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[MpoBeneHo n3yvyeHue oy KapadaesieB (N = 485) u3 Pecry6mku KapadaeBo-Yepkecust Ha OCHOBe aHa-
mm3a aecsaty nonumopdHseix JIHK-nokycoB (CCR5432, ID/ACE, D7523(KM19), STR/THOI, STR/FABP2, STR/
1VS6aGATT(CFTR), VNTR/PAH, VNTR/DATI1, VNTR/NOS3, VNTR/APOB) sinepHoro reHoMa. B pa6oty BKiIroue-
HbI BBIOOPKHM U3 yeThipex paitoHoB (Kapauyaesckoro, [1pukybaHckoro, ManokapayaeBCcKoOro, ¥ cTb-/1>KeryTUHCKOTO)
ur. Yepkeccka. [lonyyeHHbIe pe3yabTaThl CBUAETENBCTBYIOT O 3HAUUTEIBHON TeHETUYECKOI reTepOreHHOCTH oIy~
JISIUMK KapavaeslieB. Haubombmii ypoBeHb pa3HOOOpa3usl /151 KapayaeBLEB MO IMAIIeIbHOM cucTeMe yCTaHOBJIEH
no tokycy ID/ACE, H, = 0.513, mo my;ibTrawienbHoii — no nokycy STR/THOI, H | = 0.792. Cpennee 3HaueHune
HabJII0gaeMOil TeTepO3UTOTHOCTH Ha JIOKyC coctaBisger 0.466, Bapeupys ot 0.441 B YcTb-/IKeryTMHCKOM p-HE 10
0.503 B r. Yepkeccke. YpoBeHb I'€HETUUECKHUX PA3JIMUMil MEXTY reorpaduyecKMMU MOArpynnaMy KapayaeBlLEB U3
PasHBIX palilOHOB HAXOAMTCA B Mpeseax Bapuaumu (F = 0.007), ycTaHOBIEHHO JUIsl paHEe M3YYEHHBIX MO JaHHBIM
FeHHBIM JIOKyCaM HapoioB: Mapuiiues (F, = 0.0024), ynmypToB (£, = 0.0048), uysaeii (£, = 0.006), tatap (F =

0.0075) u 6amxup (F;. = 0.008).

Karoueswie crosa: KapadaeBlibl, reHeTUYeCcKast CTpykTypa nomnyasuuii, J1HK-Mapkepsbl.
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KapauaeBubl — TIOpKO-sI3bI9HEIN Hapox Cesep-
Horo KaBka3za, kopeHHoI1 3THOoc KapauaeBo-Yep-
KecuM, cocTaBisomuii 6omee 40% HaceneHUS
pecnnyommku (194 TeIC. YemoBeKk) [1], KOMIAKTHO
MIPOXMBAIOT B 4eThipex paitoHax (KapadaeBckowm,
ManokapauaesckoMm, IIpukybaHckom, YcTb-Ilxe-
TYTUHCKOM), B KOTOPBHIX COTPYIHUKaMHU jabopa-
TOopuM TeHeThdecKoil smuumemuonorun DOI'BHY
“MTI'HII” npoBeneHO KOMILIEKCHOE Te€HETHMKO-3-
MUAECMHOJIOTHISCKOe HccienoBanne. KapadaeBiibl
MpUHAIJIEXaT K KABKACHOHCKOMY aHTPOITOJIOTHYe-
CKOMY THIIy, TOBOPSAT Ha KapadyacBO-0alIKapCKOM
SI3BIKE KBIIMTIAKCKOM TPYIIILI TIOPKCKOI SI3BIKOBOM
ceMmbH [2].

ITo muenuto E.Il. AnekceeBoii, MOXHO OIlpe-
JIEUTb YEThIpe OCHOBHBIX 3JIEMEHTAa, U3 KOTOPBIX
chopMmupoBagach KapadyaeBo-OajKapckash Hapo.-
HOCTB: 1) MeCTHbIE TJIeMeHa, HOCUTEJIM KOOaHCKOM
KYJbTYpPHI; 2) ajaHbl U ApYyrue mjaeMeHa, HOCUTEIU
aJJaHCKOM KyJIbTYpHI, XUBIIME B AJaHUM B 3IIOXY
paHHEro CpeaHEeBEeKOBbs; 3) Oojrapbl — TaK Ha3bl-
BaeMble “4epHble”, WU “BHYTpeHHUE” ; 4) KUITYaKU
(rmoJyioBLBI, KyMaHbl). KpoMe Oojirap U KUM4akoB B
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o0pa3oBaHMM KapayaeBOo-0aJKapCKOM HapOJHOCTU
MOTJIA TIPUHATH y4acTHe U OPYTrue TIOPKCKUE ILIe-
MeHa, Hanpumep IieyeHeru. BrocieacTBum Kapa-
yaeBLbl U Oajkaplbl, yKe cHOpMUpPOBaBIINECS B
HapOJHOCTb, MPUHUMAJIUM MNpEACTaBUTENEC APYTrUxX
HapojoB. OgHaKoO poJib UX He OblJIa CTOJIb BEJIMKa,
KaK pOJIb YeThIPEeX OCHOBHBIX 3THUYECKUX €IUHMUII,
13 KOTOPBIX 0Opa3oBajlach KapavyaeBo-OalikapcKasi
HapoJaHocTh [1].

Hacrogias pabora sBisieTcsi NPOJOJIKEHUEM
cepumr IyOaMKaluii, TIOCBSIIIEHHBIX TMOIYJISILI-
OHHO-TEHETUYECKUM WUCCJIEJOBAHUSIM HaceJeHUs
eBponeickoii yactu Poccum, mpoBoAUMMEBIM j1a00-
patopueil reHeTndecKoit sanmmnnemuonorni PI'bHY
MTHII [3-7].

MATEPUAJIBI 1 METObBI

MartepuaaoM 11 HCCIEOOBAHMS ITOCTYKIIIA
o6pasunl JIHK, BeImeneHHbIe 3 KpoBU 485 Hepon-
CTBEHHBIX KapadyaeBIIeB, ITPOXMBAIOIINX B paiio-
Hax Pecnyonuku KapauaeBo-Yepkecust u r. Yep-
KECCK ¢ MaKCUMaJIbHOl KOMIAKTHOM IJIOTHOCTBIO
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[MpukybaHcKuit paitoH

VYerb-JIxeryTuHeKuit
parioH

MajokapayaeBCKUit
parioH

KapauaeBckuii paiioH

Puc. 1. PacnioyioxkeHue u3y4eHHBIX paitoHOB Pecryoim-
ku KapauaeBo-Yepkecusl.

HaceneHus (He meHee 70%) (puc. 1). I1pu BeIGOpE
paccMaTpUBaeMBIX TIOMYJIAILWII YYUTHIBAJIACh HE
TOJIBKO TOMOI€HHOCTb 3THOTpa(UUECKMX TIPYIMII
Ha TEPPUTOPUM paiioHA, HO M YHUCICHHOCTb M3Yy-
yaeMoOii 3THMYEeCKOi rpymmbl: B KapagaeBckoM
p-He KapadaeBlibl COCTABISIOT 85.7% HacelieHUs, B
ManoxkapayaeBckoM — 87.5%, B I1pukybaHCKOM —
75.7% n Ycrb-JxerytuHckoM — 69.3%. B Uepkec-
CKe KapadaeBIIbl SIBJITIOTCS BTOPOM MO YMCICHHO-
ctu (16.4%), nocne pycckux (54.7%), STHUUECKOM
rpymnmnoi (puc.1).

O6pazubl IHK cobpaHbl coTpyaiHUKaMu 1abo-
patopuu TeHeTUdecKoil smnumemuojorun Peme-
panpHOro I'ocymapcTBeHHOrO OI0IKETHOTO yUpPEK-
JeHus1 “MenuKo-reHeTUYeCKMl HaydyHbIA LIeHTp”
uM. akagemuka H.I1. Boukosa B 2013—2016 rr.
ITpu hopMupoBaHUK BHIOOPKU YUUTHIBAIUCH CJiE-
IyIOIIHe MapaMeTphl: BBIOMPaATUCh PaliOHbBI MAKCH-
MaJIbHOTO KOMIIAKTHOTO IPOXMBAHUS KapayaeBlIeB
Ha Tepputopuun KUP; Bce BKIIOUEHHbIE MTHANBUIBI
OBbLIM HEPOACTBEHHBIMU IO TPETHETO MOKOJEHUS U
MMeNIN B POIOCIOBHOI TOJBKO KapayaeBLEB. DT-
HUYecKas MPUHAMJIEKHOCTb (IO TPETHETO MOKOJIe-
HUSI) yCTaHaBAMBaIach MPU OMPOCe 00CIeayeMbIX
MHAUBUIOB. Bo Bcex ciydyasx COCTaBJI€HbBI aHKEThI
M MOJYyYEeHO MUCbMEHHOE MHMOPMUPOBAHHOE CO-
rinacue O MpOBEACHUU MEAUKO-TEHETUYECKUX MC-
ciemoBaHuii. UccnegoBaHue omo0OpeHO STUYECKUM
komutetoM ®I'BHY MTI'HII (mpotokonm Ne 5 ot
20.12.2010 1.).

