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IIpencraBieHBl 00OOIIIEHHBIE PE3yJbTAThl T€HETHUKO-3IMASMUOJIOTNYESCKOIO M3YYeHMs TeHeTUIeCKOM
CTpYKTYphl aTHUYecKuX rpynn KapauyaeBo-Uepkecckoit Pecriyonuku (KYP) yepes paznuyHbie reHeTUYe-
ckue cucteMbl: TeHBI AJl, AP 1 X-ci1. HaciencTBeHHBIX OOJIe3HEel M HeOMOJIOrnIecKue ImapaMeTphl, ome-
HEHHbIE METOLAMM NOIYJSILMOHHON CTAaTUCTUMKHU (CHydyalHbIA MHOPUAMHI Fgp, MapaMeTpbl U30JISILIMU
paccrostHueM Majeko, MHIeKC Murpaunii, nHaekc Kpoy u ero cocrapistionue). YnucieHHOCTh TOTaJIbHO
obcenoBaHHOro HaceneHus coctaBuia 410367 yenosek (r. Yepkecck; Ycerb-JIkerytuHckuii, KapauaeBckuit,
ManoxkapauaeBckuii, [Ipukybanckuii, Xabe3ckuii, Horalickuii, Anbire-Xa0nabCKuii, YpyncKuii, 3eleHIyK-
cKuii paitoHbl). Ha ocHOBe m3ydeHUs1 KOppessiiuii MexXAy pa3IMYHbIMU XapaKTepUCTUKAMU IeHEeTUYEeCKOM
CTPYKTYPHI IIPEATIONIOXKEHO, YTO OCHOBHOM IIPUINHOI reHeTndecKoi muddepernmanym cyonorrysmiamii KYP
110 3Ha4YEeHUsIM Ipy3a U pazHooOpasus (All, AP u X-cI1.) HacJeACTBEeHHbIX 00JIe3Hel SIBIISIIOTCS apeiid re-
HOB I MUTPallIOHHBIE IIPOLIECCHI IIPY CHIDKEHHOM BIUSTHUH €CTECTBEHHOTO 0TOOpa I MyTaIllMOHHOTO IIPO-
ecca.

Kniouesvie cro6a: TeHeTHUECKAsT STTMIEMHOJIOTHS, Ipeiid TeHOB, MUTPallK, MyTallu1, €eCTECTBEHHBI 0TOOD,

rpy3 ¥ pa3HOOOpa3re MOHOTeHHOIT HacaeACTBeHHOM maToioruu, KapayaeBo-Yepkecckas Pecrryoimka.

DOI: 10.1134/S0016675819060213

Hccnenosanue auddepeHUMAIIN TOMYISLIMI,
MexaHu3Ma GOPMUPOBaHUS HO30JIOTUYECKOTO CIeK-
Tpa U OOILETO I'py3a MOHOT€HHBIX HACJEeICTBEHHbBIX
ooneszneii (HB) — cioxHas 3amadya, ITO3BOJISTIOLIAS
MPOBECTU aHAIU3 MPUYUH U3MEHYMBOCTH TeHO(OoHIa
U TIONOWTHM K M3YyYEHHUIO BOIIpOCca OMOJIOTMYECKOMN
9BOJTIOLIVMY YEJTOBEYECTBA B TIPOCTPAHCTBE U BPEMEHMU.

M3 knaccuuyeckoii MOMyasiHUOHHON TeHETUKU B
COOTBETCTBUM C 3aKOHOM “I€HETUYECKOr0 paBHOBE-
cus” cJienyeT, 4To “4YacTOThl T€HOB B MOMYJISIIUA
OCTalOTCSI HEMU3MEHHBIMU B OTCYTCTBUE BO3MYIIAIO-
X BO3IEMCTBUIM TNIpU COOJIIONEHUU OCHOBHBIX
YCJIOBUI BBIMIOJTHEHUsSI 3akKoHa Xapnu—BaitHOGepra”
[1, 2]. Haubonee BaxxHbIMU (haKTOpaMU, U3MEHSIIO-
IIMMU TE€HHbIE YacTOThl B TOMYJSLIUU, SIBISIOTCS

€CTECTBEHHBI OTOOP, BHOBb BO3HUKAIOIIME MYyTa-
U1, MUTpallui, MTHOPUIAMHT, Apeiid reHoB [2].

