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OueHeHbI rpy3 1 pa3Hoobpasie MOHOreHHbIX HacneacTBeHHbIX 6one3Het (MHB) B r.Yepkeccke KapayaeBo-Yepkecckoit Pecrybnvkm
(KYP). YucnenHocTb 06cnepoBaHHoro HaceneHus coctasuna 109 000 yen. AHanu3 NpoBeaeH [J19 BCEro HaCEeNeHNs ropoaa U OTAENBHO
[N NpeacTaBuTenell OCHOBHbIX aTHOCOB KYP (pycckie, kapayaeBLbl, Yepkechl, abasuHbl, Horaiiupl). Hozonormnyeckuia cnektp MHB co-
cTaBun 84 3abonesaHs: 46 ¢ ayTOCOMHO-A0MUHAHTHLIM (ALl), 27 ¢ ayTOCOMHO-peLeccuBHbIM (AP) 1 11 ¢ X-cuenneHHbIM (X-CL,) Tinamm
HacnenoBaHus. OnpeneneHbl rpy3 1 pacnpocTpaHeHHocTs MHB, yacTeie 1 peakue Ho3oornyeckne GopMbl, HAKOMIEHNE OTAENbHbIX 3a-
6onesaHuin no atHocam. Moareepxpaatoiias AHK-auartocTuka nposeaeHa ans 14 MHE (96 6onbHbIX).

KntoyeBble cnoBa: reHeTM4ECKas aNMOEMUONONS, Fpy3 U pa3Hoobpa3re MOHOTEHHBIX HAaCcNeACTBEHHbIX GoneaHeit, Pecnybnuka Kapa-

yaeBo-Yepkeccus, Yepkecck, aTHorpadpudeckme rpynmbl

Baenenne

Yucno MHB, no nanusiMm OMIM, HeyKJIOHHO pacTer,
€XEeroJlHO KOPPEKTUPYETCsSI M COCTABISIET K HACTOSIIIEMY
MoMeHTy Gosiee 4600 Hozomornueckux Gopm [1, 2]. MoxHO
MpeamnoaraTb, 4YTo Kaxkaasi JOCTaTOYHO OOJbIIAs MO YUC-
JIEHHOCTU TOIYJISILMSI/9THOC XapaKTepu3yloTcsl 0COOEHHO-
cTsiMu Hozostornueckoro cnekrpa MHB u ux pacnpoctpa-
HEHHOCTbI0/4acToTOi. BbIsIBJIEHHAasT HamM BbIpaxkeHHast
muddepeHIInalns pOCCUIMCKIX TTOMYJISILIMIA KaK 10 3Haue-
HUSIM Tpy3a, Tak U 1o pasHooOpasuio MHB, obycrnosieH-
Hasl XapaKTepUCTUKaMU T€HETUYECKON CTPYKTYpPbI MOIYJIsi-
LIMiA, OUKTYIOT HEOOXOAUMOCTb TeHEeTHKO-3MUAEMUOIOTH-
yeckoro n3ydyennsst MHbB xaxmoit BHOBb MCClieIyeMoil Imo-
nyasiun [3—7].

IlonyyeHHbIe pe3yabTaThl TMO3BOJSIIOT IS HEKOTOPBIX
nonyyasiuii GopMUPOBATh PETMOHATbHbBIE TTPOrPAMMBI TTPO-
(UIAKTUKYA HACIEeACTBEHHBIX 00JIe3HEN.

[anHas paboTa MPpOI0JKAET CepUIo MyOJIUKAIMiA O re-
HETUKO-3TUIEMUOJIOTUYECKOMY M3ydeHHIo HaceneHust Ka-
pauaeBo-Yepkecckoit Pecnyonuku (KYP) u nocesiiena
MeINKO-TeHETHYeCKOMY oOciieoBaHuIo I.Yepkeccka.

MaTepmum N METOAbI UCCJICAOBAHUA

[TpoBeneHO MeAMKO-TeHeTUYeCKOoe 00CIeIoBaHKE Hace-
nenus r.Yepkeccka KYP. CymMmapHas 4yuciIeHHOCTh o0cie-
noBaHHOTO HacesieHus coctapuia 109 000 yesn., U3 KOTOPBIX
59 600 (54,7%) — pycckue, 17 800 (16,4%) — kapavaeBIIHI,
14 400 (13,2%) — uepkecsl, 8900 (8,2%) — abasuusbl, 1635
(1,5%) — wHoraiiumsl 1 6665 (6%) — NpeaCcTaBUTENN IAPYTUX
HALMOHAIbHOCTEN.

OO6cnenoBaHo Bce HaceseHue T.Yepkeccka HE3aBUCHMO
OT HallMOHALHOCTU. MeAMKO-TeHETUYeCKOoe 00cIe0BaH1E
MPOBEICHO B COOTBETCTBUM C MPOTOKOJIOM T'€HETUKO-3TTHU-
nemuosiornyeckux uccienoBanuii [8—10]. Madopmanus o
MalMeHTax mojyyeHa U3 pa3IuyHbIX KICTOUYHUKOB PErucTpa-
LIMM: CIIMCKA MHBAJIUIOB, OT YYaCTKOBBIX Bpaueil neauar-
pPOB, TepameBTOB, Y3KMX CIELUAINCTOB (HEBPOJIOTOB, OG-
TaJbMOJIOTOB, JIEPMATOJIOTOB, OTOPUHOJIAPUHTOJIOTOB, TICH-
XMaTPOB, OPTOIEIOB, XMPYProB, SHJAOKPUHOJIOIOB, TeMaTo-
JoroB, pesmarosiora). CriMcKu MalMeHTOB TakxXe MpeacTa-
BWJIM Bpaud TCUXOHEBPOJIOTMYECKOTO M JI€PMAaTOJIOTHUe-
CKOTO JUCITAHCEePOB, MEIUKO-TEHETUUECKON KOHCY/IbTAIIUH.
OCMOTp MalMEHTOB MPOBOAUJICS B SKCIEAUIITMOHHBIX YCIIO-