Boigenenue JIHK nmpoBoauamn u3 1eiKOLIUTOB Be-
HO3HOI KpoBH (4—8 M) C MCIOJIb30BAaHUEM Habopa
pE€aKkTUBOB WizardGenomicDNAPurificationKit
¢dupmbl Promega (USA) B COOTBETCTBUM C PeKO-
MEHIAUUSIMU OPOU3BOAUTEISI.

ITonumopdHble MapKepbl ObLIM OTOOpaHBI 10
BBICOKOI TE€TEpPO3UTOTHOCTA BO MHOTMX WCCIEN0-
BaHHBIX TTOMYJSILMIX MUpa. AHAIU3 MOTUMOP(HHBIX
MapKepoB TMPOBOAWIM METONAMU TOJIUMEPA3HON
nenHoi peakuuu cuHre3a JHK u anamuza I1JPD
C WCIIOJIb30BAHWEM MpalMepoB W YCJIOBU, OINU-
caHHbIX paHee [3—7]. Pesynbrathl oLeHUBAIU ITy-
TEM TIPOBENECHUS BEPTUKAIBLHOIO 3JeKTpodopesa
B 8%-HOM TMOJMAKPWIAMUIHOM Tejie Ul JIOKYCOB
VNTR/PAH, VNTR/DATI1, VNTR/NOS3, CCR5A432,
VNTR/APOB, B 12%-HOM TOJMaKpUIaMUIHOM
reqe st okycoB STR/THOI, STR/FABP2, STR/
1VS6aGATT(CFTR) u B 2%-HOM arapo3HOM Tejie I
nokycoB ID/ACE, D7523(KM19). B Tabn. 1 mpen-
CTaBJIEHAa XapaKTEPUCTUKA NECATU M3YYEHHBIX Map-
KEPOB, MpaiiMephl ¥ UCOJIb30BAaHHAS PECTPUKTA3a.

Cratuctndeckast oopadboTKa JaHHBIX BEITIOTHEHA
¢ roMolibio HamcTpoiiku GeneAlex v 6.5 [8].

PE3VIJIBTATBI 1 OBCYXIAEHUE

IIpoBenen aHanu3 moiauMopdusma Tpex Auai-
nenwHbix (CCR5432, ID/ACE, D7S523(KM19)) n
cemu myabTraIeabHbIX (STR/THOI, STR/FABP2,
STR/1VS6aGATT(CFTR), VNTR/PAH, VNTR/
DATI1, VNTR/NOS3, VNTR/APOB) mapKepoB siiep-
HOTO TeHOMa y KapavaeBlieB. J{nannenbHble MapKe-
pbl TIpEACTaBJIeHbl WHCEPLUMOHHO-IEIeIMOHHBIMU
noumopdusmamu (CCRS5432, ID/ACE) n omHO-
HyKJIeOTuaHOM 3ameHoit (D7S23(KM19)). Mynbtu-
aJuleJIbHbIe MapKephl BKJIIOUAIOT B Ce0$1 TAHAEMHbBIE
MOBTOPSIIONIME MOCAEA0BATEIbHOCTU MUKPO- (STR/
1VS6a, STR/THOI, STR/FABP2) u mMuHucaren-
mutoB (VNTR/PAH, VNTR/DATI, VNTR/NOS3,
VNTR/APOB).

Jlokyc CCR5A32

HM3yueH WHCEPUMOHHO-ICICINOHHBIN TIOIM-
MopdusMm auamtenbHoro Mapkepa CCR5A32 rena
penenrropa xeMoKHOB CCRYS. I'eH ToKanm3yeTcst Ha
KOpOTKOM 1uiede (p21.3) XxpoMocoMbI 3 BHYTPH KJIa-
crepa reHoB penenropoB CC-xeMOKMHOB [9].

I'enetnueckuii Bapuant CCRYS, neneuns 32 map
OCHOBaHMIi, NPUBOAUT K HAPYIICHUIO aAre3uB-
HBIX CBOMCTB Komupyemoro Oenka CCRS T-xie-
TOK, KOTOPBIi1 SIBJISIETCS OCHOBHBIM KOPELIETITOPOM
nist M-tponHbix ueneid Bupyca BUY-1 u BeposT-
HO MPEISITCTBYeT B3aMMOMIEHCTBUIO pElIeNTopa C
Bupycom BHWY-1, TeM caMbiM ormpenensisi yCTOM-
yuBocThb K uHekuuu [10]. Yacrora BapuaHTa
CCR5432 B eBpONCUCKUX TTOIMYJISIIIUSIX COCTaBISI-
eT B cpenHeM 10%, Bapbupys ot 16% B pUHCKOI
U MOPAOBCKOM momynsauuusx no 4% na Capou-
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Ta6auna 1. XapakTepucTrka MapKepoB, UCIIOJIb30BaHHbBIX VISl TEHETUYECKOTO U3ydeHUsI ITOMYJISIIIUI KapayaeBleB

Ne Jlokyc Paiton Tun nonmumopduzma Pazmep TTocnenoBaTenbHOCTU MpaiitMEePOB U IHAOHY-
XpOMO- amMIIuu- KJiea3a peCTpUKIUU
COMBI LIMPYEMOTO
(parmenra,
1. H.
NHcepIMoHHO-TeTeMUOHHBI I
MmoJauMopdu3M TeHa pelenTopa _ F: 5'-CTTCATCATCATCCTCCTGAC
| CCRSA32 | 3p21.3 | evokmmos CCRS  (mmammers-| 00400 R: $-TGTAGGGAGCCCAGAAGAGA
HbIi1)
MHceplMOHHO-IeNeIMOHHBI I
noJumMopdu3M reHa aHTMOTEH- F: 5'-CTGGAGACCACTCCCATCCTTTCT
2 ID/ACE 17q23. 3UH-TIpeBpaliaomero GepMeH- 110-400 R: 5'-GATGTGGCCATCACATTCGTCAGAT
TaACE (nuasienbHblii)
D7S23 gﬁ?ﬁ?ﬁ?xﬁ;& “C"“e‘fxgg F: 5-GCTGCATCATATAAGTTGCC
3 (KM19) 7q31-32 MBI © Fel-)IIOM MyKO’BJ/II(-Z[LI,I/ILLOSa 956 R: 5’-AACGCTACACTGTTAATTTT
(nuasiesbHbI) Pstl
BapuaGenbHble TaHIEMHBIE TO-
IVS6aGATT BTOpbl (MUKpOCATE/UIUThI) TeHa .
F: 5-CAAGTCTTTCAGTGATCTTC
4 (CFTR) 7q31.2 | TpaHCMEMOpaHHOTO perynsi- | 106—114 R: - TGAGCAGTTCTTAATAGATAA
TOpPHOTO 0eKa MYyKOBUCLMIO3a
CFTR
IMonumoppusm BapuabesbLHOTO
ylicJia TOBTOPOB (MUKPOCATEIIU - .o
F: 5-GTAGTATCAGTTTCATAGGGTCACC
> |STR/FABP2| 4q28-31 ;fIII)];);eb;a Semea, comspmaiontero | 200220 | ‘. 5 CAGTTCGTTTCCATTGTCTGTCCG
KUIIEYHUKA
[Monumopdusm  BapuabesbHOTO L&
F: 5-GTGGGCTGAAAAGCTCCCGATAT
6 | STR/THOI | 11pl5.5 |umcna moBropoB (Mukpocaren- | 183—207 Ve
Th) FeHa THPO3UHIMAPOKCHIA3bI R: 5'-ATTCAAAGGGTATCTGGGCTCTGG
BapnaGenbHblE TaHIEMHBIE TO- ,
12q22- F: 5- AGATTTTAATGTTCTCACCCGCC
7| VNTR/PAH |50, S)Te‘f;;a;x[fd';ﬁgfgg‘;gmm“a 380-650 | R S CTTGGAAACTTAAGAATCCCATC
g | YNTR/ 1 50153 5355‘366?;353;;1%“?23” rena| 320-520 | F:5-TGTGGTGTAGGGAACGGCCTGAG
DATI1 ) R: 5-CTTCCTGGAGGTCACGGCTCAAGG
nepeHocyrka godamuHa
BapuaGenbHble TaHAEMHBIE TO-
9 VNTR/ 7a35-36 | BTOPHI (MUHUCATEIJIUTBI) TeHa 393—420 F: 5'-AGGCCCTATGGTAGTGCCTTT
NOS3 q SHAOTEJIMAIBHON CUHTA3bl OKUCU R: 5-TCTCTTAGTGCTGTGGTCAC
aszota
10| YNIR/ 541 ffﬁ;“ﬁﬁe?ﬁﬂiiﬁcifeﬁiiﬁﬁm rewa| $25-950 F: S-TGTTCTGGCACAGCAAAACCT
APOB ) ATIOIUTIONpOTeMHa B R: 5-TCACTTGGCAAATACAATTCCTGA

