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B pesynbrate NpOBEAEHHOMO rEHETUKO-3MMAEMMONIONMYECKOr0 NCCNEA0BAHNS OLEHEH rPy3 MOHOMEHHON HACNECTBEHHON NaTonorum
(MHIM) B 5 nonynauwmsix (r.Yepkecck, YcTb-IxeryTuHckuia, Kapadaesckuii, Manokapayaesckuid, MpukybaHckuin paiioHbl) KapadiaeBo-Hepkec-
ckoii Pecriy6nmkm (KYP). AHanm3 npoBedeH 1 BCEro HaceneHus 1 oTAenbHO 419 npeacTaButeniein TutynbHoin Haumm KYP — kapadaeBLpl.
YucneHHoCTb 06CneoBaHHONO HaceneHus coctaBuna 269 355 yenosek, 13 kotopbix 197 597 ropoackoro (72 896 kapadyaesueB — 36,89%)
1 71558 cenbckoro (62213 kapayaeBLeB — 86,94%). AnddepeHupansHasn anarHoctvka MHI npoBeaeHa ¢ MCnosb30BaHNEM COBPEMEHHDIX
TexHonorui (MUP-MNAP® ananuns, cekseHnposarue no Cerrepy, MLPA, NGS, FISH u op.). 3HaveHus oTtaroweHHocTy Hacenenus ALL, AP 1
X-CL,. NaTonorvei 3Ha4YnTENbHO BapbMPOBaAIM MEXAY MONYNALUMSMA 1 MO aBCONMIOTHBIM 3HAYEHUSIM BIM3KI K TEM, KOTOPbIE ObliN NOMYyYEHbI
[nst HapoaoB Bonro-Ypanbckoro pervmoHa. Havbonbluas auddepeHumauys BuisBfieHa Mexay rpy3om scex Tunos MHIT B ropoackux v cenb-
CKMX Monynsaumsx, kak ans Bcero Hacenenus (1:349 n 1:152 cooTBETCTBEHHO), Tak 1 Ans kapayaesLes (1:262 n 1:154 cooTBETCTBEHHO).

KntoueBble cnoBa: reHeTM4eckas anmaemMmonorusl, rpy3 MOHOMEHHON HacneaCTBEHHOM natonorum, Pecnybnuka Kapadaeso-Hepkeccusi,

KapayaeBLpl

Brenenne

M3yuyeHne pacnpocTpaHEHHOCTH U OLIEHKA CYMMapHOTO
rpy3a MOHOTEHHOW HacjencTBeHHoi maronorun (MHIT)
B MOMYJISIUSIX Y€IOBeKa C MPUBJICYEHUEM HOBEHIIUX aua-
rHoctuyeckux Bo3MmoxHocTeil (JIHK-ananus Meromom
TMHP-TIOAPD, cexpenupoBanue, MLPA, NGS, FISH u np.)
SIBJISIETCST aKTyaJIbHBIM Ha COBPEMEHHOM 3Tare. 3a Moce/-
HUE JECSATUJICTUS JIJISi MHOTMX HAcCJIeACTBEHHbIX OoJsie3Hel
YCTaHOBJIEHA TMEepBMYHAsl T€HETUYEeCKasl MpUpoja, MEHSIO-
1ast NpeicTaBleHNe He TOJIbKO 00 3TUOJIOTUU 3a00/eBaHUi,
HO U O maToreHese, JeueHUU U npoduiakTuke. BoisBieHue
reHetuueckoi rereporeHHoctd MHII (annenbHol, JTOKYyC-
HOI1), YBEJIUYUJIO YMCIO HO30JOTMUYEeCKMX (OpM U paclliu-
pWJIO TIpeICTaBlieHNE Bpadell 0 MHOTUX 3a00JIeBaHUSIX YeJI0-
BeKa, BKJIIOYasi CMEHY KIMHUYECKUX KilacCU(PUKaIIMiA.

