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M3yyeHbl rpy3 1 pasHoobpasre MOHOreHHbIX HacNeacTBeHHbIX 6one3Helt (HB) cpeam pycckoro HaceneHust KapayaeBo-Yepkecckoi
Pecny6nmkun (K4P), npoxusatowiero B 10 cenbckux paiioHax 1 agyx ropogax. O6uas yncneHHocTs 06cnei0BaHHOrO HaceneHns Pec-
ny6nvkm coctasuna 410 367 yen., B Tom yncne pycckux — 134 756 yen. CymmapHo y pycckux KHP 3apernctpuposaHo 385 60/bHbIX 13
281 cembW. py3 COOTBETCTBEHHO AyTOCOMHO-AOMMHAHTHbIX, ayTOCOMHO-PELLECCUBHbLIX 1 X-CUennieHHbIX 3abonesanunii (AL, AP n
X-cu,.) B cenbckoii MectHocTh (3,01 + 0,32, 1,98 + 0,26 1 1,23 + 0,29) Gonee yem B [Ba pasa Bhille B ropojax W panLeHTpax
(1,00+0,10, 0,89+ 0,09 1 0,42 + 0,09). PazHoo6pasune Hb coctaBmno 99 Hosonoruyeckmx popm: 56 3abonesaHumii ¢ ALl Tunom Hacne-
noBaHus (193 6onbHbIX 13 126 cemeit), 31 Hoodopma ¢ AP (152 naumneHTa n3 124 cemeit) n 12 3abonesanuii ¢ X-CLi. TUNOM Hacneno-
BaHms (40 nopaxeHHbIx U3 31 ceMbi). [poBeneH cpaBHUTENbHBIN aHann3 pa3Hoobpaaus AL n AP HB ¢ paHee n3y4eHHbIMM Nonynsiuys -
MW/3THOCamKM eBPOMenckoi YacTn Poccum (pycckumm 7 permoHoB, 5 Hapoaamm Bonro-Ypansckoro 1 5 Hapogamm CeeepHoro Kaeka-
3a), NokasaBLUKiA, YTO pycckme B KYP coxpaHuim 3HaunTeibHoe CXOACTBO «MaToIorM4eckoro» reHodoHaa ¢ pycckMMmn Apyrux nonyns-
LWA, N €ero OTAnM4YMe OT Takoro Xe reHooHaa KapayaeBLEB 1 YEPKECOB.
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The load and diversity of monogenic hereditary diseases (HD) among the Russians of the Karachaevo-Cherkess Republic (KCR),
living in 10 rural districts and two cities, have been studied. The total size of the investigated population of the Republic was 410,367
people, including Russians — 134,756. In total, 385 Russian KCR patients from 281 families were registered. Load AD, AR and
X-linked diseases in rural districts (3.01 + 0.32, 1.98 + 0.26 and 1.23 + 0.29) are more than twice higher in cities (1.00 + 0.10,
0.89 £ 0.09 and 0.42 + 0.09). The diversity of HD was 99 nosological forms: 56 diseases with AD type of inheritance (193 patients from
126 families), 31 diseases with AR (152 patients out of 124 families) and 12 diseases with X- linked type of inheritance (40 affected
from 31 families). A comparative analysis of the diversity of AD and AR of the National AB with the previously studied populations / eth-
nos of the European part of Russia (Russians in 7 regions, 5 ethnic groups of the Volga-Ural and 5 ethnic groups of the North Cauca-
sus) was conducted, showed that Russians in the KCR retained a significant similarity of the «pathological» gene pool with the Rus-
sians of others populations and its difference from the same gene pool of Karachays and Circassians
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Brenenne

Hacrosiee coobiieHue mpomoKaeT cepuio IyOauKa-
LM TT0 KOMIUIEKCHOMY MEIMKO- U TIOMY/ISIIIMOHHO-TeHEeTH -
yeckoMy u3ydeHuto HacesneHusi KapauaeBo-Yepkecckoii
Pecnyonuku (KYP).

B KYP npoxkuBatot ripeacraButesin 6oee 50 HalMoHaTb-
HOCTEl, Cpemy KOTOPBIX PYCCKUE MO0 YMCIEHHOCTH 3aHMMAIOT
Bropoe mecto (6onee 130 Toic. yen.). [1pu nsyyennn HbB B mo-
MyJISILMSIX YeJIOBEKA BasKHBIM SIBIISIETCSI CPABHUTEJIbHAST OLIEHKA
pazHoobpasusi Hb 1 reHHbIX 4acToT, KOTopast MOXeT BbISIBUTh
pa3IMuMs MOMYJISILMI Pa3IMYHOM SHMUYECKOW 3KCTPAKLIMU U
TTOTTYJISIIIA €IMTHOTO 3THUMYECKOTO TIPOMCXOXKIEHUS. DTH pas-
JIMYMST MOTYT OBITH 00YCJIOBJIEHBI d(PdeKTaMy pa3HBIX (aKTo-
POB MUKPO3BOJIIOLIMOHHOTO TPOLIECCA, & TAKXKE UX COYETAHUA,
BKJTIOYAsl METUCALIMIO HAceJeHUsI pa3IMYHbIX 3THOCOB [1—3].
TeopeTnyecky, MeTUCAIIMS MODKHA BECTHM K BBIPABHUBAHUIO
YacTOT T'€HOB, B TOM UMCJIC BbI3bIBAIOLIIMX HACJIEICTBEHHYIO T1a-
TOJIOTUIO, B MOMYJISILUSIX, TI€ METUCAIIMSI UMEET MECTO U, OTHO-
BPEMEHHO, K paCIIMPEeHUI0 TEeHETMYEeCKOro pPa3HooOpasus
B 00eux romysiimsx [4]. [Tpu aTom B oTcyTCTBUE OpYyTUX (hak-
TOPOB TIOMYJISIIMOHHON TUHAMUKM, TAKOE BhIpABHUBAHKE TIPO-
U30iieT 00s13aTeIbHO, HE3aBUCUMO OT MHTEHCUBHOCTU METH-
calyu, eClv TOMYJISIUKM COCYIIECTBYIOT JOCTATOYHO IOJITO.
OnHako, apyrue hakTopbl OMY/ISIIIMOHHOM TUHAMUWKY, B 4acT-
HOCTH, MUTPALIMSI MOTYT CYLLIECTBEHHBIM 00pa30M TOBJIMSThH Ha
9TOT MPOLECC U OOYCIOBUTH BO3HUKHOBEHHE HOBOTO PaBHO-
BECHOTO COCTOSTHUSI B 4aCTOTaX TeHOB.