Huu. HMcciaenoBanne BHUY-npoTeKTUBHBIX T€HOB
II0Ka3ajJ0 ITOBBHIIIEHHYIO YacTOTY BCTPEYacMOCTHU
CCR5-432y pycckux u ykpaunues (10—15 % rere-
PO3UTOTHHI 110 JaHHOMY BapuaHTy). Pacmpoctpa-
HeHue BapuaHTa B EBporie, ocooeHHo B CeBepHOIA,
MOXET OBITh CBSI3aHO CO CpEeIHEBEKOBBIMHU ITaHIIE-
mussMu “YepHoii cMepTU”, TaK KakK 3TOT BapUaHT
MOBBIIIACT COIPOTUBIIIEMOCTh OpraHM3Ma YyMHOI
MajJ04Ke, YTO TEOPETUUECKU OOBSICHSIET BBEICOKYIO
yacTtoTy ayutens *D (CCR5A32) cpeny eBpOneHIIeB,
TPYOHO OOBSICHUMYIO JIUIIb Cy4aiilHBIM TeHETUYC-
CKMM npeiidoM, 1 yKa3bIBaeT Ha IeiicTBUe 0TOOpa
B IIOJIB3y TOMO- WJIU T€TePO3UTOTHBIX HOCUTEJICH B

IT'EHETHUKA TOM 60 Ne 2 2024

MPOLLIOM WM HacToseM. BoisiBieHa HeoObIuai-
HO BBICOKasI YacToTa ajuiens ¢ gejaenueit CCRS5-A32
(11.1%) cpenn pUHHO-YrOpPCKOTO KOPEHHOIO Ha-
ceneHus 3anagHoii CuOMpU U OYeHb HU3Kas Yac-
TOTa TOTO K€ ajiesisl Cpear KOPEeHHOro HaceJleHuUs
LenTtpanbHoii A3uu, Boctounoii Cubupu, Hanb-
Hero BocToka n KaHanmel, ycTaHOBJIEH I'paaueHT B
pacnpocTpaHEHUU aJlIelisl ¢ AeJielueil ¢ yMeHblIe-
HueM ¢ 3anaga Ha Boctok [11]. OGHapyxeHue a-
nens ¢ peneuneid *D (CCR5A432) B HeeBpoIecKnX
MOMYJISALUIX, BEPOSITHO, SBJISIETCS CJEIACTBUEM
OTHOCUTEJIbHO HEeJAaBHEIro MOTOKa “eBpOIeiCcCKuX”
reHos [9—10].
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Bo Bcex monrpynmax kapavaeBlieB TNpeobiama-
IOIIMM OKa3aJyiCsl TeHOTHIT *1/*I, TOMO3UTOTHBIH 110
oTcyTcTBUIO fenenuu. Habmogaemble 4acTOThI Te-
HoTunoB Jjokyca CCRS nmpoBepsiii Ha COOTBETCTBUE
paBHOBECHOMY pacrpeneieHuto  Xapau—Baiin-
Oepra Mo KpUTEPHIO X2 1 COOTHOIICHUIO BEPOSTHO-
creit (G?). Bo Bcex CyOIoOIysimMsax KapayaeBIICB
HaboqaeTCsl COOTBETCTBME paclipefie/ieHusT Ha-
0JII0laeMBIX YaCTOT BCTPEYAEMOCTH TEHOTHUIIOB JIO-
KycaCCRY5 paBHOBECHOMY pacIipefie]IiecHUIO Xapau—
Baitu6epra (Tabu. 2).

Pacnpenenenue yactot amneneid *Iu *D Bo Bcex
M3YYEeHHBIX TeorpaduyecKux ITOATPYIIIAX Kapada-
€BLEB SIBISETCSI CXOOHBbIM. Ayienb *D, HecylIui
nenenuto 32 mH, BcTpedaeTcs ¢ yactoToit oT 0.02510
0.074 (B cpeqaem — 0.058), uro HUKe, YeM B psAe
apyrux eBporneiickux nonyiasuuii [11—13]. Cpenu
paHee MPOBENECHHBIX AHAJIOTUYHBIX MCCIeN0BaHUM
nonyasauuii  Boaro-Ypanbckoro permoHa Makcu-
MajbHas 4yacToTa ajuiesiss *D oTMedyeHa B MOITYJsI-
Uy yoMyptoB U pycckux Kuposckoit 061. (0.126
u 0.138), MUHMMaJIbHAs — Yy OalllKMp W YyBalllei
(0.034) [3—T7].

3HauyeHus IToKas3aTeiasa (PaKTUIEeCKOM TeTepo-
3UTFOTHOCTHU 10 JJoKycy CCRS5 HeBbICOKME: B Mpe-
nenax ot 0.050 B r Uepkeccke go 0.149 B Kapaua-
€BKOM p-He.

Jlokyc ID/ACE

I'en ACE xomupyeT aHTMOTCH3MHIIPEBpAaIlaro-
wuii pepmeHT (AIID) — nupKyaupyoumii Bo BHe-
KJIETOYHOM IIPOCTPAHCTBE Oe1oK (KapOboKcHunenTr-
I1a3a), KOTOPBIN MIpaeT BaXXHYIO POJIb B PErYJISILIUN
KPOBSIHOTO JIABJICHUS 1 OalaHca SJIEKTPOJIUTOB, Ka-
TaJU3UPYS pacllelieHrue HEaKTUBHOTO aHTHMOTEH-
3uHa | 7o akTuBHOTO aHTMOTeH3MHa 11 [14].

M3ydyeHHBII1 B HacToOAIIe paboTe WMHCEPIIM-
oHHO-AeaennoHHb1 (I/D) mommmopdusMm o0y-
CJIOBJIEH HaJMYMEM WJIM OTCYTCTBUEM BCTaBKMU
pasmepom 287 mH B uHTpoHe 16 reHa ACE, pac-
MnoJoXeHHoro Ha 17-ii xpomocome B pailoHe 23,
coctoseir u3 Alu-nosropa. emeuus Alu-mo-
BTOpa MPUBOAUT K IMOBBILLIEHUIO 9KCOPECCUN TeHa
ACE n yBenmmuyeHu1o KoHLIeHTpauny AI1®D B KkpoBwy,
JuM@e 1 TKaHSIX, UYTO SBJISIeTCS (hDaKTOPOM, MOBbI-
[IAIOIIMM PHUCK Pa3BUTUS CEePACUYHO-COCYIMCTHIX
3aboyieBaHuil (MHpapKTa MUOKapaa, TUIEPTPO-
(uun neBoro Xxeaymouka, MILIEMUYECKON OOJIe3HU
cepaua), 00Jie3HU TOYEK, aTepoCcKaepo3a, 6ojes3-
HU AnbureiiMepa [15—17]. HdeneuMOHHBIN anieib
*D BcTpevyaeTcsd y 3anagHO-eBpa3suiiCKMX HApOJI0B
yauie, YeM y BOCTOYHO-a3MaTCKUX. ¥ KOPEHHOTIO

HacelleHnsT AQpPUKM YacToTa AeJCLMM CpaBHUMA
C YacTOTOil B €BpONECHMCKUX ITomyiasauusax. Yacro-
Ta MHCEPLUMOHHOTO ajjiejisi HU3Ka Cpelu PYCCKUX
(0.46) 1 0cOGEHHO BBICOKA B HEKOTOPHIX IOMYISI-
nuax Axytuu (0.77) u Anonuwm (0.73) [18, 19]. ITo-
nyasuuu Boaro-Ypanbckoro pernoHa no 4actoram
atenss *D 3aHUMAlOT B ONpeldesIeHHON CTereHU
MPOMEXYTOUHOE MOJOXKEHUE MEXIY MOMYJISLnsI-
MU pycckux U kurtaiiues [18]. MccaenoBaHue UH-
CEPIIMOHHO-IEJICIIMOHHOTO MoMUMOpdu3Ma TeHa
ACE moxeT ObITh BeCbMa MH(GOPMATUBHBIM U MO-
JKET BHOCUTh CYLIECTBEHHbIA BKJIad B FeHEeTUYeC-
KYI0 XapaKTepUCTUKY MOMYJISLIUINA.