I'py3 MHII ocTaetcst BBICOKMM 1 COCTaBIISIET IPUMEPHO
5—17 na 1000 yen. [1]. K HacTosilieMy MOMEHTY COIJIACHO
naHaeiM OMIM u3 23 622 onmcaHwii 3aperMCTPUPOBAHO
4787 MHII/cuHapoMOB ¢ OnMcaHHBIM (DEHOTUTIOM U M3Be-
CTHOW MOJIEKYJIsIpHO#i nipuponoii [2]. [Ipeanonaraercs, 4yTo
YUCJIO HO30JI0TMYECKUX (POPM MOXET TOCTUTHYTH MPUMEp-
Ho 6000—8000 3aboeBaHUI.

M3yueHne paBHOMEPHOCTM M OCOOEHHOCTEH pacrpo-
crpaneHHoctT MHII B nmomynsumsix mupa (Poccun) moka-
3J10 HATMYKE CelUDUYHOCTH TEPPUTOPUATBHOTO PACpo-
CTpPaHEHUS OTIEIbHBIX 3a00JIeBaHUIA, pa3HOOOPa3us U Ipy3a
MHIT B 1es10M, 9TO IPOAEMOHCTPUPOBAHO KAK B 3apy0exK-
HbIX pabotax [3, 4], tak u B Poccuu [5, 6, 7].

BrisiBieHHbIE OCOOEHHOCTU MHOTMMM aBTOPaMU O0bsIC-
HSIIOTCSI XapaKTepUCTUKaMU OpayHO-MUTPALIMOHHON U Je-
Morpaduueckoit CTpyKTypbl ionyssituii | 8, 9], uro Tpedyer
pa3paboTOK perHoH-CHeUU(UYHBIX HTPOGMIAKTUUECKUX
MporpamMM M MHAMBUIYATbHOTO MOAX0AA TIPU MEIUKO-TeHe-
TUYecKoM KoHcysnbTupoBaHun MHII B kaxmoil BHOBb uc-
caemyemoit moryssiun [10].

HanHast pabota nocssieHa oueHke rpyza MHII y Bcero Ha-
CeJIeHUs U 'y KapayaeBlieB S nonynsuuii KapayaeBo-Yepkecckoii
Pecriyonmuku (KYP) u nponorkaer ceputo MmyOivKanuii mo re-
HETUKO-3MMHIeMUOoJIoTyeckoMy m3ydeHnto HaceneHus KYP.

MaTepnam.l H METOIbI UCCJICA0OBAHUA

[IpoBeneHo MeANKO-TeHETUUECKOe 00CIe0BaHNE HacCe-
JIeHUS 5 TOMY/SIIUI KOMIIAKTHOTO TIPOKUBAHMS KapayaeB-
ueB KYP: r.Yepkeccka, Ycrb-xeryruHckoro, Kapauaes-
ckoro, Manokapayaesckoro, [IpukyOaHCKOro paiioHOB.

* PaboTa BBIMONIHEHA MTPU YaCTUUHOM (uHaHCUpoBaHuU rpaHTOB POD®U 14-04-00525 u 15-04-01859.
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CymMapHast YUCIIEHHOCTh 00C/IeIOBAHHOTO HACEJeHUST CO-
craBuna 269 355 ven. (128 769 xapauaeBueB — 47,84%), u3
kotopeix 197 597 roponckoro (72 896 kapadaeBlieB —
36,89%) u 71 558 cembckoro (62 213 kapavaeBleB —
86,94%) (1abn. 1).