* PaboTa BbIMONIHEHA MTPU YacTUUHOM (uHaHcupoBaHuu PODU, rpant Ne 14-04-00525 u 15-04-01859.
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BUSIX BpayaMU pa3IMyHOro Mpoduiis u3 1.MOCKBBI, Crelu-
AJTM3UPYIOIIMMUCS HA TUArHOCTUKE HACJIEJICTBEHHON MaTo-
Joruu (reHeTuK, neauaTp, opTaabMOJIOT, HEBPOJIOT, AepMa-
Tosor M ap.). [Ipu IuarHoCTHKe MCIOJIb30BaHbI KJIaCCHYe-
CKWii KIIMHUKO-TEHEAJIOTUYECKUIT U CUHIPOMOJIOTUUECKUA
aHaJIu3bl, a TakXke KJIMHUKO-1a00paTOpHbIE U Ipyrue jao-
MOJIHUTEJIbHBIE MCCIIEN0BaHUs (2JEeKTpOMUOTpadusi, peHT-
renorpadusa, KT, MPT, aynnorpacdus u npyrue). [TonTsep-
xpatomias JJHK-grarHoctuka nmposeneHa 96 manueHTam 13
81 ceMbu COTPYAHMKAMHU pPa3JIMUYHBIX ToOApasaeaeHuit
OIBHY «MI'HL».

Bce manumeHThl moamucaau MUCbMEHHOE WH(MOPMUPO-
BaHHOE corjlache Ha JOOpPOBOJLHOE ydyacTue B 00OcieoBa-
Huu. B ciayyae HecoBeplleHHONETHUX AeTeil MH(GOPMUPO-
BaHHOE coIjlache TOoJy4eHOo y ux poauteneir. Hactosiiee
ucciaenoBaHue ogoopeHo atudeckuM komuteroM OIBHY
«MTI'HII».

OtsiromieHHOCTh HaceneHuss MHB paccumrana kak oT-
HOLIEHUE PeaTbHOro Yncia O0JbHBIX C ONMpeaeeHHbIM TH-
nom HacienoBaHus (AJl, AP) K yucieHHOCTH oOCIeI0BaH-
Horo HaceseHus (Ha 1000 obcnenoBanHbIX) [3, 8, 10]. I'py3
X-cu. natonoruu paccuutadH Ha 1000 myxuuH. K otsiro-
LIEHHOCTU paccyMTaHa cTaHmapTHas omuobka. [Tpu cpaBHe-
HUM OTATOLIEHHOCTH HACEJIeHMs] pa3HbIX TMOMYJSLHUI uC-
nonb3oBaHa cratuctuka 2 [11].

Hozonornueckuit cnekrp MHDB mipencrtasien B Buzme
CMKUCKA B COOTBETCTBUU C KjIacCUpUKALIMEH MO OpraHHOMY
U CUCTEeMHOMY TUIaM: HeBpojoruyeckas, ohTajibMOJOTU-
yeckasl, CKeJleTHasl M Jpyrasi MaToJIoTHsl, TeHOAepMaTO3bl,
HacJIeICTBeHHbIC CMHIPOMEI. AHanu3 pa3Hoobpaszus MHDB
MPOBEJICH UISI BCEX OCHOBHBIX 3THUYECKHUX TPYIII, MPOXU-
Batolux B r.Uepkeccke (pycckue, KapauyaeBlibl, YEPKeECHI,
abasuHbl) M ISl HaceleHus r.Yepkeccka, B ueiaom. [lis
cpaBHeHUs 4ucia Hosojorndecknx ¢opm MHB B pasHbix
STHUYECKUX rpyImiax r.Yepkeccka olleHeHO pa3HooOpasue:
YUCJIO HO30JOTMYECKUX (DOPM C OMpeNeIeHHbIM TUIIOM Ha-
cJeI0BaHMsI OTHECEHHOE K YMCIEHHOCTU 00CIeq0BaHHOTO
HaceneHus (Ha 1000 o6cnemoBaHHbIX) |3, 8].

AHaJIM3 TOCTOBEPHOCTU HAKOTUIEHMS/yMEHbIIEHUS pac-
MPOCTPAHEHHOCTH OTIENbHBIX HO30JOTMUYeCKUX (opMm 1o
paitoHam Pecniy6uku, a Takxke CpaBHEHUE PaclpoCTPaHEeH-
HOCTH C JaHHBIMU paHee OOCIeMOBAHHBIX MOMyJIsAuuii PO
MpoBelieH C ucnojib3oBaHueM F-pacripeneneHust (ypoBeHb

3Hauumoctu o < 0,01) [11]. st cpaBHUTEILHOTO aHalIM3a
3HAUEHUI pacrpocTpaHeHHOCTU oTaeabHbIX MHDB ucnosb-
30BaH paHee MOJYYeHHBINM B OKCTIEIUIIMOHHBIX UCCIIEI0Ba-
HMSIX MaTepual Mo MomyJsiuusiM eBporieiickoii yactu Poc-
cun (Kuposckasi, Tepckasi, Koctpomckasi, ApXaHrejib-
ckasi, PoctoBckas obnactu, KpacHomapckuii kpaii, Pecry6-
Kk Mapuit On, Yamyptusa, Yysamms, Tatapcran, bam-
KoprocTaH, Anbires) [3, 9, 10, 12, 13]. CpaBHUBaIUCH Cpe-
HMe 3HAYeHUs] PacpPOCTPAHEHHOCTH OTIAENbHbIX 3a00eBa-
HMi1 B r.YepKeccke ¢ ero pacrnpocTpaHeHHOCTbIO B paHee
00CcIeIOBAaHHOM ~ HaceJleHWM  YMCICHHOCThIO  Oolee
3 MJIH Yell.

J171s1 u3yyeHUs TeHeTUYEeCKUX B3aUMOOTHOLLIEHUI MeX-
Ny Pas3IMYHBIMM ITHUYECKMMM TpyrrnamMu Yepkeccka mo
pacrnipoctpaHeHHocT MHDB mipoBeneH aHanmM3 TJIaBHBIX
KOMIIOHEHT C WCIOJIb30BaHWEM MPOrPaMMHOIO IaKeTa
Statistica 10.