Annens *D saBngercda mpeoOnagamoliM B Of-
HO¥1 13 reorpaduuecKux MOATPYIII, Y KapadyaeBlIeB
Ye1b-KeryTMHCKOTO p-Ha ero 4acToTa COCTaBJIsSIeT
0.534. B ueThIpex ocTaJibHLIX MTOATPYIINAX Oojiee ya-
cteM saBnsercd ayiens *1 (o1 0.510 B KapauaeBckom
p-He 10 0.590 B Uepkeccke). 151 Bceit BRIOOPKHU Ka-
pavaeBLeB yacTota amiens *D cocrasisier 0.476,
YTO SIBJISIETCS TIPOMEXKYTOUHBIM 3HAUYESHUEM [IJIs pa-
Hee M3yYeHHBIX OISz It pycckux Kuposc-
Koi1 001. 3Ta yactora — 0.538, uyBauieii — 0.525, Ta-
tap — 0.513, yamyptoB — 0.505, mapuiiues — 0.452 u
bamkup — 0.423 [3-7].

B Tpex noarpynmnax kapadyaesleB (KapayaeBcko-
ro, IlpukybaHckoro, ManokapayaeBCKOro p-HOB)
rnokazaTeju (paKTUYECKOM reTepO3UTrOTHOCTU HUXKE
Teopetuyeckoit. B moarpynmax Yctb-JXeryTuHc-
Koro p-Ha u Yepkeccka nokaszareiu (paKTUIECKOi
FeTEPO3UTOTHOCTH IIPEBBILIAIOT ITOKA3aTelIn Teo-
pEeTUYECKOU reTepo3UroTHoCcTU. Jdeduuur rerepo-
3UTOT MOXET CBUIETEILCTBOBATH 00 MHOPUANHIE B
TpeX MOMYJISUUIX U UX U30JIMPOBAHHOCTH, B OTJIN-
yue oT nomyasuuit Yepkeccka U YcTb-JXXeryTuHe-
KOTO p-Ha.

Jokyc D7523 (KM19)

OmHUM 13 MapKepoB, IIPEACTABIISIONINX U3 Ce0sI
OMHOHYKJICOTUIHYIO 3aMEHYy, KOTOPYIO MOXKHO JIe-
TeKTUPOBAaTh II0 ITOSABJICHUIO WIM IOTepe caiita
y3HaBaHUS OIPEACICHHBIX SHIOHYKJIEa3 peCTPUK-
uuna  sgBiasgercs moiaumopdusm KM19 B nokyce
D7523(7q31-q32), cerieHHBIH C TeHOM, KOTUPYIO-
IIMM TPaHCMEMOpPaHHBIM PEryIsiTOp MyKOBUCIIUAO-
3a (CFTR). llomumopdusm KM 19 xapakrepusyercs
HaJIMYMeM NBYX aJllejeil: ajuienab ¥*A — OTCYTCTBUE
caiiTa peCTpUKILIMHU [IJIs1 SHIOHYKeassl Pstl, ammenb
*B — Hanmu4uue caiita pecTpukuuu [3].

Haubonee yacThiM BO BceX BbIOOpKax Kapaya-
eBIIEB SIBJSETCS ayiellb ¥4, 4acToTa KOTOPOTO Ba-
peupyet ot 0.746 B BEIOOpKE YCTh-JIXXETyTUHCKOTO
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Ta6auna 2. YacToThl ajienieil uccieayeMbIX MapKepoB B M3YYeHHBIX MOIMYJISALIMSIX, a TAKXKE MX OCHOBHBIE MOIY/ISILIMOHHBIE Xa-

DPaKTEePUCTUKHA
Annens/ I'etepo3u- Manokapa- VYcerb-Jlxe-
Jlokyc FOTHOC”{L/ HI—?}ICKC ‘{aeBCKI/II)ﬁ lliy;;yg?:_ ryTI/IHf:[KV[ﬁ Izglz;;{gﬁ_:f{_ r. Yepkecck  FIS FST
bukcaunu p-H p-H
CCR5432 *D 0.068 0.059 0063 0.074 0.025
* 0.932 0.941 0938 0.926 0.975
HWE p(x?) 0.432 0.403 0284 0.304 0.039 —0.036 0.005
s 0.120 0.119 0125 0.149 0.050
o 0.127 0.112 0117 0.138 0.049
F 0.061 —0.063 —0067 —0.080 —0.026
ID/ACE *D 0.475 0.473 0534 0.490 0.410
* 0.525 0.527 0466 0.510 0.590
HWE p(x?) 1.146 0.006 0904 0.082 1.977 —0.034 0.006
H, 0450 0.495 0559 0.479 0.580
. 0.499 0.499 0498 0.500 0.484
F 0.098 0.008 —0124 0.041 —0.199
D7823(KM19) *A 0.780 0.815 0746 0.796 0.779
*B 0.220 0.185 0254 0.204 0.221
HWE p(x?) 1.142 0.436 1551 3.222 1.544
o 0.376 0.281 0441 0.428 0.404 | ~0-127 0.003
H 0.343 0.302 0379 0.325 0.344
F —0.096 0.070 —0162 —0.256 —0.172
1VS6aGATT(CFTR) *6 0.295 0.135 0158 0.220 0.196
*7 0.705 0.865 0842 0.780 0.804
HWE p(x?) 0.675 0.315 2100 1.370 0.001
H, 0.386 0.247 0217 0.400 0.314 0.007-0.019
Hexp 0.416 0.243 0267 0.343 0.315
F 0.005 —0.166 —0.060 0.073 0.187
STR/FABP2 *8 0.000 0.011 0.000 0.000 0.000
*9 0.005 0.011 0.008 0.009 0.012
*10 0.528 0.517 0.516 0.583 0.537
*11 0.179 0.125 0.189 0.130 0.167
*12 0.032 0.028 0.057 0.046 0.062
*13 0.202 0.227 0.205 0.194 0.173 0.011 0.003
*14 0.041 0.045 0.025 0.037 0.043
*15 0.014 0.034 0.000 0.000 0.006
HWE p(x?) 18.113 97.129 49.027 15.187 13.152
H, 0.661 0.693 0.541 0.574 0.704
Hexp 0.646 0.661 0.652 0.602 0.648
F —0.022 —0.049 0.170 0.046 —0.086
STR/THO1 *6 0.255 0.301 0.254 0.292 0.191
*7 0.255 0.199 0.254 0.170 0.185
*8 0.095 0.097 0.066 0.104 0.111
*9 0.205 0.165 0.221 0.198 0.216
*10 0.182 0.227 0.172 0.198 0.290 —0.007 0.007
*11 0.009 0.011 0.033 0.038 0.006
HWE p(x?) 117.879 15.163 29.811 13.783 9.071
H, 0.809 0.830 0.672 0.811 0.840
. 0.786 0.762 0.787 0.795 0.786
F —0.029 —0.061 0.146 —0.021 —0.068
TEHETUKA TOM 60 Ne 2 2024
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Ainens/ I'etepo3u- MaJTOKap?- TMpuky6an- yCTB—I[)Keu— Kapauacs-
Jlokyc rotHocth/ MHIEKC | 4aeBCKUiA o TYTUHCKU I . r. Yepkecck | FIS FST
duKcawn -t CKUU p-H -t CKuii p-H
VNTR/PAH *3 0.320 0.366 0.278 0.358 0.354
*5 0.018 0.006 0.000 0.000 0.000
*7 0.086 0.105 0.071 0.104 0.201
*8 0.414 0.326 0.413 0.340 0.317
*9 0.095 0.169 0.135 0.132 0.061
*11 0.005 0.000 0.000 0.000 0.000
*12 0.054 0.029 0.087 0.066 0.067 | 0109 10.009
*13 0.009 0.000 0.016 0.000 0.000
*14 0.000 0,.000 0.000 0.000 0.000
HWE p(x?) 20.715 28.904 21.688 10.343 10.820
H, 0.631 0.570 0.603 0.717 0.683
H, 0.706 0.720 0.731 0.724 0.726
F 0.107 0.208 0.164 0.009 0.059
VNTR/DATI *9 0.280 0.214 0.253 0.208 0.294
*10 0.717 0.786 0.747 0.781 0.700
*11 0.004 0.000 0.000 0.010 0.006
HWE p(x?) 2.904 0.538 0.037 3.840 2.498
s 0.386 0.363 0.370 0.333 0.433
. 0.408 0.337 0.378 0.346 0.423
F 0,055 —0.077 0.023 0.037 —0.024
VNTR/NOS3 *4 0.202 0.157 0.182 0.135 0.218
*5 0.798 0.843 0.818 0.865 0.782
HWE p(x?) 0.543 3.101 0.175 1.178 0.521
—0.081 | 0.006
H, 0.344 0.315 0.284 0.271 0.368
. 0.323 0.265 0.298 0.234 0.341
F —0.064 —0.187 0.049 —0.157 —0.077

1o 0.815 B Be16opKke IIpukybaHckoro p-Ha. Bo Bcex
reorpaduuecKuX IIOATPYMIIAaX KapadaeBLeB Ha-
OJIIomaeTCsI COOTBETCTBHE pacIpedcieHnsT HalJIo-
JAeMBbIX 4acTOT TeHOTUTOB JIokyca D7523 (KM19 )
pPaBHOBECHOMY pacripeaeieHuto Xapau—BaliHOepra
(Tabu. 2). B yeTbIpex 13 IISTA DOATPYIIN, UCKITIOYAs
TOJIbKO BbIOOPKY IIprKy0aHCKOTO p-Ha, TaK Xe, Kak
1 B o0uIeii BbIOOpKe Kapayaesies (H, = 0.382; HeXp
= (.329), nHOeKc HAOIIOIAEeMON reTepPO3UTOTHOCTH
MPEBHIIIACT TCOPETUUSCKU OXMIAeMOe 3HAaUCHMUE,
YTO KOCBEHHO yKa3bIBaeT Ha HAJIWYMEe MUTPAIIOH-
HOIf aKTUBHOCTH KapayacBIICB.

