMUpoBaHue
aflanTUBHBIX NPU3HAKOB K TMMOKCUU.

Metoabl. Bbibopku bankapuee (n=132) u KabapauHueB (n=131) chopMupoBaHbl NpeacTaBUTENAMU AaHHbIX 3THUYE-
CKUX Tpynm, NPOXWBAIOLWLMX B BbICOKOTOPHOW W PaBHWHHOM 30Hax KabapauHo-bankapckoin Pecnybnuku cooTBeTCTBEHHO.
[lns reHoTMNMPOBaHKSA UCMONb30BaNM TEXHONOMMI OMpeAeNeHNs OAHOHYKIeOTUAHbIX BapuaHToB MeToaoM Kompetitive Allele
Specific PCR.

PesynbTatbl. MonynALMOHHO-TeHETUYECKMIA aHaNU3 BbIABUM 3HAYMMble Pa3fiMumnA B pacnpesefieHun reHoTUMoB W anne-
nen reHoB runokcum EGLNT n SPRTN Mexay bankapuamu u kabapanHuamu. B nonynauuv 6ankapues obHapyeHbl npu3Ha-
KW LeicTBua 0Tbopa, BK/KOYas NOBbILLEHHYH reTepo3uroTHoCTb no Nokycy rs479200 rena EGLNT v bonee BbICOKYH YacToTy
apantueHoro annens rs2437150 reHa SPRTN. 3Tv pasnnuus, BepOSTHO, OTPAKAKOT JIOKa/bHYH afanTaLyio K BbICOKOrOPHBIM
YCNOBUAIM, HECMOTPA Ha 0bLLee reHeTUYecKoe cxoAcTBo nonynsaumii Kaskasa.

3akntouenue. ViccnepoBanue ponu reHoB EGLNT n SPRTN B apanTaumm 6ankapLeB K BbICOKOropbio BbISBUIO KOMMJIEKCHYH
KapTuHy: o reHy EGLNT pelcTByeT YHUKaMbHbIA cOanaHCUpoBaHHbIA 0TOOP B MOSb3Y reTepo3uroT, B TO BPeMs Kak Mo reHy
SPRTN Habniopaetcs yHMBEpCanbHbIA NO3UTUBHBIA 0TOOP. 3TO [AEMOHCTPUPYET COYETaHWe YHUKasbHbIX W YHUBEPCAsbHbIX
3BOJIOLMOHHBIX MYTel NPUCIOCOBNEHUS K YCNOBUAM MMNobapuyecKoi rmnoKCum.

KnioueBble cnoBa: rmnoKcus; reHeTuKa nonynAauMoHHaa; NpoNunNrnapoKcunasa; BbiICOTHad bonesHb.
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Adaptation to High Altitude in the Caucasus: Testing
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EGLN1T and SPRTN Genes
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ABSTRACT

BACKGROUND: Despite compelling evidence of convergent evolution in the EGLNT and SPRTN genes in indigenous populations
of the Andes and Tibet, the role of these adaptive variants in inhabitants of other high-altitude regions, particularly the Cauca-
sus, remains unexplored. This study will determine whether the identified genetic pattern is universal or Caucasian populations
exhibit unique pathways of genetic adaptation to high altitudes.

AIM: This study is aimed identify differences in the distribution of allele and genotype frequencies of genetic variants rs479200
(in EGLNT) and rs2437150 (in SPRTN) between the highland population of Balkars and the lowland population of Kabardians
inhabiting the plains and foothills of the Central Caucasus, in order to assess the contribution of these variants to the formation
of adaptive traits to hypoxia.

METHODS: Samples of Balkars (n = 132) and Kabardins (n = 131) were collected from representatives of these ethnic groups
living in the highland and lowland zones of the Kabardino-Balkarian Republic, respectively. Genotyping was performed using
the KASP method.

RESULTS: Population genetic analysis revealed significant differences in the distribution of genotypes and alleles of the hy-
poxia genes EGLNT and SPRTN between Balkars and Kabardians. In the Balkar population, signs of selection were detected,
including increased heterozygosity for the rs479200 locus of EGLNT and a higher frequency of the adaptive allele rs2437150 of
SPRTN. These differences likely reflect local adaptation to high-altitude conditions, despite the overall genetic similarity of the
Caucasus populations.

CONCLUSION: A study of the role of EGLNT and SPRTN in the Balkars’ adaptation to high altitude revealed a complex picture:
EGLNT exhibits a unique, balanced selection favoring heterozygotes, whereas SPRTN exhibits universal, positive selection. This
demonstrates a combination of unique and universal evolutionary pathways for adaptation to hypobaric hypoxia.

Keywords: hypoxia; population genetics; prolyl hydroxylases; altitude sickness.

To cite this article

Dzhaubermezov MA, Akhmadullina GA, Ekomasova NV, Gabidullina LR, Sufyanova ZR, Nurgalieva AKh, Fedorova YuYu, Prokofyeva DS, Khusnutdinova EK.
Adaptation to High Altitude in the Caucasus: Testing the Hypothesis of Convergent Evolution Using the EGLNT and SPRTN Genes. Ecological genetics.
2026;24(2):133-144. DOI: 10.17816/ecogen694195 EDN: GLZKAS

Submitted: 27.10.2025 Accepted: 10.01.2026 Published online: 30.06.2026
&
ECO®VECTOR The article can be used under the CC BY-NC-ND 4.0 license

© Eco-Vector, 2026


https://creativecommons.org/licenses/by-nc-nd/4.0/
https://creativecommons.org/licenses/by-nc-nd/4.0/
https://doi.org/10.17816/ecogen694195
https://elibrary.ru/glzkas
https://doi.org/10.17816/ecogen694195
https://elibrary.ru/glzkas

SKOMOMMHECKAA TEHETKA
HEJTOBEKA

Ob0CHOBAHUE

BbicokoropHble pervioHbl NpefcTaBnswT cobon aKcTpe-
MarbHyto cpefly 06UTaHus, rnaBHbIM GaAKTOPOM KOTOPOiA SIB-
nseTca runobapuyeckas runokcus. Puck passutus ropHom
BonesHn (oCTpol UMM XPOHWUYECKOI) BO3pacTaeT B 3aBUCH-
MOCTM OT BbICOTbI NPOXWBAHWA U CBA3aH C 3KCMOHEHLMaNb-
HbIM CHIKeHMeM aTMocdepHoro faBneHus. OTBeT opraHu3mMa
Ha MMMNOKCUYECKMIA CTPECC KOMIMJIEKCHBIN U BKITOYaeT apan-
TaLMOHHbIE U3MEHEHUS B JblXaTeNlbHOM, CepAeyHo-CcoCyam-
CTOM, reMaToIorMYeckomn CUCTEMaX, a TaKKe Ha KIIETOYHOM
yposHe [1, 2]. [lpy TOM 4TO COTHW MUANIMOHOB NtOAEN NOCTO-
AHHO XMBYT Ha BbicoTax bonee 1500 M, HayYHbIN KOHCEHCYC
OTHOCWTEJIbHO TPaHuLbl, OTAENSAIOLEN CPeHEropbe OT Bbl-
COKOropbsl C TOYKM 3peHms M3MONIOrMYecKoro BO3AENHCTBIS,
oTcyTcTBYeT. HauanbHble ahdeKTbl paspexeHus atMochepbl
perucTpupyotcs ye Ha otMeTKe okosio 1000 M, B To Bpe-
MS KaK B NOMYNALUMOHHBIX M aAanTaUMOHHbIX UCCeA0BaHU-
X HWXHEN TPaHMLEeN «BbICOKOTOPbS» YCJI0BHO MPUHUMAIOT
1500-2000 ™ [3].

ApanTaumsa yenoBeKa K BbICOKOrOpPb) — MHOIOKOMMO-
HEHTHbIA NPOLLECC, MHULMMPYEMbIW runoKcueir. KnioueBbiM
(U3MONOTMYECKUM MapKEPOM CITYKUT CaTypauus apTepuanb-
HOIl KpOBM KMCopoAoM (Sp0,), CHIKEHMe KOTOpOI 3amnycKa-
€T KOMMEHCATOPHbIe peakLmu: HeMeLEHHYH MMMNepBEHTUNSA-
LMK0 M [OArOCPOYHOE YBENMYEHME KONMYECTBA 3pUTPOLIMTOB
(aputpoumTo3). IDPEKTUBHOCTL ITUX MEXaHU3MOB HEOMHA-
KOBA Y pa3HbIX 3THUYECKUX TPy, YTO YKa3bIBaEeT Ha pasnuy-
Hble 3BOJIIOLMOHHBIE MyTW afanTaumu. Hanpumep, KopeHHble
TMBETLHI B CPaBHEHMM C NOMYNALMAMM AHA [LeMOHCTpUpYHOT
Dosiee BbICOKYH0 BEHTU/IALMIO B MOKOE MpY MEHbLUEM YPOBHE
remornobuna [4].