M3yueHue BIMSHUS T€HETUUYECKON CTPYKTYphI B
dopMupoBaHUU pazHooOpa3us u rpy3a Hb, mpose-
JeHHOE B HEKOTOPHIX HOITYJISIIUSIX Mupa [3—6] u PO
[7—13], moka3ano, 94TO OCOOEHHOCTH TeHOo(OHIa B
OoJblIeit Mepe OTpeNeIsIIOTCS CBOEOOpa3ueM Mmomny-
JISIIMN U UX TeHEeTUYECKUM COCTaBOM, (hOpMUPYS
crienudmnueckmii criektp HB B Kaxmoit momyassonn.
B3aumoneiicTBue OCHOBHBIX (DaKTOPOB MUKPO3BO-
JIFOLIMOHHBIX TIPOLECCOB B KaXIOU CYIIECTBYIOIIEH
MOMYJISILIU Pa3nyaeTcs U MPUBOJIUT K IIMPOKOMY
pa3zHooOpa3uio reHo(OHIOB, ONIpeaesIsieT MPOCTPaH-
CTBEHHYIO U3MEHUYUBOCThL U reTeporeHHocTh HB [6,
8, 14, 15].
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HccnemoBanus 1o maHHOIT mpobieme, IIPOBOIM-
Mbie B TedyeHue 30 et corpynHukamu PI'BHY
“MTI'HII” mo enuHOMY MPOTOKOJY, TOKa3alau, 4To
IUIST OOJIBIIMHCTBA PETMOHOB E€BPOIEMCKON YacTu
Poccuu popmupoBaHue pazHooOpa3nst U CyMMapHO-
ro rpy3a HbB omnpenesnseTcs ciIOoXXHBIM HEOIHO3HAY-
HBIM B3aMMOACHCTBUEM MEXIY Pa3IMYHBIMU (DAKTO-
paMu TIOMYJISILMOHHOM nuHaMuKu. Bemyiiast pojb B
muddepeHIaUY TONYJISIIUIA IO TPY3y U pa3HOO00-
pasuto Hb mpumHamIe:XkuT reHeTndeckomMy apeidy,
MUrpauusm u otoopy [10—15]. Ji1st rpynmsl ayTocoM-
Ho-pelieccuBHBIX (AP) 3a00j1eBaHMii B OrpaHUIYCHHOM
M0 YMCJICHHOCTH CYOIOITYJISIIUM IOAPa3aeICHHOCTh
U HE3HAYMUTEIbHOE YBEIWYEHUE CIIydaliHOro MHOpU-
JIMHTa MOTYT IIPUBECTHU K ITOBBLIIICHUIO “BBIIICIIIC-
HUS” TOMO3UTOT M, KaK pe3yJIbTaT, YBEIIMUYCHUIO Ya-
CTOThI KaKOTO-JIM0O HACJIeICTBEHHOIO 3a00JIeBaHU S
1 CyMMapHOro rpy3a AP-marojiorun npu mnepexoje
OT OOHOIO IIOKOJIeHMs K Apyromy. B oTHomeHHu
ayTocoMHO-IoMUHaHTHOM (AJl) maTonorun nudde-
peHLMalMs B 3HAYCHUSIX I'py3a MEXAY CYyOITOITyJIsI-
UMM MaJIOTO pa3Mepa OOBSICHSETCS pa3IuIHOMN
CTEIeHbIO U30JIMPOBAHHOCTU MPU CHUXKEHUU MUTpa-
LMOHHOI aKTUBHOCTU HACEJICHUS U, KaK CJICICTBUE,
MIPUBOIUT K MOAPA3deICHHOCTH CYONOITYJISILUN U
HaKOIUIEHMIO KaK OTHEJIbHBIX (DOPM HACJIEICTBEH-
HOM MAaTOJIOTUH, TaK U OTSATOILEHHOCTH B 11eJIoM [ 13—
15]. Kpome Toro, Hakoruienuio A/l 3aboyieBaHuii B
NONyJSALMAX C HU3KOM MUIPALIMOHHOM aKTUBHO-
CThIO CITOCOOCTBYET TOT (pakT, UTO mJisi MHOrUX AJl
OoJie3Hell He XapaKTepHO CHIDKEHME IIPHUCIIOCOOJICH-
HOCTH, TaK KaK MaHU(ecTalus U KIMHUYECKUE TTPO-
SIBJICHUSI 3a00JIeBaHMsI BBISIBJISIIOTCSI B PEIIPONYKTUB-
HBII IIEPUO/I WJIX MOCJIE €T0 3aBEePIICHMSI.

Hacrosimas nyoaukainusi mpoaoKaeT Cepuio pa-
0OT IO TeHETUKO-3MUIEMHOIOTNIESCKOMY U3YUCHUIO
Hacenennsa KapagaeBo-Yepkecckoit  PecrryGiamkm
(KYP) 1 nocBsileHa aHAJIM3Y POJIM OCHOBHBIX (paKToO-
POB MUKPO3BOIIOLUOHHBIX IIPOLIECCOB (€CTECTBEH-
HBIIi OTOOp, MUTpallMM, MyTalluM, Opeiic TeHOB) B
muddepennmanuu cyonomnyisiuit KYP nmo pasHo-
00pa3uIo U OTITOLIEHHOCTY MOHOTEHHBIMU HaCJIEeI-
CTBEHHBIMM OOJIE3HSIMMU.