PesyabTaThl u 00cyxkneHune

B pesyabTate MNpPOBENEHHOTO MEAMKO-TE€HETUUYECKOTO
obcnenoBaHusi HaceseHus T.YUepkeccka 3aperucTpupoBaHO
284 6oabHbIX U3 209 cemeit c MHB (134 6obHBIX U3 89 ce-
meir ¢ AJl 3aboneBanuamu, 128 mamumenTtoB u3 100 cemeit
¢ AP u 22 6onbHbix U3 20 cemeit ¢ X-cu. 3a00J1€BaHUSMMU).
B Tabxn. 1 npexacrabneHa otsaroieHHOCcTh (Ha 1000 yen.)
MHDB OCHOBHBIX STHUYECKUX TpPYII, IPOXUBAIOIIMUX
B r.Uepkeccke. YuuThIBas Mallyl0 YMCICHHOCTh HOTaillieB
(1635 gen.) B Uepkeccke, y KOTOPBIX BBISIBIIEHA TOJILKO OHA
ceMbsi ¢ MHB, naHHast aTHUYecKasl rpynmna M3 MOC/Ieayto-
1IETO aHAIM3a UCKII0YeHa.

AHAM3 OTSATOLIEHHOCTHM HE TIOKa3aJl CTaTUCTUYECKH
3HAUMMBIX pa3IMYuii KaK MO0 CyMMapHOW OTSATOLICHHOCTU
MHDB, Tak u no otsroieHHocty MHDB ¢ pa3sHbiMu Tunamu
HacnenoBanust (All, AP u X-ci1.) Mexay uccieqoBaHHbIMU
stHocamu. [lokazarenu orsromenHocty MHDB B r.Uepkec-
CKe MPaKTUYEeCKU He OTJIMYAIOTCS OT 3HAUYEHMI OTATOIICH-
Hoctu MHB Hacenenust Mmabix roponoB P® pasHoii 3THU-
4yecKoi mpuHamIexHoctu [3, 6, 13].

Hozonornueckuii ciektp MHB oGcienoBanHoro Hace-
neHust r.Yepkeccka cocraBui 83 3aboneBaHusi. B tadm. 2
MpeacTaBieHo pa3zHooOpasue 3aboaeBaHuit ¢ ALl TUOM Ha-
CJIeIOBaHMsI, COCTaBUBIIEE 46 HO30JI0TMYECKUX (OPM.

OTtaroweHHocTb (Ha 1000 o6cnepnoBaHHbix) HaceneHus MHB OCHOBHbIX 3THUYECKUX Fpynn r.‘-lepKecZ:-f(?Mua 1
OTHNYeckas YucneHHoCcTb OTtaroweHHocTb Ha 1000 yen./MyxX4nH* PacnpocTpaHeH-

rpynna AL X-cu.* CymmapHas HOCTE
Pycckne 59 600 1,01 £ 0,13 1,12+ 0,14 0,34 = 0,11 3,15 £ 0,42 1:435
KapayaeBubl 17 800 1,52 + 0,29 1,29 + 0,27 0,67 + 0,28 2,43 + 0,41 1:318
Yepkecsl 14 400 1,46 + 0,32 0,76 + 0,23 0,42 + 0,24 2,30 £ 0,20 1:411
ABa3uHbl 8900 1,35+ 0,39 1,46 + 0,40 0,67 + 0,39 0,61+ 0,61 1:318
Opyrue 6665 1,05 + 0,40 1,35+ 0,45 — 2,40 £ 0,60 1:417
Bce HaceneHne 109 000 1,17 + 0,10 1,15+ 0,10 0,37 + 0,09 2,50 £ 0,15 1:399
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Tabmya 2
Ho3onornyeckum cnektp AL natonorum B r.4Yepkeccke K4P