1leavro HacTOsILIeN TyOnukauy sBiseTcss usydenue HbB
y pycckoro HacesneHust KYP v cpaBHuTeIbHBIN TeHOTEOrpadu-
YecKUil aHaIM3 Tpy3a U pa3HOo0O0pa3Ksi MOHOTEHHBIX HACIEACT-
BEHHBIX OOJIE3HEW B TOMYJIALMAX U PA3IUYHBIX STHUYECKUX
rpymmax eBporeiickoii yactu Poccum, a Takke usydeHue
OCHOBHBIX TIPUYMH F'€HETUYECKON M3MEHUMBOCTU U TETEPOTeH-
HOCTY POCCUMCKUX TOMYJISLIMI 110 3TUM XapaKTEPUCTUKAM.

Marepualibl 1 METOIBI

Marepuan st JTaHHOTO MCCIeI0BaHUS COOpaH B MEPUOL
2013—2018 rr. py MPOBEACHUM SKCIEAUILIMOHHBIX UCCIIEN0-
BaHuii HaceneHust KYP. O6cnenoBaHe HacelleHUsT IPOBOIM-
JIOCh B COOTBETCTBMM C IMPOTOKOJIOM TeHETUKO-3MUISMHUOJIO-
TMYECKUX UCCIIeIOBAHUMA, TPEIyCMAaTPUBAIOIIM KPOME MeTN-
KO-TEHETUYECKUX  XapaKTepUCTUK OLEHKY TeHETUYECKOM
CTPYKTYPbI M3y4aeMOl TOMYJSIIM, YTO CO30a7I0 OCHOBY LIS
aHaJM3a BIMSHUS OCHOBHBIX MMKPO3BOJIOIIMOHHBIX MPOIIEC-
COB B M3yyaeMoi momnyJsiiuu [5].

Ipu pacyétax yYUTHIBAIIOCH TOJBKO PeabHO MPUKPET-
JIEHHOEe K MEIMLMHCKUM YupexaeHusiM HaceieHue. Cym-
MapHasl YUCJIEHHOCTb obciienoBaHHoro HaceneHus KYP co-
craBuia 410 367 uen., B ToMm umnciie pycckux — 134 756. Pyc-
CKHUe KOMITAKTHO TIpoXuBaioT B T. Yepkeccke (69 785 uvern.)
u B yethipex paitoHax KYP: Vcrb-[xxerytunckom (9488),
Ipuky6aHckom (4656), Ypyrnckom (13 965) u 3eneHuyK-
ckoM (25 336). B ocranbHbix 6 paitonax KYP (Kapauaes-
ckoM, MajokapauaeBckoM, Xabe3ckoMm, AbasnHckoMm, Ho-

raiickoMm, Anpire-Xa0JbCKOM) CyMMapHasi YMCJIEHHOCTb
pycckoro HacejeHus coctaBuia 11 526 yen.

3HaueHust otdrouieHHocTM HB paccuuTanbl Kak OTHO-
IIeHre abCOMOTHOTO YMCia GOJBHBIX C ayTOCOMHO-TOMU-
HaHTHBIM (A/l) 1 ayrocomHo-perieccuBHbIM (AP) Tumamu
Hac/IeIOBaHMsI K YMCJIEHHOCTU OOCIeJOBAHHOTO HaceJeHUs!
(ra 1000 gyenoBek). OTromeHHOCTh X-CLEIJIEHHOM MaTo10-
run (X-ci.) paccuntana Ha 1000 myxuuH. [Ipn cpaBHeHUM
roKasaTesieil OTSTOIEHHOCTU MEXIY TIOMY/ISILIUSIMU UCTIONb-
30BaH Kputepuii %2 (ypoBeHb 3Haunmoctu p<0,05) [6].

Ho3zonornueckuit cnexktp Hb npencrasneH B tadnuiax,
chopmupoBaHHbBIX B Buie crimcka A, AP n X-ci1. 3aboe-
BaHMi1 (HeBpoJoruueckue, ohTaibMOJOTMUYECKe, reHoaep-
MaTo3bl, CKeJIeTHbIe, HACIENCTBEHHbIE CUHAPOMBI U IpyTrue
00JIe3HN).

IMonrBepxxnatomast  JIHK-auarHoctuka — BbITTONIHEHA
B naboparopusix ®I'BHY «MI'HIl»: reHeTnueckoit anuae-
muonoruu, snureHetuku, JJHK-ouarnoctuku. Ee ymanoch
peanu3oBaTh B OTHOLIEHUY Psiia HO30JOTUYECKUX (hOopM U
B HETOJHOM O0ObeMe.

CpaBHUTEIbHBII aHamu3 pazHoobpasus Hb npoBeneH mist
psiia pOCCHIICKMX PETMOHOB eBpoIieiickoil yactu PD: pycckux
cemu nonynsiumii (KpacHomapekuit kpaii, Kuposckasi, Kocr-
pomckast, bpsiHckast, PoctoBekast, TBepckast obnactu, Kapava-
eBo-Yepkecckoil Pecryomuku), msatu HaponoB Bogro-Ypaib-
CKOro peruoHa (MapuiitieB Mapuii D1, yyBaiueii Yysaimu, yu-
MypToB Yamyprtuu, Gamkup bairkupum, tatap TarapcraHa), u
nstu HaponoB CeepHoro KaBkaza (kapayaeBleB, YEepPKECOB,
a6a3uH, HoraiieB KYP u agpireiilieB Anpiren), cyMMapHoii
YUCJIEHHOCTBIO 00ceJ0BaHHOTO HaceJIeHusI Oornee
3700 TeIC. wen., mpencTaBsionmx 11 sTHUYeckux rpymm PO
[7—9]. Ananu3 reHoreorpa4ecKrx B3aMMOOTHOILIEHUIT MEX-
Ny 9THOCAMU/TIOMY/SILIMSIMU  BBITIONIHEH C MCIOJIb30BAaHUEM
nporpaMMHOro makeTa «Statistica 10» KiIacTepHbIM aHAIM30M
CPEeIHECBSI3BIBAIOIIMM METONOM. AHAIN3 PAaBHOMEPHOCTH Tep-
PUTOPUATIBHOTO PACTIPOCTPAHEHUSI OTAENIBHBIX HO30JI0THYe-
ckux ¢dopM mo nomyasiiusM KYP u npyrum peruonam PO
MpOBe/IeH ¢ Ucnojb3oBaHueM F-pacrpeneneHust (ypoBeHb 3Ha-
yumocTr ¢:<0,001) [6], 4TO MO3BOIUIIO BBISIBUTH OYATH JIOKAJTh-
HOTO HAKOTUIEHMsI HEKOTOPBIX 3a00JIeBaHUI Y PYCCKUX.