CoBpeMeHHble AaHHble CBUMAETENLCTBYHOT 0 HE3aBUCUMOI
(KOHBEpreHTHOM) afanTaLuW pasfiMyHbIX YENOBEYECKMX MO-
NyNALMIA K YCIOBUSM XPOHUYECKOW MMMOKCUN BbICOKOrOpbS.
MoneKynspHo-reHeTU4eCKue UCCeA0BaHUA NOCAeLHUX NET
Mo3BOSIMIN MAEHTUOULMPOBATb KOHKPETHBIE FTEHOMHbIE J10-
KyCbl M CUrHaTypbl 0TBOpa, Nexallume B OCHOBE 3TWUX ajan-
TMBHbIX npoueccos [5-7].

MoapobHoe onmcaHWe Bcex U3BECTHbIX FEHOB, acCOLMMPO-
BaHHbIX C YCMELUHbIM 3aCeNeHNEM BbICOKOrOPHBIX PErvoHOB,
paHee BbIN0 MpeLCTaBEeHO B psfie 0630pHbIX MybnmKaLmii [8, 91.
OpHako Hanbonee 3HaYMMbIMM WM U3Y4YEHHBIMW BapWaHTa-
MW, AEMOHCTPUPYIOLLMMM accoLmaLmio ¢ afanTtaumeit K Bbl-
COKOrOPHOW TMMOKCUM, SIBAAIOTCS BapuaHTbl reHoB EGLNT
n SPRTN, pacnonaratowmxca B pervoHe 1g42.2 [10].

leH EGLNT (daKTop, MHAyuMpytoLwmid runokeuio 1) sg-
NAeTCA reHoM-ceHcopoM kucnopoga. MNpu runokeun EGLNT
WHrMbupyeTcs, 4To NPUBOAMT K Hakonnenuio HIF-a (pakTop,
MHOYLMPYEMBIN TUNOKCcUen anbga) 1 0bpa3oBaHuMio (yHK-
LMOHANbHOT0 TPaHCKPUNLMOHHOTO (hakTopa MocpeAcTBOM
ero retepoaumepusaumm ¢ HIF-B (dbakTop, MHAYLMpyeMbilil
runokcmeit 6eta) [11, 12]. Komnnekc HIF-af ctumynupyet
TPaHCKPUMLMKO KacKafia reHoB, OTBETCTBEHHbIX 33 afanTuB-
Hble peaKLMM Ha MMMOKCUIO, KOTOpble BMecTe 0003HavatoTCs
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3M1eMEeHTaMM, pearnpyoLLyMMI Ha TUMOKCUIO, OHW, KaK NpaBu-
110, CMArYaIOT HeraTuBHble 3hMEKTbI TUMOKCUN U, TakuM 06-
pa3oM, NpefoTBPALLAIOT TAKECTb KUCTIOPOJHOMO FrOMI0AaHUA.
Mocnepytowme KoMneHcaTopHble 3ddEKTbI BKIKOYAKOT BOC-
CTaHOBMEHMe NOfauM KUCNopoa (aHrMoreHes, apuTpoLMTO3,
BEHTUNALMS), CHUXKEHWE NOTPebnieHus Kucnopoaa U noBbi-
LLEHWe TONePaHTHOCTM K runokeuu [13, 14].

Cpeay MHOXeCTBa reHeTUYecKVX BapuaHToB reHa EGLNT
cnenyert Bolaenutb rs479200 Kak Haubosiee 3Ha4MMBIN C TOY-
KV 3peHns aganTaLmm K yCroBUAM rmnobapuyecKoit rtMnoKeum.
YcTaHOBEHO, YTO NpeaKoBbIN BapuaHT (annenb A) rs479200
XapaKTepu3yeTcs HeCcnocobHOCTLI0 CIPaBNATLCS C MMMNOKCHEN
13-3a NOBbILLEHHOW 3Kcnpeccuu reHa EGLNT, v B aTom cBA3u
UHOMBMIbI C reHoTunoM AA 6onee nopBepMeHbl TAXENbIM
NPoABNEHUAM TuUnoKcuu. rs479200 pacnonoxeH B MoTeH-
LManbHO aKTUBHOM PEryNiATOPHOM Y4yacTKe, YTO MOATBEPH-
AaeTcs anureHeTyeckummn Metkamm (H3K27Ac) u paHHbIMK
0 [LOCTYMHOCTM XpOMaTWHa W CBA3bIBaHWM TPAHCKPUMLMOHHBIX
(akTopoB. MockonbKy B reHe EGLNT oTCyTCTBYIOT 31EMEHTbI
MukpoPHK 1 snoRNA, a lincRNA HaxoasTcs Ha 3HauuTesb-
HOM YJaneHuM 0T MHTPOHa 1, ManoBeposTHO, YTO AaHHbIN
BapuaHT BamseT Ha 311 Knaccel PHK. OcHoBHolA runoTe3oi
ABNAETCA €ro PerynatopHoe Bo3aeicTaue Ha red EGLNT [7].
CnepoBarenbHo, GyHKUMOHaNbHbIe 3QdeKTb annens, agan-
TMBHOFO K 3KM3HU B BbICOKOropbe (G), No-BUAUMOMY, CBSA3aHbI
He C M3MeHeHWeM CTPYKTYpbl 6eflka, a ¢ perynaropHbiMu Me-
XaHu3Mamu, TpebyoLLMMM LONOAHNUTENBHOO UCCIIeA0BaHUA.

CBA3b MeX Oy ajanTauuen K Xu3HU Ha BoMbLLOI BbICO-
Te M PacnpocTpaHeHeM reHeTUHecKoro BapuaHTa rs479200
reHa EGLNT paHee 6bina nMpogeMOHCTpUpOBaHa Ans Mo-
NYNALUMIA M3 PasNUYHBIX TOPHbIX PerMoHoB. TaK, ans Tube-
T0-6MpMaHCKUX MOMYNAUMA U3 BLICOKOTOPHBLIX PErMoHOB
XapaKTepHO YBESMYEHWe YacToTbl anniens G no CPaBHEHUIO
C POLCTBEHHBIMM NOMYNALMAMM U3 60iee HU3KKUX pernoHoB [15].
Bonee Toro, reHotun AA rs479200 KoppenupyeT ¢ NOBLILLEH-
Hoii 3kcnpeccuen EGLNT, 4To MOXET BbI3blBaTb OTEK NEr-
KuX Ha bonbluUon BbicoTe. B To e BpeMs AaHHbIA FreHoTUN
NPaKTUYECKU OTCYTCTBYET Y KOPEHHbIX XUTENEN BbICOKOTOpbS
[15, 16]. OnHaKo camas BbICOKas B MMpe YacToTa afanTuBe-
Horo annens G rs479200 bbina obHapyeHa B monynALmMu
Keuya [7].

Takum obpasoM, annenb G rs479200 cBs3aH ¢ aganTaum-
€M K JKU3HM B YCTIOBMSX BbICOKOTOPbS HE TOJIbKO Y HaceseHus
Asum (4acToTa B BbICOKOTOpHbIX nonynauusx 0,71), HO Ky Ko-
PEHHOro HacesieHUs BbICOKOropbsi AHA (4acToTa B Bblbopke
Keuya 0,8). B To ke Bpema ans Hacenenust MHaum n Aug,
MPOXMBAIOLLEr0 Ha HebOMbLLUMX BbICOTaX, YacToTa annens G
conoctasuMa u coctaenset 0,36 1 0,4 cooTeTcTBEHHO [7, 15].
BepuduKaums runoTesbl KOHBEPreHTHOM 3BoOsoLMKM TpebyeT
pacLUMpeHuUs aHanu3a 3a npefenamu TUBETCKUX U aHLCKUX
nonynsumin. Bknioyenne B nccnepgoBaHue Hapoaos KaBkasa
MO3BOMT OLIEHWUTb YHMBEPCANbHOCTb MOJEKYNSAPHBIX Mexa-
HW3MOB afanTauum K runobapuyeckom runoKcum.