DrtHoreHe3 HaponoB KaBkaza cliokeH U HeOTHO3HAYEH.
IIpeanonaraercs, 4To KapayaeBLbl U OaJKaplibl COCTABISIIOT
eIMHBbIN Hapo[, pa3/e/IeHHbI Ha JIBE YaCTU TOJIbKO aJMU-
HUCTPAaTMBHBIMM TpaHullamMu. [IpoucxoxkneHue Kapavae-
BO-0asikaplieB TpEACTaBIsIeT OMHY M3 CIOXHEUIIUX Mpoo-
JIeM KaBKa30BEACHUS, CYIIECTBYET MHOXECTBO B3aMMOMCK-
moyvatouux runote3. [1o onqHO U3 TUIIOTE3 OCHOBOI Kapa-
4yaeBO-0aKapCKOi HApOAHOCTU CIEeAyeT CUMTaTh MECTHbIE
KaBKa3CKMe TMeMeHa, HOCUTENIM KOOAHCKOI apxeojoruye-
cKoil KyabTyphl, ciaoxusiueiicss B XIV—XIII BB. mo H.3.
B ropax u yuenbsix LlentpansHoro Kaskasza. JIpyrue ucro-
pUKU U 3THOrpadbl MPUAEPKUBAIOTCS TEOPUU O Oojrap-
CKOM IIPOMCXOXIECHNH OajKapieB U KapadaeBreB. B 1959 1.
Ha Bcecoro3Hoil HayyHOl ceccuu 1Mo mpodsieMe POUCXOoX-
neHusT OanKapiieB M KapayaeBleB ObLIO MPUHSITO 3aKTIOue-
HHUE, YTO 3TU Hapomabl cPOpPMUPOBAIMCH Ha 0a3e APEBHUX
KaBKa3CKMX, UPAHCKMX U TIOPKCKUX MJIeMeH. YUeHbIe Bblle-
JISIIOT ajlaH, TIOPOK-KUIMYAKOB Y MECTHOE KaBKa3CKOe Hace-
JieHue, TIOJOXUBIIME Hayalo KapayaeBCKOMY 3THOTEHE3y
[11, 12].

HccnenoBanuie MpoBeIeHO B COOTBETCTBUMN € TIPOTOKOJIOM
TeHEeTUKO-3IUAEMUOIOTMUECKX uccaemoBanuii [5, 13]. O06-
CJIEOBAHUIO TIOJJIEXAIO BCe HacelleHWe M3YYeHHBIX TTOMyJIsi-
LIUI, HE3aBUCUMO OT HAMOHAJIBHOW NMPUHAIJIEXHOCTH TaLK-
€HTOB. BbIsiBlIeHHE OOJIbHBIX OCYILLECTBISIOCHh C UCTOIb30Ba-
HUEM Pa3IUYHBIX UICTOUHUKOB PETUCTPALIMU: MEIMKO-TEHETH-
yeckoit koHcynabraimu KYP (r Yepkecck IlepuHataibHbIi
LIEHTP), CITMCKOB MHBAJIMIOB OT IJIABHBIX BHEIITATHBIX CITEIM-
amuctoB KUYP paznuuHoro mpoduisi 1 MEIUIIMHCKUX pabo-
THUKOB JIEUeOHBIX yupexkneHui. JlnarHoctrka ocyuiecTpieHa
C WCTIONIb30BaHUEM COBPEMEHHBIX METOMOB: KIIMHUKO-TeHea-
JIOTUYECKOTO, CHHAPOMOJIOTMUYECKOTO, KIMHUKO-Tab0paTop-
HOTO, JPYTUX IONOJHUTENbHBIX uccremoBaHuii (KT, MPT,
aJIeKTpoMuorpadusi, peHTreHorpapus, ayauorpagus U Apy-
rue), mojekyisipHo-reHetuueckoro (ITLIP-nquarHocTuka, cex-
BeHupoBaHue 1o Cenrepy, MLPA, NGS, FISH u np.).

[NanyeHTaMu ¥ UX pOAUTENSIMU (B Clydae HECOBEPILIEH-
HOJIETHUX JeTeil) MOAMMCaHO MUCbMeHHOe MHMOPMUPOBaH-
HOE coriacue Ha TOOPOBOJILHOE y4acTUe B MCCISIOBAHUM.