Ot Bcex 00ceI0BaHHBIX CeMell ObUTO TTOIyYeHO IMUChMEH-
Hoe MH(OPMUPOBAHHOE COIJIacHe O MOOPOBOJBHOM Y4YacTUU
B uccnenoBaHuu. Mccnenosanue oq00peHO TUYECKUM KOMU-
tetoM OI'BHY «Menuko-reHeTH4ecKuii HayqHbIi LEHTpP».

Pe3yabTaTel U 00CyXKIeHne

B pesynbrare npoBeaeHHbIX akcreauunii B KYP cobpa-
Hbl OaHHble O OGoiabHbBIX HDB pycckoii HalmoHaaIbHOCTH
B paznuuHbix nonyisuusx KYP. Bcero BeisiBieHo 385 ma-
ureHToB u3 281 cembu (193 GombHBIX U3 126 cemeit ¢ AJl
marosiorueit; 152 6onbHbIX U3 124 cemeit ¢ AP maronorueii;
40 6onbHBIX U3 31 ceMbu ¢ X-cII. maronorueii). Takum o6-
pasoM, pacnpoctpaHeHHocTs HB cpenu pycckoro Hacene-
Hus coctaBmna 1:350 ven. (1:698 ¢ AII, 1:887 c AP u 1:1684
MyX4uH ¢ X-Cll. HaclegoBaHueM). B ta6i. 1 mpencraBieHa
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OPUTUHAJIbHbIE NCCNEAOBAHUA

otsroieHHocTh (Ha 1000 oOcenoBaHHBIX) PyCCKOTO Hace-
nenust KYP ocHoBHbiMu THnamMu HB.

AHaJIM3 OTSITOLIEHHOCTH TOPOJCKOTO U CEJIbCKOTO pyc-
CKOTO HaceJleHUs MoKas3asl, YTO MEXI1y TopoIaMu U pailieH-
TpaMM CTaTUCTUYECKH JOCTOBEPHBIX PA3INYMil HE BBISBIIE-
Ho (32 = 2,01; 1,53; d.f. = 5; p>0,05). JuddepeHunanus
orpenesieHa npu aHanuse rpyza A/l u AP matonoruu B «ce-
ne» (x2an = 28,28; x2ap = 10,04; d.f. = 5; p<0,05). CpaBuu-
TeJIbHBIN aHAIM3 BHYTPU TPYIII «TOpoJa U PaliieHTPbl» —
«CebCcKoe HaceleHHe» He MoKas3al pas3iuyuii B OTSATOLIeH-
HocTu X-clLerieHHoit natosnorueii (32 = 0,59; u ¥2 = 3,65;
d.f. = 4; p>0,05 cooTBeTCTBEHHO). Pasznuuus B mokasareisix
rpy3a AJl, AP u X-ci1. marosoruu BbISIBJIEHBI TIPU CpaBHE-
HUM «TOPOJICKUX> U «CEJIbCKUX» Tonyasaumii (x2 = 64,67;
x2 = 24,17, x* = 12,76; d.f. = 1, p<0,05).

CpaBHUTEBHBIN aHAJIM3 OTSTOIIEHHOCTH PYCCKOTO Hace-
JIEHUs1 ¢ ApyruMu sTHUYeckumu rpynmnamu KYP noka He npo-
BeleH, TaK KaK MCCIIeIOBaHNE OCTATBHBIX TPYIIT He OKOHYEHO
U HEe TIOJTy4YeHbI TIOJIHbIC JaHHbIC 00 OTSITOIIEHHOCTH.

Hoszonornueckuit cnexrp HB npencrasnex 99 3abonepa-
Husimu (56 ¢ AJl Tuniom HactenoBanust, 31 ¢ AP u 12 ¢ X-cir.
TUIIOM HacliegoBaHus1). B Tabi. 2 mpeacTaBieH HO30J0rMue-
CKMI1 crieKTp 3aboeBanuii ¢ Al Turiom HaciemoBaHusI. Bee
3a00JIeBaHMsI BCTpPeYaarCh B paHee 00CIedOBaHHBLIX MOMY-
nsaiusax PO [7—9].

Yacteimu (yaiue, yem 1:30000) onpenenensr 7 AJl 3abo-
neBaHuil: HemuddepeHInpoBaHHas ojurodpperus 1:14897