Ne | OMUM JwnarHos Kap. Yepk. Abas. Pyc. Op. Bce Hac. | PacnpocTtpa-

Ne C C C C B C B C B HEHHOCTb

1 2 3 4 6 7 8 9 10 11 12 13 14 15 16

1 181430 |MNMMA, ckanyno-nepoHeanbHas 1 1 1 1:109 000

2 Rk HMCH, tvn 2 2 3 2 3 1:36 333

3 e HMCH, tvn 1 1 3 1 3 1:36 333

4 | 158900 |MMA Nanpysn—/OexepuHa 1 1 1 1 1:109 000

5 el BpoxaeHHas cTpyKTypHas 1 2 1 1 2 3 1:36 333
Muonartums

6 o BonesHb LWTpromnens 1 1 1 1 2 2 1:54 500

7 | 162200 |HerpodpunbpomaTos, Tun 1 1 1 1 1 1:109 000

8 | 143100 |Xopes MeHTUHITOHA 2 2 3 1:36 333

9 | 128100 |TopcumoHHasa ANCTOHUSA 1 1 1 1 1:109 000

10 | 607208 |3nunencus mnageHyeckas, 1 1 1 1 1:109 000
c. ApaBe

11 il MuoknoHnyeckasa anunencus 1 1 1 1 1:109 000
B3POCIIbIX

12 el CnuHo-uepebennapHas 1 1 1 1 1:109 000
aTakcwus, T.1

13 | #613517 | MukpodTtanemms 1 1 2 1:54 500
M30JIMPOBaHHas

14 | #110100 | Bnedapodnmos 1 1 1 1 1:109 000

15 R BpoxaeHHasa kaTapakTa 2 2 2 2 1:54 500

16 Rk BpoxaeHHas 30HynspHas 1 4 7 1 3 5 11 1:9909
KaTapakTa

17 | 106210 |AHnpuans 1 1 3 2 4 1:27 250

18 | 120200 |Kono6oma rnas 1 1 1 1 1:109 000

19 il KonobomaTtosHbIi MUKpodTasibM 2 4 2 4 1:27 250

20 | 156850 |MwukpodTanbm, MUKPOKOPHea, | 1 1 1 2 2 1:54 500
KaTapakTa

21| 180200 |PetnHoGnacToma 2 4 2 4 1:27 250

22 | 165500 |ATpodus 3pUTesbHbIX HEPBOB 3 5 3 5 1:21800

23 | 165550 |lmnonnasus n yactnyHas 1 1 1 1:109 000
aTpodusa 3pUTESIbHLIX HEPBOB

24 | 146700 |UxTno3s 1 2 3 3 4 6 8 1:13625

25 | 148700 |JlapOHHO-NOAOLUBEHHbIN 2 2 4 4 9 1:12 111
rmnepkeparos

26 | 100800 |AxoHppornnasus 1 1 1 1 2 2 1:54 500

27 | 146000 |TImnoxoHgponnasus 1 1 1 1 1:109 000

28 | 133700 |3k3ocTo3Has xoHapoaucnnasus | 1 1 1 1:109 000

29 | 183600 |3OkTpagakTnnus 1 1 1 1:109 000

30 | 609815 |3uropgakTunmsa 3 4 3 4 1:27 250

31| 186200 |MonucuHoakTuans 1 1 1 1 1:109 000

32| 174200 |MNonupaktunus, 1 1 2 2 3 1:36 333
nocrtakcuanbHas

33 R Me3somennyeckast Kap/IMKOBOCTb 1 1 1 1 1:109 000

34 il CnoHguno-anudursapHas 1 1 1 2 2 1:54 500
ovcnnasuns

35 o Mpononatmnyecknini ckonmos 1 2 1 2 1:54 500

36 | 156620 |CuHapom mukpouedanuu, 1 1 1 1 1:109 000
onurodpeHunn,
HENPOCEHCOPHOW TYroyxocTun
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Tabnumua 2 (okoHYaHue)

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16

37 | 113620 |BpaHxuookynodaumnanbHbIi 1 3 1 3 1:36 333
CUHAPOM

38 | 164210 |CuHgpom NonbaeHxapa 1 1 1 1 1:109 000

39| 147920 |CuHgpom Kabyku 1 1 1 1 1:109 000

40 | 182940 |CuHApom KaypanbHOM 2 2 2 2 1:54 500
perpeccumn

41| 157900 |CuHpgpom Mebuyca 1 1 1 1 1:109 000

42 | 163950 |CuHppom HyHaH 1 1 1 1 1:109 000

43 | 117550 |Cungpom CoToca 1 1 1 1 1:109 000

44 | 193700 |CwuHopom Ppumena-LLengoHa 1 1 1 1 1:109 000
(apTpormnoa gucTanbHbIA, TUM 2)

45 ol CuHapom Onepca—/aHno 2 5 3 4 1 2 4 11 10 | 21 1:5190

46 | 193400 |BonesHb BunnebpaHpa 1 1 1 1 1:109 000

MpumeyaHne ana Tadbn. 2—4: Kap. — kapaydaeBupl, Hepk. — yepkechl, Abas. — aba3uHbl, Pyc. — pycckue, [p. — npencrasurte-

1 Jpyrux HauuoHanbHocTel, Bce Hac. — Bce Hacenenue, MM/, — nporpeccupyowas mMeiwevHaa guctpodus, HMCH — Ha-

cneacTBeHHas MOTOPHO-CeHCopHas HelponaTtus, * — He yTo4HeHHbIn Ne no OMIM [1].

BonbimHCTBO G0sIe3Hei BCTpeyaioch paHee B 00CIen0-
BaHHBIX HAMM TOMYJISIIUAX PD, HO 0OHapyXeHbI pasIundust
B PacMpOCTPaHEHHOCTH OTAEJbHBIX HO30JI0THYeCcKuX hopMm
[3, 9, 12, 13]. CpaBHUTEIbHBII aHATU3 MOKa3aJl HaKOIIe-
HMe OTAEJbHBIX 3a00JIeBaHUI KaK 10 OCHOBHBIM 3THHYE-
ckuMm rpynnam KUP, Tak u mo KYP, B ienom. Kpome toro,
BBISIBJIEHBI PA3IMuMsl B KOJUYECTBE HO30J0TMYeCKUX (hopM
B pa3HbIX OTHOcax. Y KapayaeBlIeB 3aperucTpUpOBaHO
16 3a6oneBanuii (pazHooodpasue 0,899/1000), y yepkecoB —
6 (0,417/1000), y a6azun — 7 (0,787/1000) u y pyccKkux —
26 (0,436). Haubonbiiee pasHoobpasue MHDB BhisiBIeHO
y KapayaeBlieB, HAMMEHbIIIEe Y YePKECOB.

HaubGonee yacteiMu (pacmpoCTpaHEHHOCTh 4Yallle, YeM
1 : 30 000) AI MHB B r.Yepkeccke okazaauch CUHAPOM
Bnepca—/lanno (1 : 4955), 1afOHHO-TIONOUIBEHHBIN TMIIEP-
kepato3 (1 : 12111), Byabrapubrit uxtros (1 : 13 625), Bpoxk-
JIeHHasl Katapakra (BKJItouas 30HYasspHyro) — 1 : 8385, ar-
pocdusa 3purenbHbix HepBoB (1 : 21 800), 3uromakTuiaus

I N/

(1 : 27 250). PacripocTpaHeHHOCTh aHUPUANN, PETUHOOIA-
CTOMBI M KOJIOOOMATO3HOr0 MUKpo(dTajgbMa CoOCTaBUJIa
1:27 250 1 1OCTOBEPHO OTIMYAIACh OT PACITPOCTPAHEHHO-
CTU ATUX 3a00JIeBaHUI1 B paHee 00CIeI0BaHHO HaMM TTOMY-
nsumm 12 136 859 (F = 4,82), 1 : 298 602 (F = 10,04) u
1:273 718 (F = 9,27) cootBercTBeHHO [3, 9, 12, 13].
AHaIM3 paBHOMEPHOCTH pacTpeae/ieHUs] OTIeTbHBIX 3a-
GoyleBaHMI1 10 HALIMOHAJTBLHOCTSIM C BBISIBJIEHHMEM CTaTHUCTH-
YeCKU 3HAYMMBbIX Pa3InuMii MoKasajl HEKOTOPble OCOOEHHO-
CTU. Y KapayaeBLEB BbISIBICHO HAKOIUIEHUE Xopeu ['eHTHHr-
toHa (1 : 5933; F = 4,59) u nanoHHO-TIOIOIIBEHHOTO TUTIep-
keparosa (1 : 3560; F = 3,37). Y yepkecoB — BpOXKICHHOMI
30HYJIsIpHO# KatapakThl (1 : 2057; F = 3,78) u arpodun 3pu-
TenbHbIX HepBOB (1 : 2880; F = 6,31). O6a 3111 3a6071€BaHUs
HaliIeHbI B OMHOM POIOCIIOBHOM, IIPOUCXOAIIei n3 Xaoe3-
ckoro paitona KYP. Ha puc. 1 mpencrasieHa ponocioBHast
YepKeCCKOil ceMbU ¢ aTpodueil 3puTeTbHbIX HEPBOB U BPOXK-
NEHHOW 30HYNIsIpHOM Karapakroit. Yacte mammenton (116,
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1111 u I1110) B HacTOSILIMIT MOMEHT B TOpOJie He IIPOKMBAET,
B CBSI3U C UYEM OHU MCKJIIOUEHBI U3 OLIEHOK OTSTOIIEHHOCTU U
pasHoobpa3ust A/l martonoruu r.Yepkeccka.