OraroieHHocts MHIT HaceneHust M3yuyeHHBIX MOMYJIsi-
LM paccyMTaHa KaK OTHOILIEHHE aOCOMIOTHOIO yucia OOoJb-
HBIX C ONpeie/IeHHbIM TUTIOM HacienoBaHus (A, AP) k uuc-
JIEHHOCTH o0ciienoBaHHoro HaceseHus (Ha 1000 oGcnemoBaH-
HbIX) [5, 12]. I'py3 X-CII. MaTOJIOrMK OLEHEH Ha MYXXCKOE Ha-
ceneHue. K oTgroieHHOCTH paccunTaHa CTaHIAPTHAsI OLMO-
ka. [1pu cpaBHeHUM OTSITOIIEHHOCTY HACEJICHUST MEXITY TOITy-
JAUMAMY UCTIONBb30BaHa cTatucTuka 2 [13].

Pe3yabTaTsl U 00CyXKIeHHE

B pesynbrare reHeTMKO-3MUAEMUOJIOTUYECKOTO 00CIIe-
noBaHus HaceneHus S nonyasauuii KYP ¢ ucnonbzoBanuem
Pa3JIMYHBIX UCTOYHUKOB PErUCTpallMiy MojyyeHa nHpopma-
uus o 9156 mamumenrax ¢ mpeanonoxurenbHo MHII. Ha
aTarne OCMOTpa MalMeHTOB M WIEHOB X ceMell, coopa aHa-
MHECTMUYECKHUX JaHHbBIX, COCTABICHUSI POJAOCIOBHBIX, MEIU-
KO-TeHETMUECKOTO KOHCYJIbTUPOBAHUSI U JTOTIOJTHUTEILHOTO
oocnenoBanust (KT, MPT, anektpomuorpadusi, IUTOreHe-
Tnueckuit aHanus, FISH-ananu3 u np.) y yacTu mauneHToB
BBISIBJIEHA XPOMOCOMHasl TaToJIoThs (BKJItOYasi CTPYKTYyp-
HbIe  XPOMOCOMHBIE  TIEPEeCTPOMKM),  M30JMPOBAHHBIC
BPOXIEHHbIE TOPOKU DPAa3BUTHSI, MYJbTU(hAKTOpUATbHAS
naTojorusi, (eHOKOIMHU HaclIeaACTBeHHBIX Oose3Heil. [Tocne
noaTBepxaatoieit nuddepeHImanibHOM AMarHOCTUKY TIPO-
BeJICH KOMILJICKCHBIM cerperalliOHHbII aHaIu3, TpUMEHsIe-
MBIl IPU MHOXECTBEHHOM peructpauuu cemeit [13]. dua-
rHo3 MHII onpenenen y 1018 6oiabHbIx 13 748 cemeit (AL
— 531 OGonwpHOl U3 324 cemeit, AP — 410 GonbHBIX U3
366 cemeii, X-cu. — 77 OONBHBIX U3 58 cemeir).

OrsroiueHHocTh A, AP, X-cll. naronorueit Bcero Hace-
JIeHUs1 00CIeI0BAaHHBIX TIOMYJISLIMIA TIpeICTaBIeHa B Ta0J. 2.

Ananus orsaroieHHoctn MHII Bcero HaceneHust roka-
3a1 (tabdj. 2), yutro B KUP BbISIBIEHBI TE € 3aKOHOMEPHO-
CTH, UTO OBLIM 3apeTMCTPUPOBAHbI B paHee 00CIeJ0BaHHBIX
pernoHax Poccum: Bo Bcex Momynsiimsix (Kak TOPOICKHX,
TaK M CeJIbCKMX) 3HaueHus rpy3a AJl marosorum 6osee yem
B IBa pasa Bbilie, yeM AP u X-cu. [5, 6, 7, 9].