BribopKa Keuya noKasana camyto BbICOKYH0 B MUPe YacTo-
Ty afanTMBHOTO annesia He TONbKO MO BapuaHTy rs479200,
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Ho 1 rs2437150 rena SPRTN [7]. Ten SPRTN (OHK-3aBucuMas
MeTao3HAoNenTMaasa) onocpeayeT MpOTeoNMTUYECKoe
paclennenne KoBaneHTHbIx [HK-6enkoBbix monepeuHbix
cBA3eii Bo BpeMs cuHTe3a [IHK, TeM caMbIM urpas KtoueByto
ponb B NOAJEPXaHWM FeHOMHOM LenocTHocTW. CnepyeT oT-
METUTb, 4T0 BapuaHT rs2437150 reHa SPRTN, kak v rs479200
reHa EGLN], paHee bbin 0TMEYEH KaK 3HAYMMbIN B apanTa-
UM K YCIIOBMSIM BbICOKOrOpbs B MOMYNALMAX Kedya U THbeT-
LLEB W CHOBA YKa3blBaeT Ha KOHBEPreHTHYH0 afanTaLyio K yc-
IOBUSAIM BbICOKOTOPbA Y HAacesleHUs pasHbIX pervoHoB [7, 17].
Mo [aHHBIM LUMPOKOMACLUTAabHOr0 aHanM3a MojHOreHOMHbIX
AaHHbIX HaceneHus LuHxaii-TubeTckoro Haropbsi (Kutail)
3TOT BapuaHT XapaKTepu3yeTcs CUNbHBIM CUTHanoM 0Tbopa,
UTO MOXET 0DBACHATL afanTauuMio K MMNOKCUM CepLeyHo-
néroyHon dyHKumm y Tvbetues [18]. Kpome Toro, bbino no-
Ka3aHo, 4to reHotunbl CC u CT y TMbeTLEB accoLmMMpoBaHbl
C MOBbILLEHUEM MEPKYTAHHOr0 apTepMaNbHOM0 HacbILLEHWA
KUCNOPOAOM U MaKCMMarbHBIM NOTpebneHneM Kucnopoaa,
KoTopoe YenoBeK criocobeH motpebnsatb B TeueHue 1 MuH
(Vﬂzmax) [71 ]9]

Cpeny HapoLoB ropHbIX pervoHoB nonynsumu Kaekasa
MEHEe BCEro U3yyeHbl B acMeKTe afanTauum K YCNoBUSM M-
nokewn. M ecnm HekoTopble nonynsuum Ceepo-BocTouHo-
ro KaBkasa paHee bblnn uccnefoBaHbl U NOKasanu KpanHe
UHTpUrytoLMe pe3ynbTathl [20], To Haubosiee BbICOKOTOpPHBbIi
pervoH KaBKasa o cux mop He ucciefoBaH, yto fenaer
NpoBeJEHHOE HaMK UCCefoBaHMe 0COBEHHO aKTyaslbHBbIM.
YHWKanbHOCTb pervMoHa 3aKiyaeTcs B NOTEHUMANbHO He-
3aBUCMMOM MYTU 3BOJIOLMM ABTOXTOHHBIX BbICOKOMOPHbIX
3THOCOB, TaKUX KaK Oankapubl, N0 CPaBHEHWUIO C XOPOLUO
U3ydeHHbIMKM nonynauuaMu Tubeta m AHa. ITa HesaBuCH-
MOCTb NpeanosiaraeT BO3MOXHOE Halu4mMe afibTePHATUBHBIX,
eLLE HEe OMUCAHHBIX MATTEPHOB afanTUBHBLIX FEHETUYECKMX
BapWaHTOB.

CpaBHUTENbHLIA DUNOTEHETUYECKUIA aHanM3 KaBKas-
CKMX MOMYNsAUMiA NO3BONMUT BbISIBUTb KaK KOHBEPreHTHbIE,
TaK U YHUKamNbHblE MOJIEKYNIAPHBIE MeXaHW3Mbl afanTaummn
K ycnoBusM runobapuyeckon runokcun. CnepoBaTesibHo,
CUCTEMATMYECKOE UCCe0BaHME 3TUX NOMYNALMIA cnocobHo
BHECTU KJIH04EBOM BKNAA B MOHUMaHME 06LLMX 3aKOHOMEPHO-
CTel 3BOJTIOLMM YEIOBEKA B YCIIOBUSX MMMOKCUM U pacLUMpUTL
CMEKTP U3BECTHbIX aAaNTUBHbIX FEHETUYECKUX BAapUaHTOB.

CrnepyeT OTMeTUTb, 4TO MUCTOpUYeckue cobbiTs KOHUA
XIX — cepeamHbl XX B., CBA3aHHblE C M3MEHEHUAMM B CeSlb-
CKOM X035IMCTBE ¥ MUTPaLMOHHBIMIA NPOLLeccaMy, 3aTPOHYIH
MHorve Hapopbl CesepHoro KaBkasa. 31o npuseno K nepe-
pacrnpefeneHunio HaceneHus, B pesysbTate KOTOPOro YacTb
XuTenei ropHbIX palioHOB paccenunacb B MNpeAropHbIX
W PaBHMHHBIX HaceNéHHbIX NyHKTax. MogobHoe cMelleHue,
XapaKTepHoe [715 psfia KaBKa3CK1X NOMyNALMIA, He SBNseTCS
HenpeofoNMMON NPerpagon A1 U3y4eHUs UX FeHETUYECKON
CTPYKTypbl. CoBpeMeHHbIe UCCNe0BaHMs YCNELIHO YYMUTbIBa-
10T 3TV fileMorpaduyecKue M3MeHeHWs, NO3BOMIAA aHaIM3Upo-
BaTb KaK MCTOPUYECKWE, TaK U COBPEMEHHbIE FEHETUYECKME
CBSA3M.
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U,eﬂb uccnenoBaHusa

BbisiBUTb pa3nunumsa B pacnpefeneHnun 4actoT annenen
U TeHOTUMOB reHeTMYeckux BapuaHToB rs479200 reHa EGLNT
1 rs2437150 rena SPRTN mexay BbICOKOrOpHOW nonynsumen
bankapues v nonynsumeii KabapayHLUEB, HacCeNALWMX paB-
HWHHbIE W NpearopHble pervoHbl LieHTpanbHoro KaBkasa, ans
OLiEHKM BKJ1aJia AaHHbIX BapuaHToB B OpMMpOBaHMe afarn-
TUBHBIX MPU3HAKOB K FUMOKCUM.

METO/bI

Ilu3aitH uccnepoBaHmsa

HPOBGD,EHO CpaBHUTEeJIbHOE NONYyNALMOHHO-TeHeThuYe-
CKOe ucciegoBaHue.

Ycnosus nposepeHua uccnepoBsaHuA

B aHanm3 BKIIOYEHbI MaTepuanbl iBYX MacCUBOB AaHHbIX.
MepBbii MaccuB coctaBum 263 obpasua AHK u3 Konnek-
LW buonormyeckux Matepmanos yenoseka MBI Ydumckoro
(henepanbHoro uccnepoBatesbckoro LeHtpa PAH. Bropon
MaccuB chOpMMpOBaH Ha OCHOBE [aHHbIX, W3BNEYEHHbIX
W3 NUTEepaTypHbIX UCTOYHMKOB, KOTOPbIE AOMOJHUIN YKa3aH-
HYH0 KOJIEKLMIO.

"pOﬂ,OH)KVITeHbHOCTb uccienoBaHusa

Mepsbiii aTan (cbop 0bpa3woB BeHO3HOW KpoBM Kabap-
OnHUeB) nccnepnoBanus nposoannu B 2001-2002 rr., BTO-
poi 3tan (cbop 0bpasLoB BeHO3HOW KpoBM Oankapues) —
B 2014-2015r. 3aknwouuTenbHbIA 3Tan, BKKYaKOLLUiA
MOJIEKYNAPHO-TEHETUYECKOE TEHOTUMMUPOBaHKE, aHanu3
MOMY4YeHHbIX MAacCMBOB [aHHbIX M MOATOTOBKY Hay4HOM
pykonucy, bbin peanusosaH B 2025 T.

Kputepum cootBetcTBus (oT6opa)

OnucaHue Kpumepues coomeemcmeusi

[ins npoBefeHus uccnefoBaHus y npeAcTaBuTenen ban-
KapCKOM 3THUYecKoM rpynnbl (n=132) 6bin oTobpaH buoMa-
Tepuan (BeHO3Hast KPOBb) B HACENEHHBIX MYHKTaX, pacnoso-
YEHHbIX B BbICOTHOM anana3oHe ot 500 go 2200 M H. y. M.
(puc. 1, Tabn. 1). KontponbHas BhibopKa bbina chopmupo-
BaHa M3 00pa3LoB BEHO3HOW KpoBu KabapauHues (n=131),
NpoxuBaloLLMX Ha Bbicotax oT 170 go 800 M. Takum obpasom,
uccnefoBaHWe O0XBaTbIBAaeT KOHTpacTHble No abcomoTHON
BbICOTE rpynMbl HaceneHus. Boibopky cdopMupoBaHbl Npes-
CTaBUTENIAAMM 0003HAYEHHBIX STHUYECKMX FPYNM, NPOXMBak-
wmx B KabapauHo-bankapckoii Pecnybnvke. B aHanus 6biu
BKJIOYEHBI BbIOOPKU MPEUMYLLIECTBEHHO MYMUMH, CPeLHUN
BO3pacT KOTopbIX cocTaBun 45,6 ropa. Otbop npob npoBo-
LV B COOTBETCTBUM C STUMECKUMM CTaHAapTamMu KoMuteTa
no 61o3TuKe, pa3paboTaHHbIMM XeNbCUHKCKOW AeKnapaLmeit
BcemupHoii MeoMUMHCKOW accoumaumm «3TUYecKue MpuH-
UMbl NpOBeLEHUS MeAULIMHCKUX UCCNEA0BaHUN C Y4acTUEM
niofen B Kadyecte cybbeKToB». PaboTa ofobpeHa nokanb-
HbIM 3TUYECKUM KOMUTETOM MHCTUTYTa BUOXMMUM U reHeTH-
Ku YduMmckoro denepanbHOro UCCNeLoBaTeNbCKoro LieHTpa
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Ta6nuua 1. [leMorpaduyeckue 1 reorpaduueckue xapakTepucTUKM UCCeayeMoii KOropTbi
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Table 1. Demographic and geographic characteristics of the study cohort