MATEPUAJIBI U METObI

O06cemoBaHne HaceJICHUS ITPOBEACHO B COOTBET-
CTBUU C TIPOTOKOJIOM T€HETUKO-3MUAEMHUOIOTUYC-
CKMX UCCJIeA0BaHMI1, pa3pab0TaHHBIM B 1a00paTOpuu
reHeTudeckoil snumemuonornu ®I'bHY “MI'HIL”
[16]. T'eHeTMKO-3MUASMHOJIOTMYECKOE WCCIIeI0Ba-
HUE HaceJIeHUsI IIPOBeIeHO B ropoaax 1 paitoHax Ka-
pagaeBo-Yepkecckoit Pecnyonamkm: 1. Yepkecck;
KapauaeBckuii, Ycrb-JIxxeryruHckuii, Majmokapada-
eBckuit, IlpukybdaHckmii, Xabe3ckuii, Horaiickuii,
Anpire-Xa0mbcKuit, Ypynckuii, 3eleHIyKCKii paiio-
Hbl. YUCIEHHOCTh TOTAJIbHO OOCIEI0BAaHHOIO Hace-
nenus cocraBuia 410367 yenoBek. PaccmarpuBaemast
BBIOOpKa IpeACTaB/lI€Ha Pa3IMYHBIMU 3THUYECKUMU
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rpyrmmamMu - KYP: kapawaeBubr (39.59%), pycckue
(32.84%), yepkecsl (12.38%), abasunsl (8.11%), HO-
raifuel (3.59%), npyrue HammoHansHOCTH (3.50%).
AHanmM3 B3aMMOCBSI3M IIapaMETPOB TI'€HETUYECKOM
CTPYKTYpHI IIPOBENICH JJIsl BCEro HaceeHusl, 0e3 yue-
Ta HallMOHaJIbHOCTEM, Tak Kak Haceisiome KYP
HapoIbl UIMTEIbHOE BpeMsl MPOXMBAIOT Ha OTHON
TEPPUTOPUU, a aHAJIN3 OpauyHOI STHUUYECKOM accop-
TAaTUBHOCTHU MOKa3ajl BbICOKMII YPOBEHb UX METHCA-
onu [17].

Bo Bcex cyOnonynsiiuysax U3y4eH U MojiydeH KOM-
TUIEKCHBIN “reHeTnyeckuii moptpet”. I BO3MOXK-
HOCTU KOJIMYECTBEHHOTO aHajiu3a BJIUSIHUSI OCHOB-
HBIX (haKTOPOB NONYJIIHUOHHON TMHAMUKM (Ipeiida
reHOB, MUTPAILIMOHHBIX XapaKTePUCTUK, MyTallMOH-
HOTO Tpoliecca, eCTECTBEHHOTO 0TO0Opa) Ha BeJIMYM-
HY OTSTOIIIEHHOCTH W pa3HOOOpa3us BO Bcex cyOIo-
nysuusax KYP ucrnoib3oBaHbI ciieayoiie JaHHbIE,
paccuuMTaHHbIEe JJI BCcero HacejieHUs1 PecriyOonuku,
HE3aBMCUMO OT HallMOHAJIbHOCTE:

1) oTATrOIIeHHOCTh M MHAEKC pa3HooOpa3us Hb y
HaceJeHUsl CeJIbCKUX paiioHOB U ropoaos. ['pys Hb
paccuuMTaH KakK OTHOIICHHE aOCOJIOTHOrO 4YHCiIa
00JbHBIX K yncieHHocTH (Ha 1000) HaceneHus B cy0-
nonyasiuu. MHaekc pasHooOpas3ust pacCuuTaH Kak
OTHOIIIEHNE a0COJIOTHOT'O YK CJIa BEISIBIIEHHBIX HO30-
JIOTUYECKUX (POPM C OIpeAcIeHHBIM TUIIOM Hacje-
JIOBaHUSI B KOHKPETHOM paiioHe/Tropojie K YMCIIeH-
HOCTH HacejJeHMsI 00CIeIOBaHHOIO pailoHa/Topoja
(Ha 1000 yenoBeK);

2) ciayyailHblif MHOpUAWUHT Fgr MOACYUTAH CTaH-
JIapTHBIM METOJOM 4Yepe3 4acToThl haMuuii [18] mo
JaHHBIM CIIMCKOB u30uparteneit Pecry0aukuy ToTaab-
Ho (Jimua ctapiure 18 jet) — 394612 3anuceii;

3) aHaimu3 OpavyHO-MUTPALIMOHHON CTPYKTYPHI:
nHaekc sHgoramuu (D), NoKaJbHBI MHOPUIMHT

(AQ) yepe3 MoOIENb UBOJISIHUM paccTOSTHUEM Malieko

[19], uHAEKC MUTpaAlIMOHHOI aKTMBHOCTU Hacelie-
Hus (MM) ouieHeHbl Ha ocHoBaHuM 30177 GpayHbIX
3anuceit (13 otnenoB 6opo 3AI'C) [20, 21]. UM pac-
cuuTaH Kak 1— ND;