Tabnumua 1

YucneHHOCTb BCEr0 rOPOACKOro U CeNbCKOro HacesieHMa U kapadaeBLeB B o6cnegyembix nonynaumnax KYP

Monynsaums YucneHHOCTb HaceneHus
Cenbckoe [opona v paliLeHTpbI

Bce KapayaeBupl Bce KapayaeBupl
r.HYepkecck - — 129 000 21778 (16,88%)
Yctb-IxeryTuHekuia (r.YcTb-LxeryTa) 12500 11 808 (94,46%) 30 896 21 947 (71,04%)
KapauaeBckuii (r.Kapayaesck) 13908 11 919 (85,70%) 19 000 14 882 (78,33%)
ManokapayaeBckuii (n.YukekeH) 22393 19 394 (86,61%) 14 201 11 589 (81,61%)
MpukybaHckmin (n.KaBkasckuii) 22757 19 092 (83,90%) 4700 2700 (5447%)
WToro 71558 62 213 (86,94%) 197 597 72 896 (36,89%)

ISSN 2073-7998
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CpaBHUTEJIbHBI aHaMU3 OTSATOUIEHHOCTU HaceJIeHUs!
AIl, AP u X-cu. matojorueii mokasaia HEOMHOPOIHOCTb BCEX
paccMarpuBaeMbix 9 momyiasiuui (X2Aﬂ = 159,50;
x2ap = 81,42; x2xp = 20,97; d.f. = 8, p<0,05) o 3abonena-
HUSIM C KaXJIbIM U3 TUIIOB HacjenoBaHus. Paznuuus B mo-
kazarensx rpysa A, AP u X-cu. maronoruu BBISIBAEHBI U
MPU CPaBHEHUU <«TOPOACKUX» M «CEIbCKUX» Oyt
(2an = 114,215 x2ap = 52,57; x2p = 26,52; d.f. = 1,
p<0,05). BHyTpM paccMaTprBaeMBbIX TPYIIT «TOPOJI»-«CEI0»

nuddepeHLmanus ornpeneiaeHa ajis rpysa AL u AP marono-
ruu (st «roponas y2an = 62,08; x2ap = 16,22; d.f. = 4; nna
«cena» x2an = 10,36; x2ap = 10,14; d.f. = 3; p<0,05).

CpaBHUTENBHBIN aHAIN3 BHYTPU TPYIIIT «TOPOJI» - «CETI0»
He ToKa3aj pa3nnyuit 1jist X-CIl. TaToJOoTUn (IJIsT «Topoaa»
v2xp = 0,59; d.f. = 4; ma «cena» x2xp = 3,95; d.f. = 3;
p>0,05), 4yTO, BUOAMMO, CBSI3aHO C HEOOJIBIIMM KOJIUYECT-
BOM OOJIBHBIX 3a00JIEBAHUAMM C TaHHBIM THUIIOM HAaCJeI0-
BaHMUSI.

3HauveHus otaroweHHocTn AL, AP, X-cu. n cymmapHon MHI1 Bcero HaceneHua 5 nonynauun K‘-IPTa@mw2
Cy6nonynsauns OTaroweHHocTb Ha 1000 yen.”
AL ‘ AP X-cu,. CymMmapHas Pacnp.

[opoackoe HaceneHne n panLeHTpbl
r.Yepkecck 1,11+ 0,09 1,09 + 0,09 0,37 + 0,08 2,38 £0,14 1:420
r.Ycre-Ixeryta 1,81 £ 0,24 1,65 + 0,23 0,32 +0,14 3,63 + 0,34 1:276
r.KapayaeBck 1,11 £ 0,24 1,00 + 0,23 0,42 + 0,21 2,32 +0,35 1:432
n.YykekeH 3,59 + 0,50 2,11+ 0,39 0,56 + 0,28 5,99 + 0,65 1:167
n.KaBkasckui 2,13 £ 0,67 1,28 + 0,52 0,85+ 0,60 3,83 +0,90 1:261
CpeaHeB3BeLUEHHble 3HAYeHUs 1,42 + 0,08 1,24 + 0,08 0,39 + 0,06 2,86 + 0,12 1:349