3KonoruyecKas reHeTuKa
Ecological genetics

Monynauua | HacenéHHbIN nyHKT BbicoTa, M H. y. M. LLvpota [onrota
3nbbpyc 1770 43.2589 42.6428
banpaeso 2000 43.2486 42.5768
Tepckon 2200 43.2579 42.5096
HelttprHo 1765 432778 42.6849
BepxHwit BakcaH 1550 433124 42.7545
ThipHblay3 1300 43.3800 429126
TereHeknm 1850 43.2504 42.61.35
BbinbiM 1100 43.4556 43.0282
KeHpeneH 850 43.5976 43.1495
JlalukyTa 850 43.5493 43.2077
BynyHry 1620 43.2352 43.1273
bankapus 3nTiobio 1530 43.2662 43.1508
Xywwro-ColpT 1100 43.4322 43.2371
HuHmin Yerem 1000 43.4834 43.2885
SHUKOM 600 43.5539 43.4885
YereMm 500 43.5625 43.5612
KaMeHka 600 43.5357 43.5066
Benas Peuka/Ak-cyy 750 43.4253 43.5085
XacaHbs 650 43.4301 43.5753
BeseHru 1500 432179 43.2853
Kapacy 1000 43.2928 43.4077
Katwxaray 750 43.3140 43.6034
BepxHsas bankapus 1200 43.1070 43.4407
Babyrent 800 43.2757 43.5412
Tepek 250 43.4843 L4424
YposaiHoe 180 43.6993 44,2169
Xamugue 180 43.6716 443713
HukHWIA Akbalw 250 435227 44.2031
HuxHuin Yepex 310 43.5109 43.9265
HapTkana 290 435532 43.8587
Maiickuit 210 43.6329 440599
OnbiTHOE 210 43.6304 441381
HapraH 350 435119 437115
Aywumrep 450 433929 437409
KabapauHupl YpBaHb 350 4L3.4914 43.7683
KaxyH 290 43.5391 43.8829
AHzopeit 400 43.3579 43.9428
[eiickoe 260 43.4805 44.1650
BakcaH 430 43.6838 43.5653
3aloKoBo 620 43.6181 43.3517
KaMmeHHomacTckoe 800 43.7354 43.0557
HukHmi KypryuH 620 43.7357 43.3462
[xeHan 800 43.8247 43.1177
CapmaKoBo 690 43.7449 43.2080
AtaxyKvHo 550 43.6511 43.4050
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A

KabapanHo-bankapckas
,Pecnybnuka

Kacnmiickoe
k= Mope
YepHoe mope

0 100 200 kM

25 50 km

Puc. 1. KapTa KabapauHo-bankapckoit Pecnybnmku ¢ ykasaHueM MecT cbopa bromatepurana. CuHWM LBETOM 0603Ha4eHbl MecTa cbopa bromatepuana

B NonynALMmM 6anKapues, KpacHbIM — KabBapAnHLeB.

Fig. 1. Map of the Kabardino-Balkarian Republic showing the locations of biomaterial collection. Blue indicates the collection sites in the Balkar popula-

tion, red indicates in the Kabardian population.

Poccuiickoi akageMum Hayk (npoTokon N2 14 ot 15 ceHTsAbps
2016 r.). 3abop KpoBM OCYLLECTBAAMM NOCE NOLNUCAHNSA UH-
(hOpMMPOBAHHOr0 COrnacus Ha y4actue B Hay4HOM UCCIeno-
BaHUM [OCTUTHYBLUMX 18-neTHero Bo3pacTa ¥ 3anosHUBLLKX
aHKeTbI C YKa3aHWeM NpeaKoB [0 TPETLEro NOKOIEHUS.

MUcxoabl uccnepoBaHus

Memodel pecucmpayuu ucxodoe

Boipenenne [HK npoussogunu u3 numdoumtoB nepu-
(epryecKoin KpoBM C MOMOLLBK (eHoN-XnopodhopMHOro
MeTofa IKcTpaKumm [21]. 3abop LenbHOW KPOBY NPOBOAMIH
B BaKyTeliHepbl 06BEMOM 9 MJ1, cofiepiKalume ABYKanMeBYyH
COMb ITUNEHANAMUHTETPaYKCYCHON KucnoTsl (K,-3TA) B Ka-
YeCcTBe aHTUKOArynsHTa (KOHeYHas KOHLeHTpauus ~4—5 MM).
Mpobupku ucnonb3oBany Ans cbopa, TPaHCMOPTUPOBKU 1 KpaT-
KOBPEMEHHOro XpaHeHus obpasuos (npu Temnepatype 4 °C)
nepes BblAENEHWEM HYKIEUHOBOW KMCNOTbl. [lns reHoTu-
NUPOBaHUS BapMaHTOB WCMO/b30BanM TexHonoruw KASP
(Kompetitive Allele Specific PCR). MeToa reHoTUnMpoBaHus
KASP ocHoBaH Ha KOHKYpeHTHOM annesnb-creumduyeckon MNLP
1 N03BOJISIET OMpeAenuTb B 0601X annensix 0fHOHYKNeoTUs-
HbiA, @ TaKXe MHCEPLMOHHO-AENELMOHHBIN NONMMOPdU3M.
PeaKuMoHHas cMecb [1 reHOTUNMPOBaHMS COCTOWT (B pac-
yéTe Ha 1 obpaseu) n3 5 Mk 2xKASP Master mix, 0,14 MKn
KASP Assay mix (npaiMepsbl) u 5 Mxkn JHK. TepMoumkiu-
poBaHue ana KASP-reHOTUNMpOBaHMS BbINOMHAMM B COOT-
BETCTBMM CO CTAHAAPTHbIM MPOTOKO/IOM, BKIIHOHAIOLLMM TpU
3Tana. Ha nepsoM 3Tane npoBogunu aKTMBaumio depmeHTa
npu 94 °C B Teuenme 15 muH (1 umkn). Bropoi atan coctosn
13 10 UMKNOB, KaXabl U3 KOTOPbIX BKJOYaeT AeHaTypa-
unto npu 94 °C B Teyenmne 20 ¢ v CTaamMIo OTIKUra/3NOHTaLMMN
npu Temnepatype 61-55 °C B TeueHne 60 ¢ C NOHWXKEHNEM
Temnepatypbl Ha 0,6 °C B KaX[OOM NOCNEeAyHLLEM LMKIE.

DOl https://doiorg/10.17816/ecogens94195

3aBepLuatoLLyiA 3Tan npeacTaBaseT coboi 26 UMKNOB aMnn-
GbuKaumm ¢ peHatypaumen npu 94 °C B TeueHme 20 ¢ M OTHM-
rom/anoHraument npu 55 °C B Teyenme 60 c. [Iu3aiiH annenb-
cneunduyecknx npaiiMepoB ons KASP-reHotunupoBaHms
ocyLlecTBAsAIM cneumanucTel Komnanuu LGC  Genomics
(BenmkobpuTaHmsy), uTo 0becneunBano CTaHLapTU3MUPOBaHHbIe
YCNOBUSA 1 BEpUGULMPOBaHHYHO CeLMbUYHOCTb ONIUIOHYKIEO0-
TMpoB. lonvMepasHas LenHas peakuus C nocnefyoLmM
CYMTBIBAHMEM (hyOpPECLIEHLMM MO KOHEYHOM TOYKE NPOBOAK-
nacb Ha npubope CFX96 TouchTM Real-Time PCR Detection
Systems. B ciy4ae He[LoCTaTO4HO BbipaXKEHHbIX KIlacTepoB 06-
pasLibl NoABepran1 A0NOHUTENBHBIM LMKIaM aMnanduKaumum
C NOCNeAyIoLLMM MOBTOPHBIM CUUTbIBaHWEM (iTyOpeCLIEHLIMM.