4) mJIst OLEHKM YacCTOThl MyTallMOHHOTO Mpoliecca
MPUMEHEH OpsIMOii MeToA oLeHKu [2]. YacTora pac-
CUMTaHa KaK OTHOIIEHWE YMCa CIIOPaaudecKux ClIy-
yaeB ¢ A/l marosorueii B CyOromnysiuusix K yIBOeHHO-
My YHCIy OOCenoBaHHbIX. B 3TOM aHaiu3e UCMoJib-
30BaHbl JaHHBIE O CEMbSIX C TOUHO YCTAaHOBJIEHHBIM
AJl 3abojieBaHMEM CO 3MO0POBBIMM POIUTEIISIMU U
npeakaMu 6ojiee paHHUX MoKoyieHuii. CeMbU C HEn3-
BECTHOI ceMeifHOit ncropueit (1o 3-ro MOKOJIeHMsI)
Y/WUJIU C HETIOJIHOM TTIEHETPAaHTHOCTHIO 3a00JIeBaHUS
WUCKJIIOUYEHbI U3 aHAJIN3a;

5) IJ1sl OLleHKY AEUCTBUSI TOTAIbHOIO OTOOPA UC-
noab3oBaH MHAeKC Kpoy M ero coctapisioliue
(Im — nuddepeHLManbHASE CMEPTHOCTD, If — nud-
depeHuMaNbHas TIOJOBUTOCTD, [tot — MakcUMaJIbHO
BO3MOXKHBIN OTOOp), OIEHECHHBIC Yepe3 AeMorpa-
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¢duryeckre aHKETHl OT XXEHIIWH MOCTPENPOAYKTUB-
Horo Bo3pacta. B o01ieii COBOKYITHOCTH MpoaHaIu-
3upoBaHo 2983 aHKeThI [22].

AHanu3 TMPSIMOM PerpecCUOHHON 3aBUCUMOCTU
(110 [Mupcony) MeXTy OCHOBHBIMU ITapaMeTpaMH Te-
HETUYECKON CTPYKTYPBI, TPY30M U pazHOOOpasreM
BBITIOJIHEH C UCMIOJIb30BAaHUEM ITPOrPaMMHOTO MaKe-
Ta “Statistica 13” (ypoBeHb 3HaUunMOCTH p < 0.05).

PE3VJIBTATbBI 1 OBCYXIEHHUE

B pesynbTaTe TeHETUKO-3MUAEMUOIOTUYECKOTO
n3ydeHus HaceneHust KYP BeisiBaeHo 1828 00IbHBIX
n3 1287 anepHbIX ceMeil ¢ 226 HacaeACTBEHHBIMU 3a-
0ojeBaHUSIMU. AHaIU3 TTOKa3aja, 4TO HabJromaeTcs
3HauYMTeJIbHAsl Bapualivs B 3HAaUEHUSX 00I1Iero rpysa
HB: or 2.34 £ 0.12/1000 (A — 1.03/1000, AP —
0.95/1000 yenoBek 1 X-cu. — 0.36/1000 My>k4nH) B
r. Yepkeccke mo 9.82 + 0.76/1000 (A — 5.82/1000,
AP — 2.58/1000 uenoBek u X-cu. — 1.42/1000 myx-
yuH) B HoraiickoM paiioHe. MHIekc pazHooOpas3us
TakKXXe 3HAUMTEJbHO pasnudajics Mexiy cyOornorysi-
musmu — ot 0.61/1000 B r. Yepkeccke mo 2.52/1000 B
Horaiickom paitoHe. /1151 0ObSICHEHUS BBISIBJICHHOM
nuddepeHIaly MexXay CyOoronyasiiusiMu B 3Haue-
HUSIX Tpy3a U pazHooOpa3ust Hb kommuecTBeHHO O11e-
HEHBbI pa3IMuYHbIe (haKTOPbl MOMYISILIMOHHON TUHAMMU-
KU, IEUCTBYIOIINE B COBPeMEHHOI norysiiun KYP.

B ta6un. 1 nmpeacraBiaeHbl JaHHBIE O Ipy3e, MHICK-
ce pazHooOpaszus Hb (A, AP, X-cu. u o0muM 11o
BceM HB) 1 oCHOBHBIX TToKa3zaTesix reHeTUYeCKOMn
CTPYKTYpPHI Cpeny HacejieHus 11 cyononyasiuuii: city-

YailHbIiA UHOPUAUHT Fgp, TOKabHBIM MHOpUAMHT d,
WHIEKC MUTpallMOHHO# akTuBHOCTH UM, mapamer-
pul mHAeKca Kpoy (Im, If, Itot).