V aba3uH ¢ BHICOKMM 3HaUYe€HHUEM PaCIpPOCTPaHEHHOCTH
BCcTpeTusiach petruHobOmacroma (1 : 2225), a y pycckoro Ha-
cesleHus — KosjoboMaTo3Hblii MukpodTaism (1 : 14 900),
surogaktwinsg (1 : 14 900) u anupunus (1 : 19 867).

AHUpUIUS BbISIBJIEHA B OJHOM PYCCKOM (Tpoe OOJIbHBIX)
U OJIHO# KapayaeBcKoii ceMbe (1 60bHOI). DTUM OOJILHBIM
npoBeneHa noareepxnawmomas JAHK-nuarHoctuka. B pe-
3yJIbTaTe CEKBEHUPOBAHMSI KOAMPYIOIIEH MOCIe10BaTeIbHO-
ctu reHa PAX6 m MLPA-ananu3a BBISIBJICHBI MyTalliu B Te-
He B 00eux ceMbsiX. B riepBoii ceMbe (aHUpUAMEH MOpaXKeHbl
nBa cubca U MX MaTh) B 9K30HE 8 reHa PAX6 HaiineHa u3Be-
CTHasl 10 TaHHBIM JINTePaTyphbl OIHA M3 TPEX CAMBIX YaCThIX
MyTallMi, BCTPEYAIoIAsiCs B Pa3IMUHbBIX MOIYJISILIUSX YeJI0-
Beka, HoHceHc-MyTanust ¢.607C>T, p.Arg203Ter (R203X)
B I€TePO3UTOTHOM COCTOSIHMU. Bo BTOpOIt cembe — B eau-
HUYHOM CJTyyae BPOXKIEHHON aHUPUANY — OOHapyXeHa pa-
Hee He ONuCcaHHasl TeTepO3UTOTHAS JeJIeLUs TITU SK30HOB
reHa PAX6: 31,778912_31,794631del.

IloarBepxknaromass JHK-nuarHoctrka BbIIOJHEHA
TakKe I caenyromux AJl 3a0oeBaHuUIA: aXOHAPOILIA3UN
(n = 1/1) — BeisiBneHa myrauust G380R rena FGFR3; xo-
peu 'eHTuHrTOHa (N = 2/2) — BBISIBJICHO YBEJIMYEHHOE
yucino konuit CAG-noBTopoB B 5’-o0smactu reHa [7-15;
uxtro3a (n = 2/2): BeigaBieHa myTanus 2282del4/+ B reHe
¢unarpuna (FLG). TlpoBeaeH Takxke MOUCK TSITU YaCThIX
mytaiuii B reHax ATXNI, ATXN2, ATXN3 nng yrouHeHUsI
MPUPOAbI CIIMHO-1IepeOe/IIpHON aTakcuu, T.1, BbISIBICH-
HOI1 Y OTHOTO 00JIbHOTO U3 PYCCKOM ceMbu. MyTaluii B 1C-
C/IeJIOBAaHHBIX TeHaxX He BbIsBIeHO. He HaiinmeHo Takxe
aynavkauuu reHa PMP22 y GoJbHBIX ¢ HacelCTBEHHOM
MOTOPHO-CEHCOpHOI Heliponatuu, T.1 (n = 2/2). IHK —
nuarHoctuka MHDB, koTopyio MBI cTajau MpoBOAUTH B I10-
CJIe/IHME TOJbI, TTO3BOJISIET HaM B psijie CllyuyaeB YTOUHUTH
TUM HAcJIe[ICTBEHHOro 3a00JieBaHusl B Cyyae ero reHeTu-
yeckoil rereporeHHocTU. Kpome Toro, mocreneHHo HaKarmn-
JIMBAIOTCS AaHHBIE 00 aJUIeIbHOM Te€HETUYECKOH IeTepo-
TEHHOCTM OTHEJbHBIX HACJEJACTBEHHBIX 3a00JeBaHU
B pa3HbIX nomyisiuusix. Bce 3To paciuvpsier Haiuu mpes-
CTaBJeHUs O XapaKTepe IeHeThYeckKoil nuddepeHImanun
POCCUICKHUX MOMYJISILUIA HE TOJBKO IO T€HaM, HO U 10 MY-
TalMusIM B HUX, Bb3bBaromum MHB.

AytocomHo-penieccuBHbie (AP) MHB, 3apeructpupo-
BaHHBIe B I.UepKeccke, MpeacTaBieHbl 27 HO30JOTHYECKU-
MU popmamu (Tadi. 3), OOIBIIMHCTBO U3 KOTOPHIX BCTpeya-
JIOCh paHee B 00C/IeIoBaHHBIX oMy Isnusax PD, Ho ¢ oy~
HBIMU B Dsifie CJyyaeB 3HAYEHUSIMM PACTIPOCTPAHEHHOCTHU
[3,9, 12, 13].