PaCHpCHGHCHI/Ie 4acToOT ajljIeJied BO BCEX n3y-
YCHHbIX I‘COI‘pa(bI/I‘ICCKI/IX IIOArpYyIIIIax KapadyacBLECB
SABJIACTCA CXOAHBIM: aJlJICIb *A apigercd Hp606)'[a—
JaroluM. AHAJTOTMYHOE pacnpeacjacHme 4aCcToT aja-

Jiefielt 1 reHOTUIoB Jiokyca D7523 (KM19) xapak-
TEPHO IUISI IPYTUX MOMystuii [3—7].

Jokye IVS6aGATT(CFTR)

MuxkpocarennutHseiil gokyc [VS6aGATT(CFTR)
TaHAEMHO TIOBTOPSIIOIINXCS TETPAaHYKICOTUIHBIX
GATTnocaenoBaTeIbHOCTE B MHTPOHE 6a TeHa My-
KOBHUCILIMIO3HOTO TPaHCMEMOpPAaHHOTO PEryIISITOP-
Horo O6enka CFTR mpencrasisier BHyTpUT€HHBII
STR-mapxkep [20]. BeiaBiaeHO AT ajuieneil, Mero-
IIMX OT YETHIPEX 10 BOCbMU OBTOPOB GATT. B paz-
JIMIHBIX ITOMYJISIIASIX MUPa BCTPEUAOTCS B OCHOB-
HOM JIBa aJUIeJisl C IISCThIO WM CEMBbIO ITOBTOPAMMU.
Mx yacToTa B €BpOIICIICKMX ITOIYJISILIUSX B CPEAHEM
coctasiser 0.25 u 0.75 coOoTBETCTBEHHO. AJLJIeNIU C
YeTBIPbMSI, TISITHIO 1 BOCEMBIO ITOBTOPAMU CYMTAIOT-
CsI peIKAMU.

IT'EHETHUKA Ne 2
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Ainens/ Ietepo3u- MaJTOKap?- TMpuky6aH- ch:—)]xeu— Kapauacs-
Jlokyc rotHocth/ MHIEKC | 4aeBCKUiA CKuit p-H TYTUHCKMH | = p-H r. Yepkecck | FIS FST
dukcaimu p-H p-H
VNTR/APOB *28 0.000 0.000 0.000 0.020 0.000
*30 0.064 0.080 0.057 0.020 0.071
*32 0.008 0.021 0.021 0.029 0.022
*34 0.264 0.293 0.229 0.343 0.302
*36 0.432 0.367 0.514 0.461 0.401
*38 0.108 0.112 0.093 0.078 0.099
*40 0.004 0.005 0.021 0.000 0.022
*44 0.028 0.021 0.000 0.000 0.011
*46 0.044 0.048 0.029 0.010 0033 | 1000
*48 0.020 0.037 0.029 0.010 0.033
*50 0.024 0.016 0.000 0.029 0.005
*52 0.004 0.000 0.007 0.000 0.000
HWE p(x?) 329.752 93.440 31.043 178.442 79.077
e 0.592 0.670 0.600 0.353 0.659
H 0.724 0.756 0.669 0.661 0.730
F 0.182 0.113 0.103 0.466 0.096
O6uiee 0.003 | 0.007
SE 0.028

Ipumeuanue. HWE p(x*) — BeposATHOCTD B TecTe Ha paBHoBecue o Xapau—Baiin6epry, F'— nnnekc duxcaunn [(H —H )/H ],
Fg — xoadduumrent nnbpununra mexay unausunam [(H—H)/H ], Fy — KoabduumenT MHOpUAKMHIa MEXIy MOMyIALUSIMH

[((H—H)/H].

Cpenn KapadaeBIIeB IIpeoOJIagaloT ABa ajljIeid,
BKJIFOYAIOIINX IIECTh WIKM CeMb COWHUII IIOBTOpA.
YcTaHOBJIEHO, YTO HamboJiee YaCTHIM SIBJISIETCS all-
JIeJIb ¢ ceMblo rmoBTopamu *7 (ot 0.705 B Maokapa-
yaeBckoM 10 0.865 B [IpukybaHnckom p-He). B 1ie-
JIOM IO pacIIpele/IieHHMI0 JacTOT ajliejieil JIoKyca
1VS6aGATT nonynsauusl KapayaeBLEB OTJIMYACTCS
OT monyisauuu Boiro-Ypanbckoro peruosHa, mis
KOTOPBIX XapaKTepHEI 00Jiee BBICOKME YaCTOTHI all-
nensa *6 (0.270—0.355) u 6osiee HU3KKME YaCTOTHI ajl-
nensa *7(0.590—-0.707) [3-7].

Y kapauaeBueB KapagaeBckoro paiioHa ypo-
BeHb (haKTMUECKOIl T'€TepO3UTOTHOCTU II0 JIOKYCY
1VS6aGATT(CFTR) He3HauuTeNbHO TMPEBBIIIACT
YPOBEHb TEOPETUUECKOI; B IBYX paiioHax, Majoka-
payaeBCKOM M YCTb-/IXKEeryTUHCKOM, HabOIogaeTcs
CHIDKEHUeE IToKa3aTesisa (haKTUIeCKOIl TeTepo3UroT-
HocTtu. B Yepkeccke u [TprkydaHCKOM p-He YpOBHU
(pakTUUECKOM M TEOPETUICCKOM IeTePO3UTOTHOCTH
PaBHEL.

Bo Bcex IIOATrpYIIIIax KapadyacBlICB HabJogaeTcst
COOTBETCTBUE HAOII0AaeMbIX YACTOT BCTPEYAEMOCTHN

IT'EHETHUKA TOM 60 Ne 2 2024

reHoTUNOB JioKyca [VS6aGATT(CFTR) paBHOBec-
HOMY pacnpeneieHuto Xapai—Baitnoepra (Ta6:. 2).

Jloxyc STR/FABP2

I'en FABP2, nmoKanum30BaHHBIN Ha KOPOTKOM
IUIeYe XPOMOCOMBI 4, KOmMpyeT OeJIOK, KOTOPBIit
cBsa3bIBaeT xupHble KucaoTel [10]. bemok FABP2
COIEPXKUTCS B SIUTEINY TOHKOTO KHMIIIEUYHWKA, T
C €r0 IIOMOIIIBI0 OCYIIECTBIISICTCS CBSI3BIBAHUE K-
poB Wwist (popMUPOBAHMST XWWIOMUKPOH. MuKpoca-
Te;uuTHBI Jokyc STR/FABP2 nokanu3oBaH BO
BTOPOM HHTPOHE T€HA, 3TOT TPUHYKICOTUIHBII
moBTop ATT, obo3HawaeTcst kak HUMFABP2 wnn
STR/FABP2 u otHOCUTCS K rpyte STR-MapKepos.
Ha3zBanue amreneil COOTBETCTBYET YKCIIY IIOBTOPOB
KOPOBOI TPMHYKJIEOTUIHON ITOCIEA0BATEILHOCTH.
OnucaHo BoceMb aJuIeNieil 3TOro JIOKYca C YKUCJIOM
MOBTOPOB OT 8 10 16. He BHIABIEHO HUKAKKMX acCO-
YA TToJIuMopdu3Ma B JaHHOM JOKYCe C KaKM-
Mu-1160 3a6oneBaHusIMHU [10]. Beicokoe 3HaueHMe
reTepo3urotTHocT jjokyca HUMFABP2 B momyms-
uusx Esponer (H > 0.5) nenaet 1nenecoodbpa3HbIM
HCITOJIb30BaHME 3TOr0 MapKepa B IIOIYJISIIIUOH-
HO-TeHeTUYECKMX rccaenoBaHusx [10].
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B matm m3yyeHHBIX reorpapuuecKux ITOATPYI-
Iax KapayaeBIIeB BBISIBJICHO BOCEMb aJUIelei JoKyca
STR/FABP2. Bo Bcex M3ydyeHHBIX pailoHaX Hambo-
Jlee J4acThIMU OKasalnch amienu *10 (gactora oT
0.516 mo 0.583), *11 (wactora ot 0.125 mo 0.189)
u *13 (vactora ot 0.173 no 0.227).