(cpemHsist o MmonyasiuusIM eBporeiickoit yactu P® 1:17050),
Helipoubpomatos 1 Tuma 1:14897 (cpenHss mno PO
1:16585), pasnuunbie (OPMBI BPOXKIEHHBIX KaTtapakT 1:7057
(cpennsit o P®D 1:14943), Bymbrapueiii uxtuos3 1:12189
(cpennsist mo P® 1:4989), suromaktuust 1:26815 (cpemHsst
mo P® 1:39200), HecoBepiueHHBI ocTeoreHe3 1:16585
(cpennsist mo P® 1:37267), curapom Dnepca—danao 1:8983
(cpenusist mo P®D 1:24342). CratucTrueckKu 3HAYUMOTO Ha-
KOTUIEHHUsI HU JIJISl OTHOTO 3a00JIeBaHUsI HE BBISBIICHO.
Tloareepxknaromias JIHK-quarHocTKa TmpoBeaeHa ISt
HelipoubpoMaTo3a — OIpene/ieHa OIMMCAHHAs paHee MIC-
ceHc-mytauust reHa NFI: ¢.A4402G, S1468G). B 1Byx ceMbsix
¢ xopeeil [[eHTMHITOHA YCTAaHOBJIEHO YBEJIMUEHUE YUCIIa KOTUIA
CAG-nioBTOpoB (¢ Bapuanueit 36-87) B 5’-o06mactu reHa I7-15;
nyruidkanysi reHa PMP22 BoisiieHa y 3 OOJIbHBIX ¢ KIMHAYE-
CKOM KapTWHOW JEeMUETMHU3UPYIOLICH MMOMMHEeUpoaTi 1A;
mytamms Gly380Arg B reHe FGFR3 onpeneneHa y OIHOTO IIa-
LIMeHTa ¢ aHXoHAporuiaszueit; myraius 2282del4 B reHe FLG
B TETEPO3UIOTHOM COCTOSIHUM BBISBJIEHA Y NIBYX MAllMEHTOB
C BYJIbTAPHBIM MXTHO30M; B OHOM CeMbe Y 3 GOJIbHBIX C aHU-
punueli B 3k3oHe 8 reHa PAX6 HaiineHa u3BecTHasi HOH-
ceHc-mytanus ¢.607C>T, p.Arg203Ter (R203X) B rerepo3uror-
HOM COCTOSIHMU; B CEMbE C TMArHO30M Oecnuemenmuas mane-
mopemunaivHas aouompopus cemyamru (mun Dpanueckemmu)
BbISIBIICHA OJIHOHYKJICOTHIHAst 3aMeHa B 3k30He 20 reHa ABCA4
¢.2966T>C (p.Val989Ala) B reTepO3UTrOTHOM COCTOSTHHMU; B Ce-
Mb€ C IMarHO30M IaToJIOrMyeckoe paciuvpeHue nareppaia QT
BbisiBIieHa MyTauus ¢.2863G>T (p.Asp821Tyr) B rene KCNEI.

OTaroweHHOCTb HacnencTeseHHon natonornen (Ha 1000 o6¢cnenoBaHHbIX) raoma 1
pycckoro HaceneHua KapayaeBo-Hepkeccumn
OTHMYeckas rpynna YucneHHoCcTb OTaroweHHocTb Ha 1000 yenoBeK/MyXU4nH* PacnpocTtpa-
AL AP ‘ X-cu.* ‘ CymMmmapHas HEHHOCTb
Fopoga v panueHTpbl

r. Yepkecck 69785 0,97 + 0,13 0,93 +0,13 0,37 £ 0,10 2,09 + 0,17 1:478

r. Yctb-Ixeryta 6499 1,08 + 0,41 1,08 + 0,41 0,62 + 0,44 2,46 + 0,61 1:406

n. KaBkasckui 2500 1,20 £ 0,69 0,80 + 0,57 1,60 £ 1,13 2,80 = 1,06 1:357

n. MperpaaHoiii 5153 1,36 + 0,51 0,78 + 0,39 0,78 + 0,55 2,52 +0,70 1:396

CT. 3eneH4yykckas 16200 1,11 £ 0,26 0,74 £ 0,21 0,37 £ 0,21 2,04 + 0,35 1:491
Opyrue 5372 0,37 + 0,26 0,74 + 0,37 0 1,12 £ 0,46 1:895
CpenHeB3BelleHHoe 105509 1,00 £ 0,10 0,89 + 0,09 0,42 + 0,09 2,09 +0,14 1:445

Cenbckoe HaceneHune (pamoHsbl)