Cratuctuyeckue Metopbl

YacToTy annenbHbIX BapUaHTOB B AaHHBIX MONYAALMAX
paccuMTbIBaNM Ha OCHOBE HabMOLAEMbIX YacToT FeHOTU-
nos. CooTBETCTBME YACTOT reHOTMMOB paBHOBECUIO Xapan—
BaitHbepra oueHMBann ¢ nomolubio Kputepus X2 MupcoHa
(npn p >0,05). CraTMCTMYeCKYyl0 3HAYMMOCTb Pa3fIMyMil
B YacToTax annened B BblbOpKe paccuuTbiBanM € NOMo-
b0 TecTa x? ¢ Mcnonb3oBaHneM nonpasky Melitca Ha He-
npepbiBHOCTb. KapTa ¢ ykasaHueM MecT cbopa MaTepuana
co3aaHa B QGIS3.30.3 (LWeiinapus). Pacyét HepaBHOBeCHS
no cuennenuto (LD) npoBoannM ¢ MCNoNb30BaHUEM NaKETOB
ggplot2, ggrepel, scales, genetics B nporpamMmHoii cpege R.

PE3YJIbTATbI

B pesynbTaTe npoBeEHHOM0 KOMMIEKCHOTO UCCNeao0Ba-
HMS BbINIO M3y4YeHO PacrpocTpaHeHUe KITKYEBbIX reHeTuye-
CKMX BapWaHTOB, acCOLMMPOBAHHBIX, MO JaHHbIM COBPEMEH-
HOIA HayYHOW NIUTEpaTYpbI, C aAanTaLMeit K XXWU3HM B yCI0BUSX
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rMnobapuyeckoi rMMNOKCUM y NpeaCcTaBUTENel aBTOXTOHHOIA
BanKapCKoM 3THUHECKOW rPyNMbl, HACENAIOLLEN BbICOKOTOp-
Hblii pervioH LlentpanbHoro KaBkasa. [lnsi KoppeKTHOM oLeH-
KM BbICOTHOM afanTauun U MUHUMU3aLMK BUSHUS obLLepe-
TMOHaNbHOTO reHeTUYECKOro OoHa B Ka4ecTBe pedepeHTHOI
KOHTPOJIbHOM rpynnbl Bbiia 0TobpaHa paBHUHHAA NOMyNALUS
KabapavHLEB, NPOXKMBAIOLLLAs B TOM e reorpaduyeckoM pe-
TMOHE, HO Ha CYLLLECTBEHHO MEHbLUWX abCOMIOTHBIX BbICOTaX.
Takum 0bpa3oM, Hamu Bbi NPOBEAEH aHaNM3 reHeTUYECKO-
ro BapuaHta rs479200 reHa EGLNT, snsiowierocs Kitoye-
BbIM PErynsaTopoM rMnoKcus-uHayumupyemoro daktopa (HIF),
1 rs2437150 rena SPRTN, wrpatoLlero posib B NOAAEPHKaHUM

Tom24,N22,2026
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cTabunbHOCTM reHoMa U CBA3aHHOro ¢ paboToii cepaeyHo-
NEFOYHON CUCTEMBI B YCIOBUAX KUCIIOPOAHON HefocTaTouy-
HocTun [16, 18]. B Tabn. 2 n 3 npefcTaBneHbl CPaBHUTESbHbIE
AaHHble M0 YacToTaM FeHOTUMOB U anneniel uccnemsyeMbix
reHeTnyecknx BapuaHToB rs479200 rena EGLNT v rs2437150
reHa SPRTN B “3y4eHHbIX NONYNALMAX, YTO NO3BOSISET NpO-
BECTU KOJIMYECTBEHHYI0 OLEHKY AuddepeHLmMpyoLlero
AaBlneHus ecTecTBeHHoro otbopa. B nonynsuun bankapues
HabmofaeTcs 3HauMTesNbHOE OTKNOHEHWe YacToT reHoT-
no. rs479200 reHa EGLNT ot oxupaembix no HWE. Takxe
LS 3TOW FOpPHOW MONYNALMW XapaKTepHa BbICOKas yacToTa
apanveHoro annens (x?=10,78, p=0,001). B KoHTposbHOIA

Tabnuua 2. Pacnpepnenenue reHotunos rs479200 reHa EGLNT B cpaBHEHWM € 0XMAaeMbIM B nonynsumuax 6ankapLes 1 KabapavHues
Table 2. Distribution of rs479200 genotypes of the EGLNT gene compared with expected values in the Balkar and Kabardian populations

Mokasatenb MonyAus
banKapupl KabapauHUb! (KOHTPOSb)
Yucno B nonynsumm (n) 132 131
Habnoaaemoe (n) 51 71
AA oxwunaemoe (n) 59,3 72,6
% 38,6 54,2
Habnoaaemoe (n) 75 53
AG oXxupaaemoe (n) 58,3 49,9
% 56,8 405
Habniopaemoe (n) 6 7
GG oxuaaemoe (n) 14,3 8,9
% 45 8,6

YacToTa afanTuBHOro ansens
(95% noBepuUTENbHLIA MHTEPBAS)

Y 1078
p 0,001

32,95 (27,3-39)

25,57 (20,4-31,3)

0,517
0372

Tabnuua 3. Pacnpesenerue reHotnnos rs2437150 reHa SPRTN B cpaBHEHWUM C 0XKMAAEMBIM B NoNynsumax bankapues 1 KabapAnHLEB
Table 3. Distribution of rs2437150 genotypes of the SPRTN gene compared with expected values in the Balkar and Kabardian populations

[TokasaTenb MonyAuAs
banKapupl KabapauHUb! (KOHTPOSb)
Yucno B nonynaumm (n) 132 131
Habniopaemoe (n) 35 48
T oXxuaaemoe (n) 415 57,8
% 26,5 36,6
Habnoaaemoe (n) 78 78
c oxwnaemoe (n) 65 584
% 59,1 59,5
Habnoaaemoe (n) 19 5
cC oXxuaaemoe (n) 25,5 14,8
% 14,4 3,8

YacToTa aganTuBHoOro annens
(95% noBepuTenbHbIA MHTEPBAN)

¥ 5,25

p 0,022

43,94 (37,9-50,2)

33,58 (27,9-39.7)

14,7
0,0001
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rpynne kabapawHUeB pacrnpefeneHue reHoTunoB 61u3Ko
K 0)XMAaeMoMy, YacToTa aflanT1BHOTO ajnjens HuXe, U pas-
umne HabmoAaeMbIX U 0XWAAEMbIX 3HAYEHUI CTaTUCTUYe-
cKu HesHaunmo (x’=0,517, p=0,372) (tabn. 2). B 10 e Bpems
B nonynaumu bankapues reHotunbl rs2437150 rena SPRTN
OTKJIOHAIOTCA 0T oxupaeMbix no HWE ymepenHent (x=5,25,
p=0,022), a 4acToTOW aanTMUBHOTO ajjieNif 3HAYMTENIbHO
BbILLE, YeM B KOHTPOJIbHOM BbIDOpKe KabapanHues (Tabn. 3).
MonyyeHHble pe3ynbTaThl AT BO3MOXHOCTb OLEHUTb BKNAZ,
AaHHbIX FEHETUYECKUX MapKepoB B CreuMduyeckue Mexa-
HW3Mbl afianTaLym K BbICOKOrOpbH0 Y KAaBKa3CKWUX MOMYALMIA
B CPaBHUTEJILHOM acreKTe.

Mexpay M3yyeHHbIMM NOMyNAUMAMK Habnwpanock pas-
JIM4Me B YacToTax KaK reHOTUMOB, TaK U anneneii no oboum
reHeTUYecKMM BapuaHTaM. CTaTUCTUYECKM 3HAYMMBIM OKa3a-
nocb pasnuyme B yactote annens C rs2437150 rena SPRTN.
B cnyyae c rs479200 reHa EGLNT Habnioganoch cratuctu-
YEeCKM 3HauMMoe OT/IMYMEe B YacToTe reTeposuroT. Takke
Mbl BbIMOJTHAIY CPABHUTENbHbIA aHanM3 YacToT afanTUBHbIX
anneneit rs2437150 (SPRTN) w rs479200 (EGLNT) cpepam
bankapues, kabapaMHLEB M MMPOBLIX MONYNALUMKA, BKITOYas

Vol.24(2) 2026

3KonoruyecKas reHeTuKa
Ecological genetics

OLIEHKY CTaTUCTMYECKOM 3HAuMMOCTW pasnnuuii (p-value)
(tabn. 4 n 5).