Ecmecmeennbiit ombop. @aKTOphl €CTECTBEHHOTO
otOopa cneundUIHbI 11 KOHKPETHBIX 00JIe3HEN 1
OoJjiee WU MeHee MACHTUYHBI B MTOMYJISIUUSIX C €A1~
HOM CHUCTEMOI 3IpaBOOXPAHEHUSI, B KOTOPOW HET
pa3nmunii B 3PPeKTUBHOCTA METOIOB JieueHUs. O~
HAKO yYMThIBasi, yTo mauueHThl ¢ Hb (B Ooabmieii
Mepe ¢ AP n X-ci1. maronorueit) MOryT UMeTh CHU-
XKEHHYIO IIPUCIIOCOOJIEHHOCTh II0 CPaBHEHUIO CO
CpeIHE IO MOITYJISILM, ITPOBEACH aHAINU3 KOPPeJIsi-
UOHHOM 3aBUCHUMOCTH MEXOY KOJMYEeCTBEHHBLIMU
3HAYCHUSIMU €CTECTBEHHOro orbopa (mHmekca Kpoy
U €ro COCTaBJISIIONIMX) U TPYy30M U pa3HOOOpaszueM
Hb (AP, AI, X-c1. mmaTojaorum) B o0CIeTOBaHHBIX
cyormomrynsgonsax KYP.

B Ta6:1. 2 ipencTaBiieHBI pe3yabTaThl KOPPEISII-
oHHoro adHanu3a. IlomydeHHBIE KO3(MOUIINESHTHI
KOPpeJsIUA MEXIY TToKazareasaMu uHaekca Kpoy u
3HAYEHMSIMU Tpy3a M MHAEKCAa pa3HOOOpas3us CTaTH-
CTUYECKM He3HAaUYMMBbI. Mexy cyoronyisiimsvu KYP
HE BBISBJICHO Pa3iM4yWii B BEJIMUMHE WHIEKCA MAKCU-
MaJIbHO BO3MOHOTO o160pa (Itot) (%= 0.00078, d.f. =
= 10, p > 0.05) nnu ero cocrapisomux. IloayaeH-
HBII pe3yibTaT IIpearoiaract, 4To JaBJeHUe ecTe-

3UHYEHKO u np.

CTBEHHOI0O OTOOpa Ha 00CJIeMOBAaHHYIO ITOMYJISIINIO
HE3HAYUTEJbHO, U JAHHBII (PaKTOp IOMYISILIUOH-
HOIl NUHAMWUKM HE MOXET SIBJISITHCS NPUYMHOI
middeperntmannn cyornonyngimit KYP mo rpy3y n
pasHooOpasuio HB. Heobxommmo oTMeTUTh, 4YTO
yAy4dlleHWe KadecTBa OKa3aHWs MEIUIIMHCKOM Io-
MOIIIM ¥ ypOaHMU3aLMS HACEJIEHUS 3a TTOCISAHNE CTO
JIST TIPUBEJIU K CHIKeHHIO 60J1ee yeM B 10 pa3 mHIeK-
ca nuddepeHmanbHoit cmepTHOocTH (Im), a MHAEKC
muddepeHnuanpHoil miogosuroctu (If) cHM3MICS
OoJiee yeM B 3 pa3sa [8, 22, 23].

Mymauyuonnuiii  npoyecc. PacnpocTpaHEeHHOCTb
BHOBb BO3HUKIIIMX MyTalluii B 00CIeT0BaHHBIX Cy0O-
MONYJSIUSX OIIeHEHA TPSIMBIM MeTozIoM [2]. 3Hade-
HUSI pacIpOCTPAaHEHHOCTU BHOBb BO3HUKIIINX MyTa-
LI OKas3aJlUCh CXOXHWMU BO BceX 0OCJIeNOBaHHBIX
cyonionysiiusix KUP (y2 = 2.36, d.f. = 10, p > 0.05).
AOCOJIIOTHBIE 3HAUYEHUSI BapbUPOBAIU HE3HAYNUTEIb-
HO U1 110 BEJIMYUHE HE OTJIUYAIUCh OT TAKOBBIX B pa-
Hee WM3YyYEeHHBIX ITOMYJISLUsSIX €BPOMEeMCKOM YacTu
P®. Cpennss yacToTa BHOBh BOZHHMKIITUX MYTaITHi
Ha JIOKYC Ha nokosieHue cocrasmwia 0.437 x 1073, Ot-
CYTCTBME Pa3IWyYMUii MO YaCTOTE€ BHOBb BO3HMKIIMX
MyTallMii B paccMaTrpyuBaeMoii BbIOOPKE ITO3BOJISIET
rnoJiaraTb, YTO JaHHBI (paKTOp MOMYJISILIMOHHON AU~
HaMUKU HE OKa3bIBA€T CYIIECTBEHHOTO BIUSIHUS Ha
muddepeHnmanuio cyonomnysauuit KYP mo rpysy n
pazHoo6pas3uio Hb.