CpaBHUTEIbHBIN aHaNMM3 pa3HooOpasus AP 3aboieBa-
HMI1 MoKa3ajl cBoeodpa3ue HO30J0rMYECKOro CreKTpa U mo-
KazaTesieil pacnpocTpaHeHHOCTH HauboJiee 4acThiX it 00-
JIBLIIMHCTBA momnysiuii/atHocoB P® 3aboneBanuiti. Heko-
Topeie AP 3aboneBaHust BcTpeTwanch B T.Uepkeccke vaiie,
yeM B paHee 00CJIeTOBAaHHbBIX MOMYJSIUSX: (DEeHUIKETOHY-

pust (cpemnsia mo PO 1 : 48 652, 1 : 18 167 B Uepkeccke;
F = 2,83), HelipoceHCOpHAast HECUHAPOMAaJIbHAsI TYTOYXOCTh
(cpennsist mo PO 1: 6081, 1 : 1298 B Yepkeccke; F = 4,41).
YacTb 3a001€BaHMI1 BBISIBJIEHA CO CTATUCTUYECKU He 3HAYU-
MBIMU Pa3IMYUSIMU B 3HAYEHUSIX PACHPOCTPAHEHHOCTHU:
IBOMHM3M IJ1a30-KOXHBIA (cpeaHsist mo P® 1 : 46 219,
1 : 54 500 B Yepkeccke), Mmuxkpouedains ¢ oaurohppeHuei
(cpenHsst mo PO 1:22919, 1: 109 000 B Yepkeccke), UXTH-
o3udopmHas sputpoaepMus (cpeansis mo PO 1 : 42 017,
1: 109 000 B Yepkeccke), BpOXKIEHHbBIN TUITOTUPEO3 (Cpe-
Hsis1 o PO 1:42 664, 1: 109 000 B Yepkeccke). llects yac-
ToIX 111 P® AP 3a60seBaHuii 1100 BOOOIIE HE BBISIBJIEHDI,
MO0 BCTPETUIINCH TOJBKO €IMHOXIBI B T.YepKeccke: He-
muddepeHIMpoBaHHas onurobpeHus (cpemHsis mo PdO
1:8804, 1:109 000 B Yepkeccke), mporpeccupyioiias Mbi-
1eyHass TUCTpodus, TOSICHO-KOHEYHOCTHAsA (CPeaHsisl 110
PD 1:38516,1:109 000 B Yepkeccke), crimHaIbHAsI MbI-
meyHas atpodust (cpenssis nmo PO 1 : 49 520, He BoisiBIEHA
B Uepkeccke), TaneTo-peTUHAIbHAsI abnoTpodus, mepude-
puyeckast 1 cmetianHbie ¢opmbl (1 : 21 332, He BbIsIB/IeHA
B Yepkeccke), BpoxaeHHas KaTapakra (cpeaHsisi mo PO
1:28 297, He BoIsiBIeHa B Yepkeccke), TUodu3apHblii Ha-
Hu3M (cpenHsst mo PO 1 : 46 219, He BoisiBIeHa B Yepkec-
cke) [3, 9, 12, 13].

IIposenena nmonreepxpatomas JIHK-nrnarnoctuka Ham-
6osiee yacthix AP 3aboneBanunii. @eHUIKETOHYPUST TUArHO-
CTUpPOBaHa B ILIECTH CEMbSIX CO CIEAYIOIIMMU TeHOTUTIAMU
(ren PAH): R408W/IVS10-11G>A (n = 1/1) BbIsIBICH
y pycckoro mamueHTa; R413P/L48S u R413P/R261X
(n =2/2) — y aba3uH (aBoropomHbie cubdchl); R261X/F331S
(n=1/1) m R261X /R261X (n = 2/2) y kapauyaeBiieB. B Tpex
CEMBSIX Y OOJIbHBIX ¢ KITMHUYECKUM TUATHO30M MYyKOBHUCIIU-
03 ompeneneHsl ciaeaywoiure reHoTunbsl (reH  CFTR):
WI282X/W1282X (n = 2/2) 'y KapayaeBleB W
F508del/2184insA (n = 181) y pyccKoro maunueHTa.

IlontBepxxmaromas  JHK-auarHocTuka  BBEIIIOJTHEHA
62 manmeHTam u3 49 cemeit (n = 49/62) ¢ HellpoceHCOPHOI
HECHHIPOMAJILHOM TYroyxocThblo. M3yueH criekTp MyTauuit
B KOAMpYIOLLIEM 3K30He reHa GJ/B2u HauboJiee 4acTo BCTpe-
qarolmecs Ui eBPOTIECKUX TMOMYIAUi OONbIINe Jelie-
umu (DEL (GJB6-D13S1830) u DEL (GJB6-d13S1854))
BreHe GJB6. B pesynbrate mpoBeACHHOIO aHAIKM3a IeIeLIun
B reHe GJB6 He HalifieHbl HU B OJHOM 00pa3lie, TakK Xe Kak
OHU He ObUIM BBISIBJIEHBI CPEM MALIMEHTOB APYIUX 00CIeN0-
BaHHBIX pernoHOB PD. Mytauuu B reHe GJB2 BbIsIBIICHbBI Ha
46 xpoMocomax 13 124 mpoaHaIM3UPOBAHHBIX, YaCTOTa CO-
craBmina 37,09%, 4TO COOTBETCTBYET €BPOICCKUM JTaHHBIX
[14, 15]. Hanbonee yacroit okazanack myTauusi 35delG, BbI-
sgBieHHass y 36,29% o6oabHbIX (reHoTmn 35delG/35delG
omnpeneneH y 20 mauuneHToB u3 11 cemeiti, reHotun 35delG/+
y MATH TALMEHTOB M3 4eThipeX cemeil). Takxke BbIsBIEHA
yactas IS €BPOMENCKMX TMOMYJSAIUi MHCCEHC-MYyTaIlus
313del14 B rene GJB2, umeroias naToreHHbIH 3¢ dexT.
Kpome Toro, B rene GJBZ2 BoisineHbl 4 SNP, maroreHHast
POJIb KOTOPBIX 1T Pa3BUTHSI TYTOYXOCTH TOUYHO HE YCTaHOB-
neHa (¢.79G>A (n = 2), ¢.341G>A (n = 1), c.196G>A
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(n=1), c.457G>A (n = 1)) [1, 15]. B onHOM ciyyae muc-
ceHc-MyTanus ¢.79G>A BcTpeTuiach B U3BECTHOI 11O JIUTeE-
patype rpyririe cueruieHus ¢ ¢.341G>A.