AHanu3 HepaBHoBecHoro cuennenus (Linkage Disequi-
librium, LD) B aaHHbIx npoekTta «1000 reHoMoB» yKa3blBa-
T Ha CyLLeCTBEHHblE MEXMONYNALMOHHbIE pa3nnumus B Be-
JIYMHE HEpPaBHOBECWSA MO CLEMJIEHMIO LaHHbIX BApUaHTOB.
Hanbonee Bbicokue nokasatenu cunbl LD 6bin 3aperu-
CTPUpOBaHbl B MonynsumM nepyaHues u3 Jlumbl (r*=0.879
npu D'=1), a Takke B monynsaumax BoctouHoi u HxHoM
Asmmn (r*=0,625-0,813; D'=0,932-0,999). Cpeaun nonynauuit
€BPOMENCKOr0 MPOUCXOXKAEHNS MaKCUMarbHOE 3HaueHue
r* Habmopanock y ¢uHHOB (%=0,749, D'=0,970). B ocTtanb-
HbIX UCCNIeA0BaHHbIX NMONYNAUMAX YpoBeHb LD 6bin 3HaunMo
HKe [22].

Ananu3 LD n3yyeHHbIX BapuMaHTOB 15 Monynsumm Kabap-
[IMHLEB BbIABIN 3HaueHue r’=0,52 u 0'=0,87. [Ins nonynauum
6ankapLies 3HaueHme pasHo r’=0,2 n 0'=0,57. TakuM 0Bpa3om,
aHanu3 HepaBHOBECHOTO CLEMIEHWs BbISBUN CyLLECTBEHHOE
OT/IMYME CUAIbI CLLEMNIEHUS M3YUYEHHBIX BApUaHTOB B MOMyns-
umax bankapues, KabapAvHLEB M BbICOKOrOPHO NOMYNALMUK
nepyaHLeB, a TaKkxe nonynsauuii Boctouroi u xHoii Asum.

Ta6nuua 4. Yactota annens G rs479200 reqa EGLNT B BbibopKax bankapLies 1 KabapayHLEB, a TakKe B HEKOTOPbIX MAPOBbIX MOMYNIALMSAX 1 X CpaBHeHMe (p-value)
Table 4. Frequency of the G allele of rs479200 of the EGLNT gene in the Balkar and Kabardian samples and in several world populations, and their com-

parison (p-value)

Monynaums Yactota annens G, % bankapup! KabapauHub! (KOHTpOb)

Bankapupl® 329 - 0,063
KabapanHupl (KoHTposb)* 25,6 0,063 -
OuHHbl [22] 253 0,072 0,866
BputaHupl [22] 17,6 <0,001* 0,038*
Wcnanup [22] 178 <0,001** 0,032*
WtanbaHup! (TockaHa) [22] 19.6 0,001** 0,103
Kuraiiup! (CuwyaHbaHsHa) [22] 50,5 <0,001** <0,001**
Kuraiupl (Mekun) [22] 422 0,039** <0,001**
Kutanup (H0xHbin Kutan) [22] 42,9 0,027** <0,001**
AnoHupl (Toxwo) [22] 45,7 0,005** <0,001**
BbeTHaMLbl (XoLeMuHb) [22] 40,9 0,078 <0,001**
Benranbupl (Banrnapew) 22] 34,9 0,677 0,045
Tnbeto-brpMaHLbl (BbicoKoropke) [15] 7 <0,001* <0,001*
TnbeTo-BrpmaHLpbl (paBHVHLI Npearopke) [15] 36 0,438 0,007**
Mexmxabupl (Maxkuctan) [22] 391 0,178 0,003*
Keuya [7] 80 <0,001* <0,001*
Konymbuiiusl [22] 25 0,068 0,821
MepyaHusi [22] 62,9 <0,001** <0,001**
MyapTopuKkaHubl [22] 24 0,034** 0,636
WwaH (Hurepus) [22] 318 0,796 0,165
amMbuiiLbl (3anagHbiin okpyr, [ambus) [22] 30,1 0,496 0,306

[pumeyaHue. *Halue nccnefoBaHmWe; **CTaTUCTYECKM 3HauMMble pasnndus (p <0,05).
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Tabnuua 5. Yactota annens C rs2437150 reHa SPRTN B Bblbopkax bankapueB ¥ KabapauHLEB, a TaKKe B HEKOTOPbIX MUPOBbLIX MOMYAALUMAX U UX

cpaBHeHye (p-value)

Table 5. Frequency of the G allele of rs2437150 of the SPRTN gene in the Balkar and Kabardian samples and in several world populations, and their

comparison (p-value)

Monynauus Yacrota annens C, % Bankapubl KabapauHupb! (KoHTpOsIb)

Bankapup* 439 - 0,015
KabapanHup! (KoHTposb)* 33,6 0,015 -
OuHHbI [22] 298 0,002** 0,388
BpuTaHupl [22] 30,8 0,005** 0,533
McnaHup [22] 36,9 0,120 0,449
/tanbaHupl (TockaHa) [22] 36,9 0,120 0,449
Kuraiiup! (CuwwyaHbaHbHa) [22] 54,8 0,023** <0,001**
Tunbetup [19] 79,5 <0,001** <0,001**
Kutaiupl (Mexkwn) [22] 46,1 0,638 0,006**
Kutanup (H0xHbi Kutan) [22] 45,2 0,777 0,009**
AnoHupl (Tokuo) [22] 47,6 0,428 0,002**
BbeTHaMLbl (XoLLeMuHb) [22] IyA 0,914 0,018**
beHranbupl (baHrnapew) [22] 43 0,850 0,047+
Menpykabupl (MakucTan) [22] 53,1 0,052 0,001**
Konymbuitusi [22] 41,5 0,604 0,087
MepyaHupl [22] 65,9 0,001* 0,001**
MyapTopuKaHLbl [22] 38 0,192 0,323
WwaH (Hurepus) [22] 51 0,132 0,001**
aMbuiiLbl (3anaaHbin okpyr, FaMbus) [22] 57,5 0,002** 0,001**

[pumeyaHue. *Halue nccnefoBaHmWe; **CTaTUCTYECKM 3HaUMMble pasnndus (p <0,05).

OBCYXEHUE

Pestome pe3ysbTatoB UcciepoBaHUA

lpoBeiEHHOE MCCNEAOBaHME BbISIBUNO ABA Pa3fiNyHbIX
MeXaHW3Ma reHeTUYEeCKON afanTauuu BankapueB K BbICO-
Koropbio. B oTimume oT TMBETCKUX M aHACKWX MONyNsALuA,
y 6ankapues no redy EGLNT He Habntopanock No3vTUBHOIO
otbopa, HampaBfieHHOr0 Ha YBENMYeHMe 4acToTbl «afan-
TMBHOrO» annens. Bmecto atoro 6bin 06HapyxeH NpusHak
cbanaHcupoBaHHoOro oTbopa, BbIPAXALMIACA B CENEKTUB-
HOM MpeuMyLLiecTBe reTepo3uroT. B To e BpeMs no reHy
SPRTN y 6ankapueB 3auMKCMpOBaHbl NPU3HaKK Knaccuye-
CKOro Mo3uTMBHOrO 0T6Opa, aHaNorMyHoro YHUBEpCasbHbIM
aflanTuBHLIM cLeHapuaM. TakuM obpa3oM, aganTtauus ban-
KapueB K TMMOKCUM SEMOHCTPUPYET YHUKaNbHOE CouveTaHue
cneumdUYecKoro ¥ YHUBEpPCabHOT0 3BOSIIOLMOHHBIX NyTeu.

WHTepnpeTauus pesynbTaToB UcC/ief0BaHUA

B xope uccnenoBaHua pacnpegenenus reHotunoB rs479200
reHa EGLNT B nonynaumv 6ankapueB Obio BbIMUCIEHO 3Ha-
yeHne kputepus x*=10,78. Mpu uncne creneeit ceobobl d=1
MOJTyYeHHOE 3HaYeHMe MPEBbILIAET KPUTUYECKOE LIS YPOBHS
3Haumnmocu p <0,01 (xzkpm=6,63), 4TO MO3BONSET OTBEPrHYTH
HyNeBYyl0 rMNoTe3y 0 COOTBETCTBMM Habmiofaemoro pacrpe-
LeneHns 0XKMEaeMoMy B YCIOBUSX paBHoBecus Xapau—BaiH-
bepra. O6bHapyKeHHas [MCMponopuMs B pacripefenieHnm re-
HOTUMOB MOXET ObITb 0bYCMOBNEHa AEMCTBMEM OLHOIO MMM