Tenemuueckuii dpeiigh u muepayuoHHble XapaKmepu -
cmuky. B monyassuiMOHHON reHeTHKe TpagullMOHHO
KCIIOJIB3YIOTCSI B KauecTBe KOJUYECTBEHHOU Mepbl
neicTBus apeiida reHoB ciydyaiiHblii UHOPUIUHT Fgp

W JTOKanbHBIN MHOpuAUHT . NHIeKC MUTpallMOH-
HOI akTUBHOCTU MIM, ¢ OTHOI CTOPOHBI, OTpaxKaeT
WHTEHCUBHOCTD NABJIEHUS MWUTpALWii, C IPYyrou, —
MTOKAa3bIBAET CTENIEHb N30JIMPOBAHHOCTH TTOMYJISIIIUIA
U CO3JaHUE YCIOBUI i1 BOBHUKHOBEHUSI UHOpU-
nuHra. B Ta6i. 1 npencrasinensl 3HaueHus1 Fgr, UM un

d B cyononynsiuusax KUP. [luddepeHmanms Mmexmny
U3YYEeHHBIMU CYOIOMYJSLMSIMA OMNpeaeaeHa st
BCEX XapaKTEepUCTUK: CIaydyailHOro uHOpuauHra Fgr
(o1 0.00017 10 0.0079), UM (ot 0.34 no 0.80) u noka-

3areseil nokanbHoro nHOpuauHra d (ot 0.00007 mo
0.00304).

I1poBeneHHEBIN aHAIM3 PETPECCUOHHON 3aBUCHU-
MOCTH MEXIY IBYMSI OLlEHKaMu MHOpunuHra (Fgr u

d) nokasza ITOJIOXKUTEIbHBII 1 3HAYMMBIN KO3 hu-

uueHT koppessiuuu (r = 0.79 £ 0.20). 3HaunMble KO-
3 dUIMEHTHI KOPPESILIM MOJTYyYEeHbI MEXIAY 3HaUe-

Husamu Fgru UM (r=—0.74 £ 0.22), mexny d u UM
(r=—0.59 = 0.29). Bricokuit KoapPULMEHT KOppe-
JISIIMU TIOJIy9eH MeXAy IoKasaTeiasaMu rpy3a A u
AP maronorun (r = 0.77 = 0.21). KoadpuiimeHTst
Koppeasauuu Mmexay rpyzom Al u X-cu., AP u X-cir.
MaTOJIOTMM HEBBICOKM, HO CTaTUCTUYECKU 3HAYVMBI
(r=0.48 £ 0.29 u r=0.58 = 0.27 COOTBETCTBEHHO).
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Taomuua 2. KosbhbuiireHThI KOPPEIsIUA MeXITy pa3TnIHBIMU ITapaMeTpaMU TeHETUYECKOM CTPYKTYPBI CYyOITOMYIISIIINIA

KapauaeBo-Yepkecckoii Pecriyonuku

Kommonentsr maaekca Kpoy
Turm Haclie[oBaHUSA Fgr a M
Im If Itot
I'py3 HacencTBEHHBIX OOJIe3HEe M
AyTocoMHO-noMuHaHTHBIMA | 0.80 £0.20 | 0.61 £0.27 |-0.74 £0.22 | 0.040 £ 0.33 | —0.119 £ 0.33 |—0.068 + 0.33
AyTtocoMHoO-petieccuBHbIi | 0.69 +0.24 | 0.69 +£0.24 |—0.54 £0.28 | 0.004 £0.33 | 0.254+0.32 | 0.260 +0.32
X-ClerIeHHbI 0.36 £0.31| 0.36 =0.31 |—0.06+0.33 |—0.050 = 0.29 |—0.229 £ 0.32 | —0.274 £ 0.32
OO1wmii rpy3 0.78 £ 0.21 | 0.65 % 0.25 |—0.63 £ 0.26 {—0.029 £ 0.33 | —0.019 £ 0.33 0.011 £ 0.33
Wunexc pasnoo6pasus (UP)
AyTOCOMHO-ITOMUHaHTHBIA | 0.54 £0.28 | 0.59 £0.27 |—0.49 £0.29 | —0.166 = 0.33 | —0.119 £ 0.33 | —0.191 £ 0.33
AyTtocoMHo-perieccuBHbIil | 0.87 £0.16 | 0.67 £0.25 |—0.47 £ 0.29 | —0.201 £ 0.33 | —0.274 £ 0.32 | —0.239 = 0.32
X-cLerIeHHbI | 0.72 £0.23| 0.30 £0.32 |—0.40 = 0.31 |—0.096 + 0.33 |—0.536 £ 0.28 |—0.540 + 0.28
CymmMmapnsbiii UP 0.75+£0.22| 0.83 £0.19 |—0.53 £0.28 | —0.198 = 0.33 | —0.308 = 0.32 |—0.290 = 0.32

IMonyyeHHBIE pe3yabTaThl IEMOHCTPUPYIOT COIIACO-
BaHHOCTb BCEX M3YYaeMbIX MIapaMEeTPOB MOMYJISIINH,
XapakTepusys ee KaK eIUHYI0O CUCTeEMY, B KOTOPOIA
BCe TIpOleCcChl B3aMMOCBsI3aHbl. BaxkHo, 4TO M3ydae-
MbIE XapaKTEPUCTUKU OLIEHEHBI pa3HBIMUA METOAAMU
yepes pa3IudHbIN NepBUYHBIN MaTepHal.