Amemu *12, *9, *14 u *15 BcTpedaroTCsl BO BCEX
patioHax ¢ yacroToii MeHee 0.057. Ajutenb *& sIBIIsIeT-
Cs peIKMM B M3YYEHHBIX BEIOOPKAX 1 BBISIBIIEH TOJIb-
Ko B MajokapauyaeBckoM paitoHe ¢ yactotoii 0.011.

B tpex noarpynnax kapauaeBleB (Manokapaya-
eBckoro, IIpukybaHckoro p-HoB U TI. Uepkeccka)
HabomaeTcs npeobianaHue (akTUIEeCKO reTepo-
3UTOTHOCTH T10 JIOKYcY STR/FABP2 110 cpaBHEHHIO
¢ Teopetuyeckoii. B KapauaeBckom u Ycrb-JIxery-
TUHCKOM p-HaxX HaOJIIOAaeTcsl HeIOCTaTOK IeTepo-
3UTOT.

Jlokyc STR/THO1

Jloxyc HUMTHO1 (wim STR/THO1) npencras-
nsieT exne oguH STR-Mmapkep. I'eH THpO3ZMHTUAPOK-
cwmtassl yejaoBeka ( T'H) mokanm3oBaH Ha KOPOTKOM
mwrede 11-if xpomocomsl (11pl15.5), B uHTpOHE 1
OH comepXut Jokyc HUMTHOI KOpOTKHX TaH-
neMHbIX IToBTOpoB AATG [15]. HazBanwue anmneneit
nokyca HUMTHO1 cooTBeTCTBYeT YMCIy IIOBTO-
POB. B HEKOTOPHIX a/lTelIsIX U3 TeTPaHYKJICOTUIHOM
MOCJICA0BATEIbHOCTY MCUe3aeT OAWH HYKJICOTHUI,
Takue ajuiead 0003HAJaloT Kak 13, TOe n — YUCIIO
KOPOBBIX MOBTOPOB (Hampumep, 9.3). JlaHHbI Mo~
JUMOPGHEIN JIOKYC UMeeT BRICOKUIT YPOBEHB TeTe-
po3urotHocty (90%) ¥ aKTUBHO MUCIOJNb3YEeTCS B
MOIYJISIHAOHHOM TeHEeTUKe M IIPU UICHTUDUKAIINT
JuyHocTu [15].

B o06111eii BbIOOpKE KapayaeBLEeB BbISIBICHO LLIECTh
auteneit nokyca STR/THOI: nanbonee 4yacThIMU
OKa3aJInCh IISITh ajutesiei *6, *10, *7, *9u *§, gacto-
ThI KOTOpbIX cocTaBuiau 0.259, 0.214, 0.213, 0.201 u
0.119, coorBercTBeHHO. HO cienyeT oTMETUTh, YTO
COOTHOIIIEHWE YaCTOT ajUlejiei B M3YYeHHBIX IOMI-
rpymniax KapadaeBlLeB pa3inyHo (Tabi. 2). AJjesb
*11 aBnsieTcsl peIK1UM BO BCeX ITSTH MOArpYMIIax: ero
yacTtoTa He npesbiiiaet 0.038.

Ilo maHHOMY JIOKyCy OTMEUYaeTcsl B OCHOBHOM
MpeBHIIICHNEe HaOMIomaeMOM TeTePO3UTOTHOCTH,
3a UCKIIOYeHHEM YCTh-/3KeryTMHCKOIO p-Ha, IIe
oXumgaeMasi TeTepO3UTOTHOCTb BHIIIIE (haKTHIECKOIA.

Jlokyc VNTR/PAH

KpoMe MUKpOCaTEUIMTHBIX MapKepoB, PaccMO-
TPEHHBIX BBHIIIE, B IOMYJISIIMOHHO-TEHETHIECKUX

KUCCEA0BAHUSIX AaKTUBHO WCIOJb3YIOTCS MWHU-
catesuiuThl. OOHUM U3 HUX SIBJISETCS BBICOKOIIO-
JTUMOP(MHBIIA Y4aCTOK, TPEACTABISIONIMI COOOM
AT-0oraTble MOBTOPSIOLIMECS TOCAEA0BATEIbHOCTH
pasMepom 30 ITH, JTJOKaIM30BaHHbBIC B 3'-KOHIIE TeHa
denunananmarugpokcuinassl  PAH  (12q22-q24).
AHanu3 gJaHHOTO peruoHa B rmonyJsuusx EBporbl
BBISIBUJI JIEBSITb BapUMAHTOB ajljiesieil, comepxKallux
pa3IUYHOE KOJIUYECTBO IMTOBTOPOB pa3sMepoM oT 350
o 650 mH [13].

B 11e;1oM B BBIOOpKe 13 485 MHIMBHUIIOB OIIpeeic-
Hbl 8 ayuteneii 1okyca VNTR/PAH ¢ yviciom TOBTO-
POB KOpPOBO# eAMHULIBI OT 3 10 13 (ajuienu ¢ yuciom
moBTopoB 4, 6 unu 10 He BeIsBIcHBI). HauGonbliiee
yucino ajtenen mo JokycyVNTR/PAH oTMmedeHO
st MajtokapayaeBcKoro p-Ha (Bce 8 amneneit). Bo
BCEX palioHaX cCaMbIMM YaCTbIMM OKa3aJMUCh aJlJIeIn
*& (ot 0.414 B ManokapagaesckoM 1o 0.317 B Yep-
keccke) 1 *3 (ot 0.356 B [Ipukydanckom mo 0.278
B YcTb-/XxeryTuHckom). CieayeT OTMETUTD, YTO B
paHee M3YYEHHBIX POCCUMCKMX MOMyIsaumsx [3—7]
yacToTa ajureiia *3 cyliecTBeHHO IIpeobiamana Ha
4acTOTaMM BCEX OCTaJIbHBIX aJljieieil, B TOM YMCTIEe U
yacToToi ajutens *8. B oO1eit ke BRIOOpKe Kapada-
€BLIEB YaCTOThI 3TUX ajUiesieid 3HaYMMO He pas3anya-
torcst: 0.362 ma annenst *8 w 0.335 st ayutenst *3.

I[Ipy wmccraemoBaHMM oOXUJaeMoit M HabmIIOda-
€MOIl TeTepO3UTOTHOCTUA BBISIBJICHO YMCHBIICHUC
Iokasarejieii HaOJIfomaeMoil TeTepO3UTOTHOCTA BO
BCEX MOATPYIIIAX KapayacBIICB.

Jlokyc VNTR/DAT1

I'en SLC6A3 (npexnee HazBanue DATI) xonu-
pyeT mepeHOCUMK nodaMuHa, NpUHALICKAIINIA
K ceMeiictBy Na®,Cl -3aBUCUMBIX II€PEHOCUMKOB
HEHpOMeIUaTOpOB M OTPaHWYMBAIOIINIL aKTUB-
HOCTb T0(GaMUH3PIUIECKOM CHUCTEMBbI B CHHAIICaX
IyTeM 0OpaTHOTO ITOIJIOIICHUSI HelipoMeauaropa B
MIpeCUHAIITUIYEeCKNEe TEPMUHAIM, KOTOPBI HMIpaeT
BaXKHYIO POJIb B TO(aMUHAPIMIECKOI HEHpOTpaHC-
muccun [9]. I'ern SLC6A3 nokaam3oBaH Ha XpOMO-
come 5 B obnactu pl15.33. B rene SLC6A3 o6Hapy-
KEeH JIOKYC BapbUPYIOIINX TaHIEMHBIX ITOBTOPOB
(VNTR) B 3'-HeTpaHCIupyeMoit 00J1acTH ¢ YUCIOM
koruii oT 3 no 11 (mMrHa KoMy MOBTOpa COCTaB-
nset 40 nmH). HaubGosee yacTbiMu SIBISIIOTCS Qe
¢ 9 1 10 eqMHUILIAMA TTOBTOPOB, OHM IIPUCYTCTBYIOT
6onee yeM y 90% MHAVMBUIOB B HOMYISALIMSIX €BPO-
TeiileB 1 aMepUKaHIIEB €BPOIIEICKOTro 1 apprKaH-
CKOI0 IIPOMCXOXIeHUS. BBISIBIEHH accolMalnn
Mexny roaumopdusmoM VNTR/DAT1 v mmzodpe-
HUEH 1 TUIIEPAKTUBHBIMUA COCTOSIHUSIMHU C HapyIIe-
HUeM BHUMaHUA [9].
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PacnipeneneHue yacrotr amieneit pokyca VNTR/
DATI Bo Bceit momy/IsiIMU KapadyaeBlEB XapaKTepU-
3yeTcs KaK yHMMonaiabHoe. Beero BeIsiBIIeHO 3 ajuie-
si1. CaMbIM 9acTBIM SIBJIIETCS ajuresb ¢ 10 emmHMIa-
MM TIOBTOpA, YTO XapaKTepHO U I MHOTUX APYTUX
paHee McCClenoBaHHbIX monyasauuii [3—7]. Makcu-
MaJIbHOE 3HaYeHME 9acTOThI ajuiesl *1() BHISIBIICHO y
kapauaeBleB [Ipuky6aHckoro p-Ha (0.786), a MUHU-
MaibHOe — y KapauaeBleB Uepkeccka (0.700). Bro-
PBIM II0 YacTOTe SIBJIAETCS ajuleb *9, HauOobIIast
YacToTa KOToporo BeIsgBIeHa B Yepkeccke — 0.294, a
MuHMManbHas — B KapauyaesckoM p-He (0.208).