HeCKOJIbKMX 3BOJTOLIMOHHbIX dJaKTOpOB, BKJ1HO4as MHGPWJ,VIHF,
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€CTECTBEHHbIA 0TOOP MM MUrpaLMoHHble npoviecchl. OcHOBbI-
BasCh Ha UMEHILLMXCA [LaHHbIX, HEBO3MOXHO TOYHO OMPeSEeNUTh
MPUYMHY TAKOrO OTKIIOHEHMS, O[JHAKO LENCTBIE ECTECTBEHHOID
otbopa npencTaenseTca Haubonee pasyMHbIM 0ObACHEHWEM
AaHHoro deHoMeHa. B To ke BpeMms, eciu aHanu3upoBartb
3HaueHue Y2 MOXHO CAenaTb BbIBOA, YTO B MONYNALUMM Ka-
GapavHLeB Ha pacripefieneHu e reHoTUNoB 0TBop He OKa3blBas
CyLLECTBEHHOrO BMMAHMSA. [eHeTMYecKas CTPYKTypa nonynsumu
Mo JaHHOMY MPU3HaKy HaxoaMTCA B PABHOBECHOM COCTOSIHUM.
Mpu cpaBHeHUn B Tabnuue conpsXEHHOCTH pacnpesene-
HWA YacToT annenen (Tabn. 4) Mexxay 6ankapuamm 1 Kabap-
OMHLAMU He Bblan BbSIBEHbI CTAaTUCTUHECKW 3HAUYMMBIE OT-
JM4KA, OAHAKO Npu NogobHOM CpaBHEHWUM reTepo3uroT bbiio
nonyyeHo 3Ha4eHne p=0,012, 4To yKasbIBaET Ha MMeloLLeecs
CTaTUCTUYECKM 3HAYMMOE 0T/IMYME B YACTOTe pacnpeeneHus
reTepo3unroT no BapuanTy rs479200 reHa EGLNT y bankapues
Mo cpaBHEHMIO € KabapauHuamu. ToT daKT, 4To pasnuuns ob-
HapyeHbl UMeHHO B reHe EGLNT, KpUTUYECKM BaXHOM Ans
afanTauum K yCIoBUAM MMMNOKCUM, MOXKET CBUAETENIbCTBOBATh
B N0JSb3y TOrO, 4TO DOJee BbICOKas reTepo3nroTHOCTL y bas-
KapLeB npefcTaBnseT coboii afantaumio K cneuupuyeckum
TOPHBLIM YCNOBUAM MPOXUBaHWA. [e€Tepo3nUroTHbIN reHoTun,
no-BuauMoMy, obecneumBaeT ONTUManbHbIA GU3nonornye-
CKMI KOMMPOMMCC, AAOLLMIA MPEUMYLLECTBO B FOPHOI cpefie
W TeM CaMbIM BNSAETCA NPUMEPOM LencTBUA cbanaHcupo-
BaHHOro 0TDOpa, KOraa reTepo3uroThl UMET CENeKTUBHOE
npenMyLLeCTBO Nepes 06enMn opMamMu roMo3uror.

141



142

HUMAN ECOLOGICAL
GENETICS

B 10 e BpeMa uyactoTa annens G BapuaHTa rs479200
reHa EGLNT B nonynsumv bankapueB cocTaBuia JuLb
32,9%. [ina cpaBHEHMs B BbICOKOTOPHBIX monynaumsx Tube-
Ta U AH, apanTMpOBaHHbIX K YCNOBUAM TMMOKCUM, 4acTo-
Ta faHHoro annens pgocturaet 71 n 80% cooTBeTCTBEHHO,
4TO CBA3LIBAIOT C AENCTBMEM NO3WUTMBHOrO oTbopa [7, 15].
HabntofaeMblit AMCCOHAHC B pacnpeseneHum annenbHbIX Ya-
CTOT M03BOJISET NPELNONIOKMTb, HYTO OH HE HECET 3HAYUMON
aflanTMBHOW QYHKUMM B KOHTEKCTe FMMoKcuM y bankapues
W, CNe[i0BaTesbHO, He NoJBeprancs MHTEHCUBHOMY NO3UTUB-
HoMy oTbopy. B 3ToM cnyyae apganTaums K BbICOKOTOPHBIM
ycnoBuaM y bankapLeB Mornia bbiTb obecneyeHa oTbopom
no APYrMM TeHETUYECKUM JIOKYyCaM, acCOLMMPOBAHHBIM
C KUC/IOPOATPAHCMOPTHBIMU NyTAMU. BTOpBLIM BO3MOMHBIM
00BACHEHNEM MOKET CNYXMUTb MMMNOTE3a MOPOroBOr0 BO3-
LE/CTBUSA TMMOKCUM, U3 KOTOPOW MOXHO NPeANooMUTb, 4TO
CpedHss BbiCOTa NPOXWBaHMA Bankapckon monynsuum Mo-
eT BbITb He[LOCTaTOYHOW ANS CO3[,aHUSA YCTOWYMBOIO CeNeK-
TUBHOTO AaBreHus, He0bX0AMMOro [1A 3aKpeneHns annens
G rs479200 c BbICOKOI 4acTOTOM, U MHTEHCMBHOCTb 0TOOpa
Moryia He JOCTUraTb MOporoBOro 3HaueHus, Habmogaemoro
B 60/1€€ BbICOKOrOpHbIX pernoHax Tubeta n AHA.

TaKkuM 00pa3oM, CpaBHUTENbHO HU3Kas YacToTa annens G
rs479200 y 6ankapues cBUETENbCTBYET MO0 0 ero HesHa-
YMMON ponM B afanTaumuu, Mbo o TOM, YTO AaBNEHUE Cpespl,
B BMAE TMMOKCUK, B apeane npoxuBaHus bankapues Hepo-
CTaTOYHO CUABHO ANS MHULMALMKM COMOCTaBMMOro Mo Mac-
wrabaM ceneKTMBHOrO mpoLiecca.

PacnpepeneHne reHoTMNOB W annenen BapuaHTa
rs2437150 reHa SPRTN npofeMOHCTpUpOBano CTaTucTuye-
CKW 3HauUMMble Pasnnums Mexay nonynsuusamu bankapues
W KabapauHueB (Tabn. 5), oTpaarolime BO3MOXHbIE pac-
XOXOEHUS B HaNpaBeHUsX 3BOJIOLMOHHBIX U afanTUBHbIX
npoueccos. B nonynsaumm 6ankapLes 4o roMo3vroT no Mu-
HopHoMy annento (C) coctaBuna 14,4%, yto 6onee YeM B Tpu
pa3a MpeBbILLAET aHaNorMyYHbIA NoKa3aTesb Y KabapanHLes
(3,8%). Takoe cMeLLeHMe YacTOT YKa3biBAET Ha BO3MOXHOE
Bo3gencTene anddepeHuMpyOlmMX (aKTOpPoB, BKIOYas
€CTECTBEHHbIN 0TOOp, U30NALMI0 BCieacTBue reorpaduye-
CKUX M JeMorpaduueckux bapbepoB, a TaKKe JIOKasbHble
aflanTaLMOHHbIE NMPOLLECCHI.

AHanus cooTBeTCTBMS pacnpeenieH s FeHOTUMOB PaBHO-
Becuio Xapau-BaiiHbepra BbiSiBUI 3HAUMMble OTKIIOHEHUS
B 0beux Bblbopkax (x*=5,25; p=0,022 y 6anKapues v y>=14,7;
p=0,0001 y kabapauHueB), YTO MOXeT CBUAETENbCTBOBATH
0 Hec/ly4ailHOM XapaKTepe pacnpefeneHus reHoTUnoB. Takue
OTKJIOHEHWS HEpeKO HabmoJalTCa B YCIOBUSX LENCTBUSA
€CTEeCTBEHHOr0 0TOOPa MM NpU HanMUKUK cybCTPYKTYP BHYTPM
nonynsaumMin, 0cobeHHo B Cyyae, ecin NoMMopdu3M cBs3aH
C aAanTMBHLIMW MPU3HaKaMK, 3HAYMMBIMU OIS BbIKWBaAHMS
B CreumdUYecKux 3KOTOrMYECKUX YCI0BUSIX.

lpMeyaTenbHo, YTO paccymMTaHHas YacToTa «afanTue-
HOro» ajnsens B nonynsaumn bankapues coctaBuna 43,94%
(95% AM 37,9-50,2), 4to 3HaYMMO BbILLE, YeM Y KabapauH-
ues (33,58%; 95% AW 27,9-39,7). YunTbiBas, uyto 6ankapupl
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TPaAMLMOHHO MPOXMBAIOT B Boslee BbICOKOTOPHBIX paiioHaX,
roe YCnoBusl TUMOKCUM BblpaXKeHbl CWilbHEe, MOBbILLEHHAS
yacToTa AaHHOTO annensl MOXeT OTpaarb pesynbTar ecTe-
CTBEHHOr0 0TBOpa, HamMpaBNEHHOrO Ha MOBbILLEHME YCTOWYM-
BOCTM K XPOHUYECKOM MMMoKcun. B To e Bpems bonee HU3Kme
3HayeHUs Y KabapAMHLEB, HACENSIOLMX NPEUMYLLLECTBEHHO
MPeAropHble U PaBHUHHbLIE TEPPUTOPKM, COTMACYOTCA C OC/a-
ONeHHBIM AeiCTBUEM aHaNOrMYHbIX CENEKTUBHBIX (DaKTOPOB.