Cenbckoe HaceneHve
YCTb-[XeryTmHcknm 3,52 + 0,53 2,72 + 0,47 1,76 + 0,53 7,12 £ 0,75 1:140
Kapauaesckunit 3,95+ 0,53 3,24 +£ 0,48 1,29 + 0,43 7,84 £ 0,75 1:128
Manokapa4aeBCkui 4,20 £ 0,43 2,77 + 0,35 0,71 £ 0,25 7,32 £ 0,57 1:137
MpukybaHckuin 2,50 + 0,33 1,67 + 0,27 1,23 £ 0,33 4,79 + 0,46 1:209
CpenHeB3BelleHHble 3HaYeHus 3,49 + 0,22 2,50 £ 0,19 1,17 £ 0,18 6,58 = 0,30 1:152
MpumevaHune k Tabn. 2 n 3: * — X-cuenneHHasa natonorus paccymtanHa Ha 1000 myxuumH; Al — ayTOCOMHO-A0OMWHAHTHAsA NaTo-
norusa; AP — ayToCOMHO-peLieccrBHas natonorus; X-cu,. — X-cuenneHHas natonorus; Pacnp. — 3Ha4yeHns pacnpocTpaHeHHo-
CTV B nonynauum

Tabmua 3
3HaueHusd rpysa Al, AP, X-cu. y kapa4yaeBueB 5 nonynauuin K4P
Cy6nonynaums OTarowleHHocTb Ha 1000 yen.”*
AL ‘ AP X-cu. CymmapHas Pacnp.
lFopofackoe HaceneHve 1 panueHTpbI
r.Yepkecck 1,56 + 0,27 1,56 = 0,27 0,55 + 0,22 3,40 + 0,39 1:294
r.Yctbe-xeryta 1,69 + 0,28 1,41 £ 0,25 0,18 + 0,13 3,19 + 0,38 1:314
r.KapavaeBck 1,41 + 0,31 1,28 £ 0,29 0,40 =+ 0,23 2,89 £ 0,44 1:346
n.YykekeH 4,06 + 0,59 2,59 + 0,47 0,69 + 0,35 6,99 + 0,77 1:143
n.KaBkasckuin 1,85 + 0,83 1,85+ 0,83 0 3,70 + 1,17 1:270
CpenHeB3BelleHHble 3Ha4YeHus 1,98 £ 0,16 1,63+0,15 0,41 £ 0,11 3,81 +0,23 1:262
Cenbckoe HacenexHve
YcTb-XKeryTmHckui 2,96 = 0,50 2,79 = 0,49 1,69 + 0,54 6,61 +0,75 1:151
KapayaeBckuit 3,86 + 0,57 3,61 +0,55 1,17 + 0,44 8,05 + 0,82 1:124
ManokapayaeBckuii 4,43 + 0,48 2,68 + 0,37 0,72 + 0,27 7,48 + 0,62 1:134
MpukyGaHcKni 2,25+ 0,34 1,62 + 0,29 1,26 + 0,36 4,50 + 0,48 1:222
CpenHeB3BelleHHble 3HaYeHus 3,38 £ 0,23 2,56 + 0,20 1,16 £ 0,20 6,51 £ 0,32 1:154
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B ta6n. 3 npencrasnensl 3HaueHus rpysa A/, AP, X-ci.
MaToJOTMU Y KapayaeBlIeB.

Kak cnemyer u3 tabi. 3, y KapauaeBlieB BBISIBJICHBI T XKe
3aKOHOMEepHOCTH B pactipeneneHuu rpysa MHIT (AL, AP u
X-c11.), 4TO U 151 Bcero obcaenoBaHHOro HaceneHust KYP,
U [UTSL paHee U3yJYeHHBIX nonyasuuii Poccun [5, 6, 7, 9], uto
He YOIUBUTEJIbHO, TaK KaK 0OJbIIAs YacTh BBISIBICHHBIX Ta-
LIMEHTOB KapayaeBIbl 0 HalMoHaJIbHOCTH (~70% 60b-
HBIX).