B Tabi. 2 mpeacraBiaeHbl JaHHBIE O TPOBEICHHOM
aHaJIM3€ PErpecCUMOHHON 3aBUCUMOCTH pPa3MepoB
rpy3a AJl, AP, X-ci. 1 oO1eil OTATOIIeHHOCTA OT
ypoBHeN uHOpuauHra (Fgy u d) U MUTPALIMOHHOM
aKTUBHOCTU HaceJieHUs. [ToaydeHbl BICOKHE KO-
(GULIMEHTHl KOppeasiiuu MeXAy 3HAYeHUSIMU OTsI-
routeHHocT AJl 1 AP martoJjiorueit u BeJJM4YUHaAMU
ciy4yaiiHoro unopuautra Fgp (r=0.80 £ 0.20 u r =
=0.69 £ 0.24 cOOTBETCTBEHHO) W JOKAJILHOTO WH-
opununara d (r = 0.61 £ 0.27 u r = 0.69 = 0.24 coort-
BeTCTBeHHO). B ciyuae X-cuenjeHHO# marojioruu

orpenesieHbl 3HAYNMEBIE, HO 0oJiee HU3KMe Koapdu-
IIMEHTBI KOPPEIALMU C IToKa3aTC/IsIMU I'py3a U FST n

A (r=0.48 £0.20ur=0.45+0.20 COOTBETCTBEHHO).

O11eHKa poiy MUTpalnii B iuddepeHIam 3Ha-
yeHuii rpy3a A, AP u X-cII. maTonorum Takxe roka-
3ajIa HaJIM4YKe KOPPeJISLii IJI1 ayTOCOMHBIX 3a001e-
Banuii (Al u AP). KoaddumueHTs Koppeasumii
MEXXIIY YPOBHEM OTSTOIIEHHOCTH U UHAEKCOM MUTpa-
it UM coctaswm r = —0.74 £ 0.22 u r = —0.54 £
+ 0.28 cooTBeTcTBeHHO. JIj151 X-CII. TaTOJIOTUU 3aKO-
HOMepHocCTel He BeIsIBIEHO (= —0.06 £ 0.33) (Tabu. 2).

MSY‘-ICH& 3aBUCUMOCTb BCJIMYMHBI 06]_1_[61"0 Ipy3a

HBbB ot ypoBHs Fgr, @ 1 UM, nokasasiiiasi BO Bcex
cliydasix BBICOKHE KO3(hOUIIUEHTHI KOPPEILUU (1 =
=0.78£0.21, r=0.65 £ 0.25ur=—0.63 £ 0.26 co-
OTBETCTBEHHO).

B pesynbTaTe MpOBEAEHHOIO aHajlu3a MOXHO
MPENIOIOXKNUTh, UTO 3HAYEHUSI Ipy3a ayTOCOMHBIX
HB B nonynsauym KYP HaxonsaTcst B 3aBUCMMOCTH OT

OIHOBPEMEHHOIo AEMCTBUSI OCHOBHBIX (DaKTOpPOB
NOIYJISILUOHHOM TUHAMUKU — F€HETUYECKOTIO Apeii-
¢da u murpanuii. YeM HIKe ypOBEHb MUTPALIIOHHOM
aKTUBHOCTU HaceJeHUSI M, KaK CJICACTBHUE, BbIIIC
M30JIUPOBAHHOCTh, TMOAPA3ACICHHOCTb CYOITOITYJIsI-
i 1 3¢pPEKTUBHBIN Ipelid reHoB, TEM BBIIIIE ITOKa-
3aTeJIM Ipy3a ayToCOMHOI1 rmaTonoruu. st X-ciI. 3a-
0oJIeBaHNIT MOXHO TOBOPUTH TOJIBKO O BBHISIBIICHHBIX
TeHICHUMsIX. Takass KapThuHa HaOJoganach B 00Jb-
LIMHCTBE 00CaeI0BaHHBIX monysiuuii PO [7—13].

VuuteiBas, uro rpy3 Hb ckmagpiBaeTcs u3 00Jib-
1IOr0O YMcja CeMel ¢ pa3aIUu4yHOI MmaToJioTueil, npem-
CTaBJISUIOCH JIOTUYHBIM U3YyYUTh BO3MOXKHOE BIIMSTHIE
mapaMeTpoOB F€HETUYECKOI CTPYKTYPhl Ha HO30JIOTU-
yeckuii criekTp HB. [l naHHOTO aHaIM3a 4YMcio HO-
30JI0TMYECKMX (DOPM HOPMUPOBAHO HA YMCIIEHHOCTh
HaceJeHMs U opeaesieH MHaeKe pa3Hooopasust (Al
AP, X-c11.) B Kaxa0il 00CJIeTOBaHHOI CyOHOMyJIsi-
uu (taodi. 1).