ITokazatenu HabaOAAEMOI T€TEPO3UTOTHOCTU T10
JaHHOMY JIOKYCY BapbupyloT oT 0.333 B moarpyrre
Kapauaesckoro p-Ha 10 0.433 y kapauaeBueB Yepkec-
cka. B o0benrHeHHOM BEIOOPKE IToKa3aTesb (pakTuie-
CKOIf TE€TEepO3UTOTHOCTA 3HAYMMO HE OTJIMYAETCS OT
TEOPETUYECKU 0XKUIaeMoro 1o JJokycy VNTR/DATI.

Jlokyc VNTR/NOS3

Enre omHIM MUHHCATEIUIMTOM, IIIMPOKO UCIIOIb-
3YIOIIMMCSI B IONYJISIIMOHHON T€HETHUKE, SIBIISICT-
cs1 mokyc VNTR/NOS3. I'en eNOS pacIiojloxkeH Ha
xpoMmocoMme 7 B JIoKyce q35-36 u KogupyeT pepMeHT
KOHCTUTYTUBHYIO 3HIOTCIUAIBHYIO CHMHTA3y OKHU-
CH a30Ta, yYaCTBYIOIIMIA B 0Opa3oBaHUU OTHOTO
W3 BaXHEUIIMX BTOPUYHBIX MECCEHIKEPOB B Op-
ranusMe uenoBeka — okucu azota II (NO). ITonu-
MOopGH3M MHUHHUCATE/UIMTHOTO MOBTOpPa B MHTPOHE
4 o0ycJIOBJIEH BapbUPYIOIIMM YHCJIOM TaHIEMHBIX
nocjaegoBaTebHOCTE pa3smepoM B 27 mH [21].
HaHHbIE psaa WccaeaoBaTeieid CBUACTEIbCTBYIOT B
MOJIb3Y B3aMMOCBSI3U MOAMMOp(dU3Ma 27-4JeHHbIX
TaHIEMHBIX IIOBTOPOB I'€Ha SHOOTEIMAIbHON CUH-
Ta3bl OKMCH a30Ta C pa3BUTHEM MHpapKTa MHOKap-
J1a U 3CCEeHLIMAIbHOM TUIepTeH3uei [22].

B monynsaiuyu KapayaeBlEB BBISBICHBI ABa all-
nens *A m *B, ¢ 4MCI0M TIOBTOPSIOIINXCS €AUHUIT
4 ¥ 5 COOTBETCTBEHHO.

Yacrota amens *Brena NOS3 Bo Bcex OArpyIi-
Iax KapayaeBIeB 3HAYUTEIFHO IIPEBBIIIACT YaCTOTY
ajtenss *A4 (tabm 1.), 4TO COOTBETCTBYET pacIipe-
JIeJIeHUI0 4acToT ajuieneid Jokyca VNTR/NOS3 Bo
MHOTUX M3y4eHHbIX nomyasauusax[3—7]. HaumeHb-
IIast 9acToTa ajijieisl *A BBISIBIIEHA y KapadyacBIICB
KapauaeBckoro p-Ha (0.135); Hamubonee BbICOKOE
3HAYEHUS YAaCTOThI ATOTO ajljIejsi OTMEUEHO y Kapa-
yaeBleB U3 Yepkeccka (0.218).

Jlokyc VNTR/APOB

OI[HI/IM u3 BBICOKOI/IH(bOpMaTI/IBHbIX BbICOKO-
l'[OJ'II/IMOp(l)HbIX CEIMCHTOB 4Y€JIOBCYCCKOro rcHoma,
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KOTOPBIE IITIPOKO MCIIOJIB3YIOTCS B CYACOHOM MEIM-
LIMHE Y TOIYJISSIMOHHON I'€HETHKE, CIYXUT JIOKYC
noBTopstomuxcss KopoBbix AT OoraTeix IOCaeno-
BaTeJIbHOCTEl NIUHOI 14—16 H, IOKAIU30BaHHBIX
npuMepHo B 180 mH 3'-HeTpaHCcIUpyeMoii 00IacTu
reHa anonumnonpoteuHa B (VNTR/APOB). O6b1uHO
B IIOIYJISILIUSIX CEeTpPerupyloT 12 ajreneil maHHOTO
JIOKyca ¢ KOJIMYEeCTBOM MOBTOPOB OT 28 no 52 [23].
[Ipenmnomaraercs, YTo ajjiean ¢ OOJIBIINM KOJIUYECT-
BOM IIOBTOpPOB B JoKyce VNTR/APOB acconumpo-
BaHbBI C pPUCKOM pa3BUTHUS MHpapKTa MUoKapaa [24].
Taxwue aneny oyeHb peaK B MUPOBO MOMYJISIINMN.
IlonygeHHOe B HacToseil paboTe pacIpeneacHue
YacTOT aJUleJiel B IISITU reorpapuuecKux MOATPYII-
IMax KapavyaeBIEB COOTBETCTBYET ITOJYUYCHHOMY pa-
Hee IUIST IPYTUX KMCCIeNOBaHHBIX HapomoB. Camble
pacmpocTpaHeHHbIe ajutean *34 u *36 onpeneacHbI
BO BCeX 5 MOArpyImnax ¢ HaudoJbliei yactoroil. Ya-
croTta amiens *36 cocrtaBuia ot 0.367 B [IpukybaH-
ckoM p-He 10 0.514 B YcTb-JIXKeryTMHCKOM, ajlielist
*34 — ot 0.229 B Ycrb-/IxxerytnHckoMm o 0.343 B
KapauaeBckom. Tperuii 1o yactoTe ajienb *38 Tak-
JKe BCTPETHUJICSI BO BCEX MOATPYIIIAX KapayaeBIEB C
yactoToit ot 0.078 B KapauaesckoM 10 0.112 B [Tpu-
KyOaHCKOM p-He.

M3-3a 60IBIIIOTO YK CIIa CETPETUPYIOIINX aJlIeIei
(12) 1 BO3MOXHBIX TeHOTUITOB (78), a TaKxKe COBCEM
HEOOIBIION YaCTOThHI peaIKuX ajuieseii (JacToTa ai-
nensg *52 cocraBuia 0.004 B MajgokapauacBCKOM
p-He, B IPYyTUX pailoHaxX HEKOTOpPbIEC peAKHE ajlieian
HE BCTPETUJIUCH COBCEM), UCIIONB3Ys CTAHIAPTHYIO
METOAUKY, MbI MTOJYYWIN 3HAUYUTEIbHOE OTKJIOHE-
HUe OT paBHOBecus Xapau—BaitHoepra 1o 1aHHOMY
MYJIbTUAJUIEIBHOMY JIOKYCY, KaK U BeChbMa 3aMETHOE
yMeHbIlIeHHe (AKTUYECKON TIeTepO3UTOTHOCTU OT
OXMJIaeMbIX 3HaYeHUit (Tad. 2).

Wrak, aHanu3 noaumopdusMa JIecsIiTU ayTo-
coMHBbIX 10KycoB JIHK B 06beaHEHHOI BEIOOpPKE
MOIYJISIIMK KapadaeBlleB MOKa3aj, YTO IO IBYM
nokycaM — VNTR/PAH (F,=0.109), VNTR/APOB
(F, = 0.188) — Habmonan0Cch BbIPAXEHHOE CHU-
JKEHUE YPOBHS HAOJIOZAaeMOM TeTepO3UTOTHOCTH
10 OTHOIIICHUIO K TEOPETUUYECKOM, T.e. HaOmoaa-
eJicst neUIUT rerepo3uror. Ilo maru Jokycam —
1VS6aGATT(CFTR), CCR5432, DATI, STR/
FABP2 v STR/THOI — 3HaueHusi oxuaaemMon u
HabJI0gaeMOM TeTePO3UTOTHOCTU IIPAKTUIECKU
paBHbl. Ilo Tpem sokycam — VNTR/eNOS (F_ =
—0.081), ID/ACE (F, = —0.034) u D7S23(KM19)
(F, = —0.127) — nabmonaercs TEHACHUMUS K U3-
OBITKY reTepo3UroT. BhIsIBIEHHBIE OCOOEHHOCTH
MOTYT YKa3bIBaTh Ha 3(PpPeKTH pa3IMIHBIX TUIIOB
oTbopa II0 3TUM TpeM TpyIIaMm JIOKYCOB W/WIHN
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MarnokapauaeBcKuii p-H
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IS = 0.0027
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I. Yepkecck

Puc. 2. leHaporpaMmbl TI0 MaTpHIIE MTOMAPHBIX KO3(d-
($uumnentos F, (a) u 1o yacteiM hamumusm (0).