YcTb-KeryTmHckum 2989 3,35 = 1,06 3,35+ 1,06 0 6,69 + 1,49 1:149
MpukybaHckuin 2156 2,78 + 1,13 2,78 + 1,13 1,86 = 1,31 6,49 + 1,73 1:154
Ypynckuia 8812 2,38 + 0,52 1,36 £ 0,39 2,19+ 0,69 3,97 + 0,67 1:252
3eneHyyKcKuii 9136 2,74 £ 0,55 1,75+ 0,44 0,44 + 0,31 5,58 £ 0,78 1:179
Hpyrue 6154 4,22 + 0,83 2,27 + 0,61 1,30 £ 0,65 7,15+ 1,07 1:140
CpenHeB3BeLLleHHoe 29247 3,01 £0,32 1,98 £ 0,26 1,23 £ 0,29 5,61 +0,44 1:178
CyMmmapHas/cpeaHsas 134756 1,43 +£ 0,10 1,13 £ 0,09 0,59 + 0,09 2,86 + 0,15 1:350
MpumeyaHne. ALl — ayTOCOMHO-AOMWHAHTHbBIA TUN HacnenosaHuns, AP — ayTOCOMHO-PELLECCUBHBIN TUM HacnenoBaHus, X-cu, —
X-CUENNEHHbIN TUN HacnefoBaHus, r. — ropof, M. — NOCenoK, CT. — cTaHMua.
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Tabmua 2
Hosonornyeckuin cnektp 3abonesaHuit ¢ AL TMNom HacsiegoBaHuUs
Ne | NeOMIM HnarHos Yucno 60nbHbIX Pacnp.
1 2 3 4 5 Bce
1 | #156200 | HepuddepeHupoBaHHas YMCTBEHHAsi OTCTaIOCTb 4 9 1:14897
2 | #158600 | CnuHanbHas MblleyHas aTpoduisi, lOBEHUIbHAS, MPOKCMMalbHas 2 2 1:67038
3 | #118220 | HMCH, akcoHasbHbIl TN 2A1 3 3 1:44692
4 | #118210 | HMCH, pemuenvHunaunpyowmin Tun 1A 4 1:33519
5 | #615369 | Onunencus, yMmCTBEHHas OTCTaIoCTb 3 3 1:44692
6 | #161800 | BpoxaeHHas CTpykTypHas Myonatus 2 2 1:67038
7 | #164400 | CnivHo-LepebennapHas atakcus, Tin 1 1 2 1:67038
8 | #182600 | bonesHb LLITpromnens 1 1 | 1:134075
9 | #162200 | Heiipodpubpomaros, Tun 1 1 1 1 9 1:14897
10 | #143100 | Xopesi MeHTuHITOHa 4 4 1:33519
11 | #128100 | TopcroHHas ANCTOHUSA 1 2 1:67038
12 | #607208 | Onnnencusa mnageHyeckas, c. [Jpase 1 1 | 1:134075
13 | #180200 | PeTnHoGnactoma 1 1 | 1:134075
14 | #137750 | BpoxaeHHas rnaykoma 3 3 1:44692
15 | #110100 | Bnedapodunmos, nTo3 1 1 | 1:134075
16 | #116200 | BpoxxaeHHas kaTtapakra 3 7 4 5 19 1:7057
17 | #106210 | AHnpuams 3 3 1:44692
18 | #120200 | BpoxaeHHast konoboma 1 1 2 1:67038
19 | #614497 | Kono6oma ¢ M1kpodTasibMOM 4 4 1:33519
20 | 156850 |Karapakta ¢ MUKpOdTabMOM 2 2 1:67038
21 | #120970 | BpoxxaeHHas konboykoBasi auctpodus 2 2 1:67038
22 | #180200 | PetnHoGnactoma 1 | 1:134075
23 | #606952 | Na30-KoxHbI anbouH13M, T1n 1B 4 4 1:33519
24 | #148300 | BpoxxaeHHas kepaToKOHYC 1 1 | 1:134075
25 | #178300 | BpoxaeHHbIM NTo3 1 1 | 1:134075
26 | #180100 | TaneTo-peTuHasibHas abruoTpodpus 2 1 3 1:44692
27 | #153700 | UeHtpanbHasa auctpodusa cetyatku, becta 3 4 1:33519
28 | #131900 | BynneaHblit annoepmonns KebHepa 1 1 | 1:134075
29 | #146700 | BynbrapHbiii UXTMO3 4 1 6 11 | 1:12189
30 | # 148700 | JlTanoHHO-MOAOLLBEHHBIN rMnepkepaTos 4 4 1:33519
31 | #100800 | AxoHgponnasus 1 1 2 1:67038
32 | #146000 | M'vnoxongpornnasuvs 1 1 1:134075
33 | # 133700 | 3x30CcTO3Hasa XoHApOoAMCIasms 1 | 1:134075
34 | #183600 | OxTpagakTunms 3 3 1:44692
35 | #185900 | 3uropakTunus 5 5 1:26815
36 | #166200 | HecoBepLUEHHbI OCTEOreHes 1 7 8 1:16759
37 | #108120 | ApTOorpmnos ancTasbHbliA, TN 1 1 1 | 1:134075
38 | #174500 | Monupaktunms, npeakcuasnbHas 2 2 1:67038
39 | #174200 | MonnpakTnnus, nocTakcuasibHas 1 1 1:134075
40 | #186200 | MonucnHpakTunns 1 1 1:134075
41 | 156232 | Mesomennyeckast Kap/IMKOBOCTb 1 1 | 1:134075
42 | #183900 | CnoHauno-anudunsapHas amcrnnasms 1 1 | 1:134075
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Tabnmua 2 (okoH4aHue)

Ne | NeOMIM HnarHos Yucno 605bHbIX Pacnp.
1 2 3 4 5 6 |Bce
43 | 181800 |Vpomonatnyeckuii CKONmMo3 1 2 1:67038
44 | 156620 |CvHopom Mukpouedanim, onMroppeHni, HeMpPoOCEeHCOPHO Tyro- | 1 1 | 1:134075
Wela

45 | # 113620 | BpaHxvnookynodauyanbHbii CUHOPOM 3 3 1:44692
46 | 164210 |CuHgpom lonbaeHxapa 1 | 1:134075
47 | #176920 | Cungpom Knunnenb-deins 1 1 | 1:134075
48 | #136760 | dpoHTOHa3asIbHas aAncnnasus 2 2 1:67038
49 | #182940 | CuHapom kayanbHON perpeccum 2 2 1:67038
50 | 157900 |CuHppom Mebuyca 1 | 1:134075
51 | #163950 | CuHgpom HyHaH 1 1 | 1:134075
52 | 173800 |CuHpgpom lMNonaHoa 1 1 | 1:134075
53 | #101400 | Cungpom CeTpe-HoT3eHa 1 1 | 1:134075
54 | #130000 | Cunppom Anepca-AaHno 5 4 5 | 15| 1:8983
55 | #613695 | MNaTonorunyeckoe pacluvpeHve nHtepsana QT 2 2 1:67038
56 | # 193400 | bonesHb BunnebpaHaoa 1 1 | 1:134075
MpumevaHune k Tabn. 2, 3, 4. 1 — r. Yepkecck; 2 — Ypynckuii paioH; 3 — 3eneH4ykckunii paioH; 4 — YcTb-AXeryTMHCKMiA pai-
oH; 5 — lMpukybaHckMin paioH; 6 — Bce ocTanbHble paioHbl KYP; Bce — Bce pycckoe HaceneHnne KYP; Pacn. — pacnpocTpa-
ggggﬁg;;::?onesawﬂ; HMCH — HacnencTBeHHasi MOTOPHO-CEHCOPHAs HEMPONAaTUS; XUPHbLIM LWPUDTOM BbiAENEHbI YacTble

Hoszonornuecknit ciektp 3ab6oneBanmii ¢ AP Tummom Ha-
cJieoBaHMS TIpeAcTaBiieH B Tabu. 3. B pasHooOpa3uu AP 3a-
OoJieBaHMIA, TakKe, KaK U B ciaydasx ¢ AJl marosnorueit He
onpezeseHO paHee He OMTMCAHHBIX B HAILLIMX UCCIIENOBAHUSIX
Hozojoruii [7—9].

Yacteimu (uanie, yem 1:30000) 6butn Tpu AP 3ab6oneBa-
Hust: HeguddepeHurpoBaHHas oauroppenus 1:3724 (cpen-
HSIST TIO TIOMYJIAIMAM eBporeiickoit yactu PD 1:7238), de-
HUIKeTOHYpusT 1:22346 (cpenuss mo PO 1:22359) u HecuH-
IpoMajbHasl HelipoceHCOpHasl TyroyxocTh 1:1788 (cpemnsist
o P® 1:4629). locToBepHOTr0 HAKOTUICHUS HU JUISI OMHOM
HO30JIOTHYEeCKON (POPMBI HE BBISIBIICHO.