B Ttabn. 4 npencraBieHO pa3HOOOpasue 3a0oJieBaHUI
¢ X-clI. TUTIOM HacjienoBaHUs, cocTaBuBlIee 11 HO30M0TH-
yeckux (opM. BonblIMHCTBO 3a00jieBaHUIT BCTPEUaIuCh U
paHee B onysiiusix P® co cXomHBIMU MTOKAa3aTeNISIMKU pac-
npoctpaHeHHoctu [3, 9, 12, 13].

BriepBrble B HAIIMX MCCIIENOBAHUSIX BBIABIIEHA MUOTYOY-
JIsIpHasi BPOXIEHHas CTPYKTypHasi MuonaTtus. B obciaemo-

BaHHOW TIOMYJISIMK TIOBBIIICHHbBIE 3HAYEHUs pacIipocTpa-
HEHHOCTH BBISIBJIEHO TOJIbKO [y1si Temodunuu A (1 : 10 900).
CpenHsisi pacnpocTpaHEeHHOCTh 3a00jieBaHMsI B paHee 00-
caenoBaHHbIX Tonynsuusx P® cocraBuna 1 : 23 125 (c Ba-
puanueit ot 1 : 11 325 B Pecnybnuke baiikoproctan no
1 : 46 500 B Pecniyosiuke Mapwuit 971) [3, 9, 12, 13].
IMonrBepxnaromas JHK-nuarHoctruka BbIMoJHEHA
st [IMJT dromenHa (n = 2/2), BeisiBlieHa Aeneuusi Pm-8
n 3k30HOB 3—4 rena DMD. Ilpu ananuze JHK nmammenrta
¢ remodunueit B (n = 1/1), nimarHo3 noaTBepxXIaeH, Haii-

Tabmua 3
Hosonorunyeckun cnektp AP natonoruu B r.4epkeccke K4P

Ne | OMUM OdwnarHos Kap. Yepk. Abas. Pyc. AOp. Bce Hac. |PacnpocTtpa-

Ne c|lelc|Blc|B|Cc|B|C]|B]|C]| B | HEHHOCTE

1 ol OnurodppeHus 1 1 1 1 1:109 000

2 | 253600 |MM/U, nosicHO-KOHEYHOCTHas 2A 1 1 1 1 1:109 000

3 | 254090 |BpoxaeHHas mvonatus Ynabpuxa| 1 1 1 1 1:109 000

4 | 602771 |NMMA c cuHppomom purngHoro| 1 1 1 1 1:109 000
NO3BOHOYHMKA

5 | 254800 |MwoknoHyc anunencus 1 1 1 1 1:109 000
YHuBepuxta—JlyHabopHa

6 e MwoknoHyc anunencus 1 1 1 1 1:109 000

e Mwvikpouedanug, onnuroppeHns 1 1 1 1 1:109 000

8 | 256800 |BpoxpeHHas HeYyBCTBUTENb- 1 1 1 1 1:109 000
HOCTb K 6011 C aHrMAPO30M

9 | 206900 |MwukpodTanbMus ¢ atpoduen 1 1 1 1 1:109 000
3pUTESIbHbIX HEPBOB

10 e BecnurmenTHas TPA 1 2 1 2 1:54 500

11 | 248200 |LleHTpanbHasa auctpodus 1 1 1 1 1:109 000
cetyatkm LWTaprapara

12 o Xopeo-peTunHasbHas 1 1 1 1 1:109 000
hereHepaums nepudepuyeckas

13 | 206900 |Mmnonnasuns 3puTenbHbIX 1 2 1 2 1: 54 500
HepBOB 1 aHomanua LIHC

14 | 242100 |UxTnosmndopmHas 1 1 1 1 1:109 000
HebynnesHas apuTpoaepMuns

15| 252100 |Opo-daumno-gurutasnbHblii CUH- 1 2 1 2 1: 54500
apom, Tmn 2 (cuHapom Mopa)

16 | 251800 |CuHOpom aTpe3nm HapyXHbIX 1 1 1 1 2 2 4 4 1:27 250
CJTyXOBbIX MPOXOA0B U KOHAYK-
TUBHOW FNyXOTbl

17 | 274600 |CuHpgpowm MNeHapena 1 1 1 1 2 2 1:54 500

18 | 143500 |CuHapom Xunbbepa 1 1 1 1 1:109 000

19 | 234100 |CuHpapom XannepmaHa— 1 1 1 1 1:109 000
WTpanda

20 | 203100 |AnNbOUHN3M, rNa30-KOXHbIN 1 1 1 1 2 2 1:54 500

21 | 274900 |BpoxneHHbIN rmnoTnpeos 1 1 1 1 1:109 000

22 | 202010 |AnpeHoreHuTasbHbIA CUHOPOM 1 1 1 1 1:109 000

23 | 261600 |deHUnkeToHYypUs 3 3 2 2 1 1 6 6 1:18 167

24 | 219700 |MykoBucuUMao3 2 2 1 1 3 3 1:36 333

25| 230800 |BonesHb lNowe 1 TMNa 1 1 1 1 1:109 000

26 | 257220 |Bbone3Hb HumanHa Muika, Tun C 1 1 1 1 2 2 1:54 500

27 R HenpoceHcopHas TyroyxocTtb 6 8 3 5 6 9 | 40 | 55 6 7 | 62| 85 1:1298
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Tabnuua 4
Ho3onornyeckun cnektp X-cu. natonorun B r.4Hepkeccke K4P
Ne | OMUM OnarHo3s Kap. Yepk. Abas. Pyc. Op. Bce Hac. |PacnpocTtpa-
Ne cle|c clelc|B  c|[B|cCc]|B | HeHHocT
1 |#300624 | CuHgpom MaptuHa—benn 2 2 2 2 1:27 250
2 el HeaonddepeHumpoBaHHas 1 1 1 2 2 4 4 1:13625
onurodpeHns
3 | #310200|MMA, Tun OoweHHa 1 2 1 1 2 3 1:18 167
4 | #300376|MMA, Tun Bekkepa 1 1 1 1:54 500
5 | #308100 | NxTnos 1 2 1 2 1:27 250
6 | #303100 | Xopeonepemus 1 1 1 1 1:54 500
7 | #301050 | Cungpom AnbnopTa 1 1 1 1 1:54 500
8 | #312750|CuHgpom Petta 1 1 1 1 1:54 500
9 | #310400| MmnoTtybynsipHas BpoxaeHHas 1 1 1 1 1:54 500
CTPYKTYpHas MuonaTtus
10 | #306900 | remodunug B 1 1 1 1:54500
11 | #306700 |Femodunus A 3 3 1 1 1 1 5 5 1:10900

neHa myrtanus ¢.508C>T (Cys170Arg) B rene F9. Ilpose-
IeHHBIN aHaan3 mpomMotopa FMRIreHa y mecT HEpOACT-
BEHHBIX TTPOOAHI0OB (M3 LIECTU CeMeil) ¢ oluroppeHuei,
BBISIBUJI METUJIMPOBAHUE T€HA B IBYX CEMbSIX Y IBOMX MPO-
0aHI0B.