B 3HaueHusx orsiromienHoctu (f) AL u AP naronoruun
y KapauaeBlieB OOHapyKEHbI pa3nyusl IPU CPaBHEHUU BCEX
9 momyssiumit (x2a = 67,31; x2ap = 35,46; d.f. = 8, p<0,05),
COTOCTaBJICHUN rokasareJei rpysa «TOPOICKUX»
(fag = 1,98 £ 0,16; fop = 1,63 £ 0,15) n «cembcKux»
(fag = 3,38 £ 0,23; fap = 2,56 = 0,20) momynsumii
(%an = 25,04; x2ap = 13,88; d.f. = 1, p<0,05) u BHYTpH pac-
CMaTpUBaeMbIX TPYIIl <«TOPOI»-«CeIo» (IIs1  «Tropojaa»
X2an = 30,525 x2ap = 9,89; d.f. = 4; Wi «ceabcKux»
x2an = 14,95; x?ap = 12,00; d.f. = 3; p<0,05). CpaBHeHue
rokasartesieil OTATOLIEHHOCTH HacejaeHus1 X-Cll. MaTojo-
rueit ropoackux (0,41 £ 0,11) u cenvckux (1,16 = 0,20) mo-
NyJASAUMA BBIABWIO 3HauuMMble pasamums (x2xp = 12,35;
d.f. =1, p<0,05). BHyTpu rpymim «ropoi» 1 «Cejio» y Kapada-
€BLIEB aHAJIM3 MPOBECTH HE YAaJoCh BBMIY Majoro abco-
JIIOTHOTO KOJIMYeCTBA OOJTBbHBIX.

BoiBoabi

IIpoBeneHHbIN aHAIKU3 OTSATOLIIEHHOCTH HaceneHuss MHII
(A, AP u X-c11.) B 5 HOIMy/ISILIMSIX KOMITAKTHOTO ITPOXKBAHMS
KapayaeBlLEB MOKa3ajl, YTO a0COJIOTHbIE 3HAYEHUs Ipy3a U
BBISIBICHHbIE 3aKOHOMEPHOCTH CXOXM C TaHHBIMM B paHee
M3YYeHHBIX romyJsiiusix Pocenn [5, 6, 7, 9]. B cpeaHem, Kax-
npiii 194 cenbekuii xutenb (Kaxaplii 144 cenbckuii Kapavyae-
Ber) KYP nmMeer HacencTBeHHOe 3a00j1€BaHKE, YTO HEOOXO-
JIMMO YYMTHIBATh MPU Pa3pabOTKe U BHEAPEHUU MPOMUIaKTH-
yeckux rnporpaMmMm B M3 KYP. Ilpennonaraercs nanbHeriiiee
M3y4YeHUe TIPUYMH BBISIBICHHBIX OCOOEHHOCTEH.
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As a result of genetic and epidemiological study the load of monogenic hereditary pathology (MHP) in 5 populations (Cherkessk,
Ust-Dzhegutinsky, Karachaevsky, Malokarachayevsky, Prikubansky districts) Karachay-Cherkessia Republic (KCR) was estimated. The analy-
sis was performed for the all population and separately for the representatives of the titular nation KCR — Karachai. The number of the sur-
veyed population was 269,355, of whom 197,597 urban (72,896 Karachai — 36.89%) and 71 558 rural (62213 Karachai — 86.94%). Differen-
tial diagnosis of MHP carried out using modern technologies (PCR-RFLP analysis, sequencing according to Sanger, MLPA, NGS, FISH, etc.).
The parameters of load AD, AR and X-linked pathology varied significantly between populations and the absolute values was similar to those
that have been received for the peoples of the Volga-Ural region. The highest differentiation between the load detected by all types of MHP in
urban and rural populations for the entire population (1: 349 and 1: 152 respectively), and for karachai (1: 262 and 1: 154 respectively).

Keywords: genetic epidemiology, load of monogenic hereditary diseases, the Republic of Karachay-Cherkessia, Karachay
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