Ionreepxmaromas JHK-muarHoctuka mnpoeeneHa 6 ma-
1MeHTam ¢ (peHunketonypueid. Criektp myrtaumii B reHe PAH
y pycckux KUP Bkimouan 9 pazinyHbIX reéHEeTUYECKUX Bapu-
aHToB: R408W (4/12 xpomocom), V2301 (1/12), Y414C (1/12),
IVS10-11G>A (1/12), IVSI+5G>T (1/12), c.664 665delGA
(1/12), R158Q (1/12), S349P (1/12), ex5del (1/12). B cembe co
CIIMHAJIBHOI MBIIIIEYHOI aTpodueii 3 ThIa omnpenesaeHa Iere-
umst 7-8 ak3oHa reHa SMNI (del/del); y omHoro maunueHTa
C MYKOBUCIMI030M BbisiBIeHbI MyTauuu F508del u 2184insA
B reHe CFTR B KOMIayHI-Te€T€PO3UTOTHOM COCTOSIHUU; B Ce-
Mbe ¢ CHHApOMOM JKuibbepa ornpeeieHoO YBEIUIeHUe yncia
«ta» noBropoB (7/7) rena UGT1. JHK-auarHoctrka nposene-
Ha 50 manueHTaM (U3 39 cemeil) ¢ HECMHAPOMATBLHOM Helpo-
ceHcopHoii Tyroyxoctbto (HHT), y 28 maiueHTOB BbISIBICHBI
MyTaiuu B reHe GJB2 (47,44%). OnipeneneHsl clieaytolye mna-
ToreHHble BapuaHThl ¢.35delG  (41,03%), c.313_326dell4
(2,56%), c.- 23+1G>A (2,56%), c.269T>C (2,56%).

B 1a61. 4 mpencrasieHo pa3HooOpa3ue X-CIIeIIEHHBIX 3a-
GoneBaHMiA. BriepBble HAMM B HAILIMX MCCJIENIOBAHMSIX BBISIBIICH
cuHapom lonbua—Ilopnuna. OctanbHble 3a0071€BaHUST BCTpe-
yaJICh B paHee 00C/Ie0BaHHbIX nomy/saiusax PO [7—9].

Cpemu X-cu. 3aboneBaHuil ompeneneHbl 3 vacTble (Jalle,
yeM 1:30000 myzkurH) Ho3os0r4yeckue (opmbl: HemudhepeH-
ypoBaHHast onurodperust 1:3724 (cpemHsisi MO TOMYJISILIVSIM
eBporeiickoit yactu PO 1:7291 myxxuuH), remodrmast A 1:11173
(cpemusit mo P® 1:18694 myxumn) n remodwms B 1:7057
(cpemsist o PD 1:141197 myxuuH). CTaTUCTUUYECKN 3HAYMMOE
HaKoIUIeH!e BbIsIBIICHO W1t TeModumu B (F = 9,62).

MonekynsapHO-TeHeTUUECKUIA aHATM3 MTPOBEICH MalieH-
TaM C IIporpeccupymolieil MpieyHoi aucrpogueit (IIMII)
HiomeHHa (BbisiBeHa aenelnss Pm-8 u 3—4 5K30HOB reHa
DMD), c remodunueit B (onpenenena myraumst ¢.508C>T,
Cys170Arg B reHe F9), B ceMbe ¢ MUTMEHTHOI ereHepalyei
ceTyaTky (BBISIBJIEH OMMCAHHBIN paHee MaTOreHHbI BApHaHT
HYKJICOTMIHOI TMOCJIe0BaTeIbHOCTU B 3K30He 8 reHa PRGR
(chrX:38164022C>T), mnpuBOmAIIMIAI K MHCCEHC-3aMEHE
(p.Gly267Glu, NM_000328.2) B reMU3UTOTHOM COCTOSTHUN).
Iposenennas JHK-anarHoctuka y 6 60JbHBIX C oJuroppe-
HHMEW W TIPENIOOKUTEIbHBIM IrarHo3oM MaptuHa—bern
He BbIIBMJIA MeTUarMpoBaHue reHa FMRI.

Takum 00pa3zoM, MPOBEACHHbI aHAIU3 pa3HOOOpa3us
HB y pycckux KYP mokasan, 4To cekTp XapakKTepu3yeTcs
CXOXECTBIO C TAKOBBIM B Apyrux nonyssinusax P® [7—10] u
mupa [11—13]. TIpu nposeneHun JHK-aumarHoctuku Bo
BCEX Clyyasix MACHTU(UUMPOBAHBI YACTble MYyTalUW TSt
IPYTUX PYCCKUX monynsiuii PO.
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CpasuuTelibHbli anamu3 pa3noodpasus HB B pazamunbix
NONyJIAMAX/3THOCAX eBponeiickoil yactn PO

IIpoBeneH cpaBHUTENbHBIA aHAIM3 pa3HOOOpas3us
14 pernoHoB eBpomeiickoii yactu P®: pycckux ceMu momy-
nsaumii (KpacHomapekuii kpaii, Kuposckasi, Koctpomckasi,
bpsanckas, PocroBckasi, Tsepckas oOnactu, Kapauae-
Bo-Yepkecckoit Pecnyommku), msitu HapomoB Bosro-VYpa-
JILCKOTO pernoHa (MapuiiieB Mapuit O, uyBaweit Uysa-
1MWK, YIMYPTOB ¥YMyptuu, 6amkup bamkupuu, Tatap Ta-
TapcTaHa), u sty HaponoB CeBepHoro KaBka3za (kapayaeB-

1eB, YepkecoB, aba3uH, HoraieB KYP u anpireitiieB Anbr-
ren) [7—9, 14].

Ha puc. 1 npencrapieHbl pe3yabTaThl KJIACTEPHOTO aHa-
JIN3a, MPOBEIEHHOrO MO PacIpOCTPaHEHHOCTH 226 3aboiie-
BaHuii ¢ AP tunom HaciemoBanus. Kak cienyer u3 puc. 1,
Ha CaMOM IE€PBOM 3Tare OObEAUHSIIOTCS PYCCKUE Pa3iny-
HbIX pernoHoB. [Ipuuem pycckne KUP takxke Bouum B Kina-
CTEP — «PYCCKUE».