ITpoBeneH aHalIn3 perpecCUOHHON 3aBUCHMOCTHU
nHAeKca pa3Hoobpasuss Hb ot mapameTrpoB reHeTn-
yecKoit cTpyKTyphl cyoronysiunii KYP. IToxydeHsr
3HauyMMble KO3 dUIMeHThl Koppenasiuuu (Tada. 2)
MexXny uHaekcom pazHooopasus AI, AP u X-cu. Hb
u 3HaYeHusIMU Fyr (r=0.54 £0.28, r=0.87 £ 0.16 u

r = 0.72 £ 0.23 COOTBETCTBEHHO), JOKAJIHLHOIO MH-
opunnara d (r = 0.59 £ 0.27, r=0.67 £ 0.25u r =
=0.30 = 0.32 COOTBETCTBEHHO) M MHIEKCA MUTpaLii
UM (r=-0.49+0.29,r=—-047£029ur=-0.40 =
* 0.31 COOTBETCTBEHHO).

HawubGosnee 4yerkass 3aBUCHMMOCTH pa3HOOOpa3us
HbB ot nmapameTpoB reHeTtuueckoii cTpyKTypbl (Fgr,

d, M) nonydeHa [jisi CyMMapHOTO MHIEKCa pa3Ho-
oo6pazus (r=10.75+0.22,r=0.83+0.19ur=-0.53 =
*+ 0.28 coorBeTcTBeHHO). Hamu Takke mpoBedeH
aHaJIN3 B3aMMOCBSI3M BEJIMUMHBI ob1iero rpy3a Hb n
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CYMMAapHOT0 MHIeKca pa3HO00pa3us, Koo pUIImeHT
Koppesiuuu coctaBui ¥ = 0.94 + 0.11.

Takum obpas3oM, TIPOBENCHHBIN aHAIN3 TTO3BOJIII
KOJIMYECTBEHHO YCTAHOBUTD, YTO OCHOBHBIMHU (haKTO-
paMy MUKPO3BOIIOLNN, B HAUOOJIbIIIEH Mepe oIpee-
JsmommMu auddepeHanio cyonomynsauii KUYP
10 TPy3y U pa3HOOOpa3uIo HACIEACTBEHHOI ITaTOIO0-
TUU, SIBJISTIOTCS] YPOBEHB MOIPAa3eIEHHOCTU 00CIIeI0-
BaHHBIX CyOIIOITYJISILIMIA, TEHETUYECKUM apeiid u Mu-
rpanuu. Poiib ecTecTBeHHOro oTbOOpa ISt Ipy3a U
pa3Hoo6pasust Hb B HacTosIIIIMiIT MOMEHT COBpEMEH-
HBIM 37paBOOXpaHEHWEM HMBEJIMPOBaHa, OIHAKO
JaHHBIA aHAJIU3 JIYYIlle IIPOBOIUTD UISI KOHKPETHBIX
Ho3oJIoTn4ecKnX (opM, TaK KaK HPUCIIOCOOIIEH-
HOCTb HEKOTOPBIX T€HOTHUIIOB MOXET OBITH CyIle-
CTBEHHO CHMXeHa. [laHHag KapTUHA XapakTepHa U
IJIs1 OpyTHUX Tonyisuuii PO u mupa [2—13].

PaGoTa BeIMoIHEHA TPU YACTUYHOM (PUHAHCUPO-
Banun PH® (Poccuiickuii HaydyHbIi (POHI), TPaHT
Ne 17-15-01051.

ABTOpBI 3asBJIAIOT, YTO Y HUX HET KOH(I)J'[I/IKTa HNH-
TEPECOB.
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Study of the Role of the Main Factors of Population Dynamics in the Mechanism
of Differentiation and the Formation of Diversity and Genetic Load of Hereditary
Diseases in the Subpopulations of the Karachay-Cherkess Republic

R. A. Zinchenko® ® *, G. 1. El’chinova?, R. A. Bikanov?, A. V. Marakhonov®,
V. V. Kadyshev, S. 1. Kutsev~¢, and E. K. Ginter”
“Research Centre for Medical Genetics, Moscow, 115522 Russia
*Viadimirsky Moscow Regional Research and Clinical Institute, Moscow, 129110 Russia
¢Pirogov Russian National Research Medical University, Moscow, 117997 Russia
*e-mail: renazinchenko@mail.ru

The generalized results of the genetic and epidemiological study of the genetic structure of different ethnic
groups of the Karachay-Cherkess Republic (KChR) through various genetic systems are presented: by the
genes causing AD, AR and X-linked hereditary diseases and by non-biological parameters estimated by the
methods of population statistics (random inbreeding Fsr, isolation parameters by the distance of the Malécot,
migration index, Crow index and its components). The total size of investigated population was 410367 peo-
ple (Cherkessk city, Ust-Dzhegutinsky, Karachayevsky, Malokarachayevsky, Prikubansky, Khabezsky,
Nogaysky, Adyge-Khablsky, Urupsky, Zelenchuksky districts). Based on the study of correlations between
different characteristics of the population genetic structure, it is assumed that the main cause of genetic dif-
ferentiation of KChR subpopulations by diversity and load of hereditary diseases (AD, AR and X-linked), is
genetic drift as well as migration with a decreased influence of natural selection and mutational process.

Keywords: genetic epidemiology, genetic drift, migration, mutation, natural selection, genetic load and diver-
sity of hereditary diseases, Karachay-Cherkess Republic.
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