CnepoBaTenbHO, BbISIBIEHHbIE PasfnuMa B YacToTax
reHoTunoB W annenen rs2437150 reHa SPRTN mexny ban-
Kapuammn 1 KabapAMHLAMM YKasbiBalOT Ha MOMYAALMOHHO-
reHeTUYECKYH AMBEPreHLMI0, BEPOATHO CBA3aHHYIO C PasHol
CTeneHblo afanTauuy K YCNoBUAM MpoxuBaHus. MonydeH-
Hble [aHHble KOCBEHHO MOATBEPXAAIOT y4acTue BapuaHTa
rs2437150 B hopMMpoBaHWM afanTUBHbIX (PEHOTUMOB, ONOC-
penoBaHHbIX GyHKUMeN reHa SPRTN B MexaHu3Max penapa-
umn IHK 1 KneToyHOM 0TBETE Ha OKCMAATUBHBINA CTPECC, YTO
MOJKET MrpaThb posib B YCTOMYMBOCTM K (DM3MONOrNYECKUM MO-
CNeACTBUAM TMMNOKCUM Ha BOMbLLMX BbICOTAX.

TakuM 0bpa3oM, HecMoTps Ha 0bLLenpu3HaHHOe reHeTn-
yeckoe cxoacTeo nonynsumn CesepHoro KaBkasa [23], BbI-
SIBNIEHHbIE 3HAYMMble pPa3nnumns B pacrnpefesieHn reHoTUNoB
W annenen KIYeBbIX FTEHOB MMMNOKCUM YoeauTeNnbHO CBUAe-
TENIbCTBYIOT O CYLLECTBEHHOW POSIK NIOKaNbHBIX afanTUBHbIX
MPOLIECCOB, CBA3aHHbIX C BbICOTOW NPOXMBaHHUA.

3AKJIIOYEHUE

Mpobnema wccnefoBaHUs COCTOANA B HEU3YYEHHOCTH
POSIN KOHBEPreHTHbIX Ans AHA 1 Tubeta reHeTMYeCKMX ajan-
Taummn (EGLN1, SPRTN) y BbICOKOropHoro HaceneHust KaBkasa.
Lenbto Obina oueHKa BKNafa 3TWX BapUaHTOB B afanTaumio
bankapues. Pe3ynbTaThl BbISBUAM CIOMHYH0 KapTUHY: MO reHy
EGLNT y bankapueB He 3aMKCMpOBaH MO3UTUBHLIN 0TOOP
Ha MOBLILLEHME YacTOTbl «afanTMBHOTO» annens G, 0fHaKo
BbISIBNIEH CbanaHCUpOBaHHbIA 0TOOP B MONb3Y FETEpPO3UIOT,
YTO YKa3blBaeT Ha YHUKaNbHbIA MyTb afanTauun. B otnnume
ot 370ro, no reHy SPRTN obHapyeHbl NPU3HaKW NMO3UTUBHOMO
oTbopa — [L0CTOBEPHO BOee BbICOKas YacToTa NOTeHUMaNbHO
afanTVUBHOro annens y 6ankapLes no cpaBHEHMIO C KabapanH-
uamu. TakuM 0bpa3soM, nonynaums bankapLes LEMOHCTPUPYET
KaK YHUKanbHble (cbanaHcupoBaHHbIii 0Tbop no EGLNT), Tak
U YHUBepCabHble (Mo3uTHBHbIN 0TO0p No SPRTN) MexaHU3Mbl
apantauuu. MonyyeHHble AaHHbIe BHOCAT BK/aj B MOHWUMa-
HWe 06LLMX 3aKOHOMEPHOCTEN M NOMYNALMOHHON CrieLMdUKK
3BOJIOLMM YESI0BEKA B YCIIOBUSAX BbICOKOTOPbS.

AOMO/HUTE/IbHAA UHOOPMALIUA

Bknap aBTopoB. M.A. [[xaybepme30B — OMpedeneHne KoHLenumu,
paboTa € AaHHbIMM, HamWCaHWe YepHOBMKA PYKOMWCHK, MepecMoTp 1 pe-
JaKTvpoBaHue pykonucy; A, AxMagynnvHa — pabota € [aHHbIMU;
H.B. ExoMacoBa — Banupaums, NepecMoTp v peaaKTUpoBaHue pyKonu-
cu; JI.P. TabupynnnuHa — aHanus pauHblx; 3.P. CydbsaHoBa — nposefe-
Hve wccnepoBaHus, AX. Hypranvesa — npoBefeHne wccnefoBaHuUs:;




SKOMOMMHECKAA TEHETKA
HEJTOBEKA

t0.10. ®énoposa — Banmpaums; [.C. MpokodbeBa — HanMcaHue YepHo-
BMKa pyKOMMCK, MpuBnedeHne GuHaHcvposanus; 3.K. XycHyTamHoBa —
PYKOBOACTBO WcCrefjoBaHveM. Bce asTopel ogobpunu pyKonmuch (Bepcyito
ana nybavKalmv), a TaKkKe COracuinch HECTW OTBETCTBEHHOCTb 3@ BCe
acneKTbl HacToALLen paboTbl, rapaHTVPYIT Had/iexallee paccMoTpeHve
V1 peLLeHmre BOMPOCOB, CBA3AHHBIX C TOYHOCTbIO M A0OPOCOBECTHOCTBIO Mi0boM
€€ yacTu.

BnaropapHocTi. ABTOpbI BbipaxatoT bnarofapHocTs MaroMesxaHy AMypo-
Bu4y Monnaesy (cornacve Ha ynoMyHaHWe B HacTosILLEH paboTe mosyyeHo)
u LWamunio Y3enposuiy Xaybepmesosy (cornacie Ha ynoMWHaHWe B Ha-
croALlen paboTe Nomy4eHo) 3a MOMOLL, OKa3aHHYI0 VMM MpW CO3AaHNN
KONneKLyy bromarepuana.

3nyeckan akcnepTusa. Pabota bbina ofobpeHa NOKaNbHBIM 3TUHECKUM
KomuTeToM MHctutyTa buroxmmumn m reHetvkm YHLL PAH (npotokon N 14
ot 15 centabps 2016 r.). Bce y4aCTHUKM 3aM0HSNM aHKETY C Y4ETOM HaLmo-
HarnbHOW NPUHALIEXHOCTV [0 TPETHErO MOKOMEHUS BKITIYUTESBHO W YKa-
3aHMeM rofia poxaeHus. Bce pecnoHaeHTsl noanucani MHhopM1MpoBaHHoe
A06poBO/TEHOE CorJiacue Ha y4acTve B UCCe[0BaHUM.

UcTouHnku dmHaHcpoBaHus. Viccne[oBaHe BEINOHEHO B paMKax rocy-
[apCTBEHHOr0 3afaHuns MyHVCTEPCTBa HayKu U BbicLLero 0bpasosaHis PO
N 075-03-2025-407/2. Taroxe paboTa noaaepiaHa nporpamMoit nofaep-
Ku bropecypcHbIX Komnnekumii (Konnekums ronoriieckux Matepuanos ye-
noseka VBT Ydumckoro denepanbHoro nccneaoBatensekoro LeHtpa PAH).
PackpbiTMe MHTepecoB. ABTOpbI 3asBNAIOT 06 OTCYTCTBMM OTHOLLIEHMIA,
DeATeNbHOCTY M MHTEPECoB 3a MOC/eiHNE TPU rOfia, CBA3AHHBIX C TPETBY MM
MuaMm (KOMMEPYECKUMI 1 HEKOMMEPYECKWMY OpraHu3aLvamMm), vHTepe-
Cbl KOTOPBIX MOryT BbiTb 3aTPOHYTLI COAEPIKaHeM CTaTbyl.
OpurnHanbHocTb. [py NpoBeEHUM UCCe0BaHA W CO3AaHMM HACTOALLIE
CTaTbi aBTOPbI HE WCMOJb30BaNM paHee NosyyeHHble 1 0nybanKoBaHHbIe
cBeAeHVsA (LaHHble, TEKCT, WNIOCTPaLWK).

JlocTyn K AaHHbIM. ABTOpbI CO0DLLAIOT, YTO BCE AaHHble MpeacTaBneHbl
B CTaTbe.

['eHepaTUBHbINA UCKYCCTBEHHbIN WUHTENNEKT. [lpy Co3aHnM HacTosALLen
CTaTbl TEXHOJIOTUM TeHepaTVBHOMO WCKYCCTBEHHOMO WMHTENIEKTa He MC-
nosnb30Banu.

PaccMoTpeHue u peLieH3npoBaHme. HacTosLas paboTta nofaHa B xypHan
B MHMLWATMBHOM MOPAAKE W paccMOTpeHa Mo obbl4HoM npouenype. B pe-
LIeH31POBaHNM Y4acTBOBAM OJUH BHELLHWIA PELIEH3EHT, UsleH pefakLyoH-
HOM KONMEerum 1 Hay4HblA peakTop U3aaHus.
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