KapauaeBo-Yepkeccusi MHOTOKPAaTHO MeHsJla CBOM
aIMUHUCTPATUBHbBIE TPAHUIIBI M MIOJYMHEHUE ellle CO Bpe-
MeH Poccuiickoii umnepun [15, 16]. I[To murepatypHBIM

Ho3sonornyeckuin cnektp 3aboneBaHnii ¢ ayToCOMHO-PELLECCUBHbIM TUMOM HacnenoBaHUs raoma 3
Ne | NeOMIM JwnarHos Yurcno 60sbHbIX Pacnp.
1 2 3 4 5 6 | Bece

1 | #249500 | HepnddepeHunpoBaHHasi yMCTBEHHas OTCTaNIOCTb 15 2 11 36 1:3724

2 | #253600 | MM, noscHo-koHeYHoCcTHas 2A 2 2 1:67038
3 | #250100 | MeToxpomaTtnyeckas nemkogncTpodus 1 1 1:134075
4 | #270800 | BonesHsb LLiTptomnens 1 1:134075
5 | #236600 | BpoxaeHHas ruppouedanus 2 2 1:67038
6 | #254800 | MvioknoHyc anunencust YHeepuxta-JlyHabopHa 1 1 1:134075
7 | #253400 | CnvHanbHas mbiweyHasa atpodus, Il tvn 1 1 ]1:134075
8 | #251200 | Mukpouedanus, onurobpeHns 1 3 4 1:33519
9 | #610093 | MukpodTanbMms N30IMpoBaHHAS 1 1 1:134075
10 | #206900 | MukpodTansmust ¢ aTpoduen 3puTesbHbIX HEPBOB 1 1 1:134075
11 | #611040 | BpoxxaeHHas katapakTa, MUKpodTaibM, MUKPOKOPHEA 1 1 1:134075
12| 251505 |MwukpodTanbm, MMKPOKOpHea, kosioboma 1 1 1:134075
13 | #216820 | BpoxaeHHas konobdoma 1 1 1:134075
14 | #248200 | UeHTpanbHaa guctpodus cetyatkm Ltaprapara 4 4 1:33519
15 | #264800 | Snactnyeckas rncesgokcaHToMa 1 1 ]1:134075
16 | #242100 | xtnosndopmHas HebynnesHas aputpoaepmms 1 2 3 1:44692
17 | #271640 | CnoHaunoanuvetadmsapHas aucnnasuvs 1 1 1:134075
18 | #228200 | CuHapoM rnonna3um ManobepLoBOi, MCKPUBNEHWS GePLOBOM 1 1 1:134075

KOCTEN 1 nonn-cnH-onurogaktunmm (Fuhrmann cuHapom)
19 | #236670 | Llepebpo-0oKyno-MycKynsipHbliA CUHOPOM 1 1 1:134075
20 | 251800 |CuHopom aTpesvn HapYXKHbIX CIYXOBbIX MPOXOA0B W KOHAYKTUBHON | 2 1 3 1:44692
FYXOTbl
21 | #274600 | Cvnpopom MeHppena 1 1 1:134075
22 | #143500 | CuHppom Xunbbepa 1 1 | 1:134075
23 | 258850 |Opo-daumo-anrnTanbHbIN CUHAPOM 2 2 1:67038
24 | #614504 | CuHgpom Yiwepa 2 2 1:67038
25| 234100 |Cungpom XannepmaHa-Ltpaiida 1 1 1:134075
26 | #261600 | PeHuNKeTOHYpUS 1 4 1 6 1:22346
27 | #219700 | MykoBrcumaos 1 1 1 3 1:44692
28 | #262400 | I'vnodun3apHbIi HaH3M 2 2 1:67038
29 | #607014 | Mykononucaxapvnos, Tvn | 1 1 1:134075
30 | #257220 | bonesHb HumanHa Muka, Tun C 1 1 ]1:134075
31 | #220290 | HelipoceHCOpHas TYyroyxoctb 5 | 5 6 11 3 75 1:1788
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JAHHBIM PycCKoe HaceleHue cchopMUPOBAHO B OCHOBHOM
PYCCKMMM Ka3aybMMM BoiicKamu, mpexae Bcero CtaBpo-
nojbckoro kpasi. B mepuon 1800—1900 rr. oTMeueHb
MUTPalMOHHbIE TTOTOKM PYCCKUX HA TEPPUTOPUIO COBpE-
MmeHHo#l KapauaeBo-Yepkeccuu B ocHOBHOM ¢ 1ora Poc-
cun u Ykpaunsl: Boponexckoii, Jlonckoii, [ToaTaBckoit,
XapbKOBCKOM TyOepHUl U ¢ mobepexkbss YepHOro mops
[15—17].

Ha cnenyroniem atane Kiactepusaliy BbIIIsSETCS Kia-
cTep yrpo-(OUHCKHAX HApOIOB «MapUIbI-UyBalIN-yIMYyp-
Thl». B 9THOTreHe3e 4yBalllell 3HAUYUTETbHYIO POJIb ChITPAU
MeCTHBIe (DPMHHO-YTOpCKUE TUIeMeHa. Abire-abxa3cKue Ha-
poIbl — ajbITeilbl, ada3uHbI, YepKechl — 00pa3ylT OT-
HenbHbI KimacTtep. ITo maHHBIM 3THOTPadOB, B3aUMOCBSI3h
JAHHBIX HApOJOB TMPOMOJIKAETCS C JaBHUX BpeMeH
(VIII—IX BB. H.3.), 4YTO OTPa3UJIOCh HE TOJHKO Ha OOIIMX
00bIuasx, KyJbType, HO U Ha reHodoHae Hapomaos [15, 16].
Ha mocnemHem aTtame NPUCOEAMHSIIOTCS YeThIpE TIOPKO-
SI3BIYHBIX HApOJa — TaTaphbl, OAIIKUPHI, HOTAMIIBI M Kapaya-
eBIBl. Kak ciemyeT M3 pe3yibTaToOB IEHAPOTPAMMBI, ITO-
CTPOEHHOII 1o pacmpocTpaHeHHocTH AP 3aboneBaHmii 3T-
HOTeHEe3 HApOIOB UTPaAeT CYIIECTBEHHYIO POJIb B (POPMUPO-
BaHMM Kak Hozosornueckoro criekrpa HB, Tak u 3HaueHuit
pacnpoCTPaHEHHOCTH OTHEbHbIX 3a00eBaHMIA.