Ha U30JIMPOBAHHOCTDb I‘COI‘pa(I)I/I‘ICCKI/IX IIOATPYIIIT
KapadyacBIICB.

HauGonpmit ypoBeHb ITOMYISIIUOHHOIO Pa3HO-
00pa3us I1sI KapadaeBlIeB 110 AUAJIICIbHOM CUCTeME
ycraHoBiieH 110 jiokycy ID/ACE, H = 0.513. [ns
MYJIBTHAJIIEIBHOM CUCTEMBI MapKePOB MaKCUMAaJIb-
HBII YpPOBEHb pa3HOOOpa3ys HAOII0AAETCS 1O JIOKY-
cy STR/THOI, H, = 0.792. Tlokasatenb cpenHei
HabJI00aeMOIi TeTepO3UTOTHOCTH Ha JIOKYC COCTaB-
nset 0.466 ns KapayaeBCKOM MOMYJISIIMY B LIEJIOM.

TakuM o6pa3oM, pe3yIbTaThl aHAIM3a Bapuallvii
TEHHBIX YaCTOT, YPOBEHb TI'eTECPO3UTOTHOCTH WU
TEHHOT'O pa3HOO0Opa3usl 10 BCEM M3YYCHHBIM JIOKY-
caM YKa3bIBalOT Ha CYILIECTBOBaHUE 3HAYUTEILHOTO
TeHETUYECKOTO pa3sHOOOpa3us B MOIYJISIINU Kapa-
YaeBIIEB.

ITonyuuts npeacraBieHUE O TOApa3AcACHHO-
CTU MOMYJISIUMHU, O XapakKTepe TeHEeTMYECKUX B3a-
MMOOTHOILLIEHUI MeXIy MHOATpyINIaMu ITO3BOJISIET
KO3(pPULUMEHT MHOPUAMHIA MEXAY MOMYJISILIUSIMU
(F,). Cpennuit Koo(hHUIMEHT UHOPUAMHTAB MO~

OrogaeMoOM 9acTOThI Te€TEPO3UTOTHBIX HOCHUTENIEH
Mo cpaBHeHWIO ¢ oxwmmaemoit, paBeH (0.003, urto
CBUACTENBCTBYET O HE3HAUYMTECIHPHOM HEIOCTaTKE
reTepPO3UTOTHBIX HOCHUTENIEeil M KOCBEHHO O IIpaK-
TUYECKH MOJIHOCTHIO CIyJailHbIX OpaKax B IOITYJIS-
K KapadaeBieB. CpemnHee 3HAaUCHUE IOKa3aTels
F,;, ompenesisiomero noapasaeneHHOCTb MOMyJisti-
1, paBasgeTcs 0.007 (Tabi. 3). DTo TOBOPUT O Cy-
LIecTBylole auddepeHIMaAIUU Teorpaduiecku
Pa3HBIX IIOATPYIIII, BXOISIIINUX B COCTaB IOITYJISIIINN
KapauaeBleB Pecnyonuku KapauaeBo-Yepxkecus.
BryTpunonynaunoHHass M3MEHYMBOCTh OKa3allach
B IIpeaesaxX Bapualliy, YCTAHOBJICHHOM ISl IPYIUX
nonynauuii: i Mapuiiues F, = 0.0024, ynmypToB
F,=0.0048, uyBameii £, = 0.006, tarap F, = 0.0075

S|

1 Gamkup F, = 0.008.

IIpn cpaBHeHMM MATpPUIBI IIOHNAPHBIX 3HA-
4eHUi F MeXIy MoArpynmnaMu ¢ mMatpuueil da-
MWJIBHBIX TUCTAHIINK [25] BBIIBIEeHA 3HaYMMasg 1
IMOJIOXKUTEIbHAS INHEeHas Koppesauus (r = 0.55
+ 0.29). PanroBas xoppensoust cocrtaBmia 0.53.
Ha obeux meHmporpammax (puc. 2) KapadyaeBIIbI
Yepkeccka SBISIOTCS Hanbojee yOaJIeHHBIMU OT
BCEX OCTaJIbHBIX.

Mpbl mpenmnojaraeM, 4To 3TO CBSI3aHO C Ooiee
BBICOKMM YpPOBHEM MeTHCAllUU KapadaeBlieB Yep-
Keccka. MIHTEeHCMBHOCTh METHCALIMM KapadaeBlIEB
B Uepkeccke cocrapiuser 41.3, B paiionax — 11.7%.
DHAOTaMHOCTh PAifOHOB He SIBJISIETCSI BBICOKOI
(0.29-0.53), 5TO MO3BOJIMUJIO HAM OIPEIEIUTh Tep-
pUTOPHIO (PAKTUYECKOIO MPOXKMBAHUS KapadyaeB-
IIeB KaK 2JIeMEHTapHYIO IMOMYJISIIAIO, YTO AOITyCKa-
€T IIPOM3BOJIBHOE COYETAHKME MEXIY MOArpYIIaMu
IIpY KJIACTEPU3aLUHN 10 PA3IMYHBIM TeHETUISCKUM
cucrteMawm [26].

TakuMm 00pa3oM, HECMOTPSI Ha JOBOJLHO BBICO-
KWl YpOBeHb TEHETUUYECKOI0 pa3sHOOOpa3us Kapa-
YaeBIIEB B 1IeJIOM, BHYTPHU ceOsI JaHHAS TOITYJISIIIHST
JIOBOJIBHO BBICOKO ITOJpa3aesieHa.

CDI/IHaHCI/IpOBaHO T'oczaganuem MI/IHI/ICTepCTBa

rpynmax F,, XapakTepusyloIlWii W3MEHCHUs Ha- HayKW M BBICIIETO oOpasoBaHust Poccum.
Tabmmua 3. I1apHble KO3(DGUUMEHTE MHOPUIAKHTA F MEXITY N3yYEHHBIMU CyOTIONMYIAUMAMA
r. Yepkecck KapauaeBckuii p-H ITpuxybaHckuit p-H MajiokapauaeBCKUil p-H Yerb-JIXeryTuHCeKuit p-H
skekk
0.0059 ok
0.0053 0.0027 oE
0.0047 0.0036 0.0062 HE
0.0061 0.0038 0.0039 0.0040 ok
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Bce mpomemypsl, BEIIIOJHEHHEIE B MCCIICIOBA-
HUM C yIaCTUEM JIIOJEH, COOTBETCTBYIOT STUYECKUM
CTaHIapTaM WHCTUTYLMOHAIHHOIO WM/WIM HAIlMO-
HaJIbHOTO KOMHUTETA II0 MCCJICIOBATEIILCKOM STUKE
1 XeJIbCUHKCKOM Aekiapanuy 1964 1. u ee mocieny-
IOIIMM M3MEHEHMSIM WM COIIOCTABUMBIM HOpMaM
STHUKMU.

OT Kaxnoro u3 BKJIIOUEHHBIX B HCCIIEIOBaHUE
YYaCTHUKOB OBLIO ITOJy4eHO MH(MOPMHUPOBAHHOE
TOOPOBOILHOE COTJIACHE.

ABTOpHI 3asIBJISIIOT, YTO Y HMX HET KOH(QJIMKTA
WHTEPECOB.
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Study of the Karachay Population Based on the Analysis of Ten Polymorphic DNA Loci
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Genetic structure of Karachai population has been studied based on analysis of 10 autosomal DNA markers
(diallelicand multiallelic): CCR5A32, ACE, D7S823(KM19) STR/THOI, STR/FABP, STR/IVS6a, VNTR/PAH, VNTR/
DATI1, VNTR/eNOS VNTR/APOB. The total number of sample makes up 485 individuals who are residents of five
Karachai regions: Karachaevsky, Prikubansky, Malokarachayevsky, Ust-Dzhegutinsky and the city of Cherkessk,
the capital of the Republic of Karachaevo-Cherkessia. Analysis of allele’s frequency of autosomal DNA markers in
Karachay geographic subgroups shows considerable genetic differentiation between them. The highest level of genetic
diversity for Karachay people on dialle system is set at the locus ID/ACE, H , = 0.513, on multi-allele system isat the
locus STR/THOI, H , = 0.792. The average value of the observed heterozygosity per locus is 0.466, varying from 0.441
in Ust-Dzhegutinsky to 0.503 in Cherkessk. The level of genetic differences between Karachai groups (£ = 0.007) is
inside the variance defined in the previously studied peoples, Mari (F, = 0.0024), Udmurt (F, = 0.0048), Chuvash
(Fi; = 0.006), Tatars (F,, = 0.0075) and Bashkir (F. = 0.008).
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