OOHapyXeHHbIe HaMM pas3IMuMsl B paclpoCTpaHeHHO-
ctu u cnektpe MHB B Hacenenun r.Yepkeccka B LeJIOM U
B OTHEJbHBIX 3THUUYECKUX TPYIIaX €ro HacejsltollnX, He
MPENCTaBsIETCS] YeM-TO OCOOCHHBIM, C YeM Mbl HE CTAJIKHU-
BaJIMCh TMpexiae, usydas apyrue nonyisiiuu Poccuu. Mbr
yKe TOKa3bIBaJIM, YTO TPHU YBEJIMUSHUN UYUCIEHHOCTH WUC-
CJIeIOBAaHHBIX TTOMYJISILIMEI, PaCIIUPSIETCs CIIEKTP BbISIBICH-
HOIl MOHOT€HHOI MaToJOrMu, U 3TO CBSI3aHO C TEM, UTO ab-
COJIIOTHOE OOJIBIIIMHCTBO HACAEICTBEHHbBIX 00Ie3Hel BCTpe-
gaercsl penko. B To ke BpeMsi, B HEKOTOPBIX TMOIMYJISIIIUSIX
MPOUCXOJIUT peajibHOEe HAKOTUIEHUE OTIEIbHBIX HO30JI0TU-
yeckux (HopM U 3TOT (heHOMEH CBSI3aH C OCOOEHHOCTSIMU
HWCTOPUU COOTBETCTBYIOIIMX MOMYJSIUA, B KOTOPBIX Ha-
omonmancs 3Q@EKT «TOpIbIIKa OyTBUIKI» U ITOCIeIyIoIIast
MOIYJISILIMOHHAST BOJIHA W JIpPyTHe COOBITHSI, BIMSIBIIME 3a-
METHBIM 00pa30M Ha FeHeTUYECKYIO CTPYKTYPY MOMYJISIIUIA,
B TOM 4McJie ¥ Ha yacToThl reHoB MHB, KoTopsie, Kak mpa-
BWJIO, CHWXKAIOT TIPHUCITIOCOOJIEHHOCTh CBOMX HOCHUTETICH.
IMombITKM ycTaHOBUTH MpUYMHBI HakoruieHuss MHB B o1-
JIeJIbHOM MOMYJISIMU JAJIEeKO He BCeraa sIBISIIOTCs MPOCTOi
3amaueit [6, 16].

VYuutsiBasi, uTo B I.Uepkeccke MpoKMBAIOT MpeACTaBU-
TEJIM PA3IUYHBIX OTHUYECKUX TPYIMI, TMPOBEAECH aHalu3
IJIaBHBIX KOMIIOHEHT TI0 pacrpoctpaHeHHocth MHB
C LIeJIbIO BBISIBJIEHUMSI XapaKTepa reHeTHYeCKOro poJcTBa aT-
HOCOB (puc. 2).

Kak crnenyet u3 puc. 2, pycckoe HaceleHue JeMOHCTPHU-
pyeT HauOOJBIIYIO YIaJeHHOCTh OT KOPEHHOTO HACEJICHUS.
HauGonbiiee cxoactBo Hozosnoruyeckoro criektpa MHB

XapaKTepHO ISl YepPKeCOB M aba3uH, YTO COINIACYeTCsl C 3T-
HOreHe30M HapoaoB. Yepkechl M aba3vHbl IIPUHAIIEKAT
K TpyIie abxa30-aIbIICKUX HAPOIOB, TOBOPST Ha aIbIICKUX
sI3bIKaX abXxa30-aIbITCKOM SI3BIKOBOM TpyITITbl. KapayaeBIibl
OTHOCSITCSI K KABKACIOHCKOMY aHTPOIOJIOTHYECKOMY THITY
0aIKaHO-KaBKa3CKOr0 BapHaHTa €BPOIEOMIHOM pachl. [0-
BOPSIT Ha KapadyaeBO-0aJIKapCKOM SI3bIKE KBIITYAKCKOM TPYII-
ITBI TIOPKCKOM CEMBHU.

Exdraction: Principal comp

0.3

abasuHbl
0.2} YepKecsl © |

Factor 2
s

98 -0.97 -0,96 -0,95 0,94 -0,93 0,92 091
Factor 1

Puc. 2. AHanna rnaBHbIX KOMMOHEHT MO pacnpocTpaHeHHocTn MHB
B nonynsumm Yepkeccka.
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Medical genetics study of Cherkessk of Karachai-Cherkess Republic
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The load and diversity of monogenic hereditary diseases (MHD) of Cherkessk town of Karachai-Cherkess Republic (KChR) is re-
viewed. The number of totally investigate population was 109 129 people. The analysis was performed for the all town populations and
separately for the representatives of the main nations of KChR (Russian, Karachai, Cherkess, Abaza, Nogai). Nosological spectrum of
MHD was 84 diseases: 46 with an autosomal dominant (AD) mode of inheritance, 27 with autosomal recessive (AR) and 11 X-linked.
The load and prevalence of the MHD, frequent and rare nosological forms, the accumulation of some diseases in nations was deter-
mined. For 14 MHD (96 patients) diagnostics was carried out for DNA.

Keywords: genetic epidemiology, load and diversity of monogenic hereditary disease, Karachai-Cherkess Republic, Cherkessk,

ethnic groups

28