Ha puc. 2 mpencraBieHa neHaporpaMMa, mocTpoeHHast
O pe3yJibTaTaM KJIACTEPHOTO aHaJIn3a, IPOBEIEHHOTO IO
pacrnpocTpaHeHHOCTH 259 3aboneBaHuii ¢ A/l Tunom Ha-
cinenoBaHus. Ha naHHoil nenaporpamme (puc. 2), aHajio-
ruyHo AP 3aboneBaHUsIM, HA IEPBOM 3Tare OObEANHSIOT-
cs1 Bce pycckue monyJasuuu, Bkaoydas pycckux KUP. [la-
Jiee K pyCCKUM MPUCOETMHSIOTCS MOCIeI0BaTeIbHO Hapo-
el Boiro-Ypanbckoro pernona, a nsath HaponoB CeBep-
Horo KaBka3za 1eMOHCTPUPYIOT MAaKCUMAaJIbHYIO TeHETHYE -
CKYI0 YIAJEHHOCTb OT APYrMX 0OCJIeIOBaHHBIX HAMU T10-

nynsuuit. DopMUpoBaHUEe KIACTEPOB KOPPETUPYET Kak
C 3THOTEHE30M HapoJOB, TaK U C reorpaMyecKUMM pac-
CTOSIHUSIMU.

Pycckoe nacenenue KUP chopmupoBaHo u3 mpen-
CTaBUTEJIEH PA3IMYHBIX PETMOHOB (B OCHOBHOM HOXHBIX
Tepputopuii Poccuu u YKpauHbl), UTO CKa3bIBaeTcsl Ha
TreHEeTUYECKO#l CTpyKType (1IMpoKoe pazHooOpasue da-
MUJIMI, HU3KWE MOKA3aTeJIM SHAOTAMHOCTHU U CIy4yailHO-
ro uHOpuaunra) [18]. CymmapHasi m10JII MOHO3THUYE-
ckux O0pakoB cpeau pycckux KYP kak B ropoackux, Tak
U CeJIbCKUX MOMyIAnusax coctaBiseT 80%, mOaT MeXIT-
HUuYeckux 6pakoB — 20%. AHaan3 3THUYECKOI OpauyHOit
aCCOPTAaTMBHOCTM TOKa3aj, YTO MpU HaJIUYUMKU MeTHuca-
IIUM C pa3HbIMM 3THOCAMU, MPOXUBAKIIUMU HA TEPPU-
topuu KYP y pycckux Kapauaeso-Yepkeccuu Habmona-
€TCsl 3HaUMTeJbHOE YBEeJMYEeHHEe YMcia PYCCKO-YKpauH-
CKMX U PYCCKO-TaTapcKuX OpakoB, YeM OXHUAAeTCs Mpu
nanMukcuu [18].

Pycckoe HacelleHMe B CBOeM TeHO(MOH/IE COXPaHUIIO KakK
crnietduyecKre Uisi pycCKOro HACEIeHUs Pa3iuyHbIX pe-
ruoHoB P® cnekrp u pacrnpocrtpaHeHHocTh HB, Tak u
CIIEKTP M YaCTOThI YACThIX MYTALIMii B OTAETbHBIX TeHaX. Ta-
KUM 00pa3oM, HECMOTpPSl Ha 3aMETHYIO JIOJII0 MEXITHHUE-
ckux 6pakoB (20%), He BBISBISIETCS BHIPABHUBAHUS B Yac-
TOTaX T€HOB B U3YYEHHbBIX HAMU TOMYJISILIUSX PA3HOM 3THU-
YECKOM 9KCTpaKIMU U POCT pa3HOOOpa3usi HaClaeICTBEHHOM
MaToJiorMu B HUX. BeposTHO, 3TO CBs3aHO, BO-IIEPBBIX,
C OTHOCUTEJbHO KOPOTKMM C UCTOPUYECKOIN TOUKU 3PEHMUSI,
BPEMEHEM COBMECTHOTO IMPOXKMBAHUS M3YYEHHBIX STHOCOB
Ha ONHOI TeppuTOopuu. BO-BTOPBIX, HaM MPEACTOUT Olle-
HUTb UHTEHCUBHOCTb MUTPALIMK PYCCKOTO HACEJIeHMsI, TIPO-
XuBaloliero Ha tepputopun KapaueBo-Uepkeccuu, KOTo-
past MOXeT TIPeTNsITCTBOBATD BbISIBIIEHUIO 3G (HEKTOB MeTUCa-
LIAH.

Tabmua 4
Hosonornyeckuin cnektp 3abonesaHuin ¢ X-cuensieHHbIM TUNOM HacJiegoBaHUSd
Ne | NeOMIM narHos Yucno 6osbHbIX Pacnp.
4 5 6 Bce
1 | #309530 | HeandpdepeHumpoBaHHasa yMCTBEHHas 2 10 4 18 1:3724
OTCTaNOCTh

2 | #302800 | HMCH, tun X, 2 2 1:33519
3 | #310200 |NMA, Tvn OoweHHa 1 1 1:67038
4 | #300376 |MMA, Tun bekkepa 1 1 1:67038
5 | #307000 |IM'maopouedanus, onurodpeHuns 1 1 1:67038
6 | #308100 | NxTno3 2 2 1:33519
7 | #300834 | TaneTo-peTnHanbHas abroTtpodus 2 2 1:33519
8 | #301050 | CuHgpom Anbriopta 1 1 1:67038
9 | #312750 | CuHpgpom Petta 1 1 2 1:33519
10 | #305600 | CuHapom Nonbua-ropnvHa 2 1:33519
11 | #306900 |Femodunusa B 2 3 1:22346
12 | #306700 |Femodunua A 2 2 2 6 1:11173
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Puc. 1. Jengporpamma reHeTM4eckux paccTOsiHUA, MOCTPOEHHAs Mo
pacnpocTpaHeHHocTn 226 AP 3a6oneBaHuii.
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