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MyKOBHCHHI03 — HACJIeICTBEHHOe 3a00/IeBaHHE C AayYTOCOMHO-PEleCCHBHBIM THIOM HAacJIeOBAHHUS,
ooycioBiaeHnoe myTramussmu reHa CFTR. Yacrorbl m cmektp myrtanmii rena CFTR paszauyarores mo
HONMyJsIUsAM U 3THocaM Kak P®, tak m mupa. B craTbe npuBOsATCS AaHHbIE 00 0COOEHHOCTSIX CIIEKTpa M
gactor myrauuii rena CFTR B pasubIx 3THH4Yeckux rpynnax KapauaeBo-Uepkeccun (kapauaeBubl, HOraiIbI,
a0a3uHbI, YepKechl), MOJyYeHHbIe KAaK MPH aHAJIM3e MaTepHaja 0 0OJbHBIX MYKOBHCHHI030M, TAK H MpPH
OIlEHKE TeTEePO3MIOTHOCTH 3A0POBOr0 HACEJEHHS PA3HBIX ITHHYECKHX rpymn. OueHeHbl MOMYJISIIHOHHbIE
yactroTbl 12 yacteix CFTR myraumii (CFTRdele2,3(21 kb), 394delTT, L138ins, 1507del, 308del, 1677delTA,
2143delT, 2183AA>G, 2184insA, 3821delT, E92K, W128P y 653 310poBbIX HEpPOACTBEHHBIX HHAMBHIOB,
npeacraBuTelieii KopeHHoro Hacesenusi pecnyoimkn KUP: kapauaeBueB (n=300), HoraiineB (N=122),4epkecoB
(n=103) u a6a3un (N=128). B pe3yjbTaTe aHAJIN3a TeTEPO3UTOTHOr0 HOCUTEIHLCTBA YACTHIX MYyTallHii B TeHe
CFTR cpean 310poBbIX MHIAMBHIOB ONpeneeHO. B BbIOOPKe KapaudaeBlleB BbIsiBjeHbl 2 myrtamuu W1282X
(uacrora 0,01; 6/600)u 1677delTA (0.003; 2/600)r BbiGOpKe Horaiimes myramus W1282X (0.012; 3/244)s
BbIGOpKe uepkecoB myrammii F508del (0.01; 2/206n 1677delTA (0.01; 2/206)8 BbIGOpKe a6Ga3uH BHISIBJCHDI
Tpu mytamuu — F508del (0.004; 1/256), W1282X (0.004; 1/2568,7YdelTA (0.012; 3/256).
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Cystic fibrosis (CF) is a hereditary disease with @tosomal recessive inheritance caused IFTR gene mutations.
There is a variation of the frequency and spectrunof CFTR gene mutations in different populations and ethnic
groups, both Russia and the world. The article preents data on the spectrum and frequencies of tHeFTR gene
mutations in different ethnic groups of Karachay-Cherkessia (Karachai, Nogai, Abaza, Cherkess). The rrexial
of CF patients, and healthy individuals from different ethnic groups was analyzed. The population fragencies of
12 common CFTR mutations (CFTR dele 2,3 (21 kb), 394delTT, L1388) I507del, F508del, 1677delTA,
2143delT, 2183AA> G, 2184insA, 3821delT, E92K, W128) from 653 healthy unrelated individuals, of
indigenous population of KCR was estimated: Karacha(n = 300), Nogai (n = 122), Cherkess (n = 103) @&n
Abaza (n = 128). An analysis of heterozygous carri@f common CFTR mutations in healthy individuals was
defined: W1282X (frequency of 0.01, 6/600) and 16d&TA (0.003; 2/600) in the sample of Karachay; inhe
sample of Nogai — W1282X mutation (0.012; 3/244), ithe sample of Cherkess— F508del mutation (0.01/2D6)
and 1677delTA (0.01; 2/206); F508del (0.004; 1/256)/1282X (0.004; 1/256) and 1677delTA (0.012; 3/256
mutations in the sample of Abaza.

Keywords: genetic epidemiology, cystic fibrosiseduency and spectrum of CFTR gene mutations, Kayach
Cherkess.

Mykosuciuno3 (MB; OMIM #219700) —1actoe HaCclIeCTBEHHOE ayTOCOMHO-PEIIECCHBHOE

3abosneBanue, obycnoBieHHoe MyTamusmu rena CFTR. Jlns mykoBucnHO3a, Tak K€ Kak W JUIst



OOJIBIIMHCTBA MOHOTEHHBIX HACJIEJCTBEHHBIX OOJe3HEl, SBIseTcs XapaKTEepHBIM HE TOJBKO
pasnuyre B paclpoCTpaHEHHOCTH 3a00JIeBaHUs, HO M BapbUPOBAaHUE CIEKTpa W 4YacTOT MYTallHi
rera CFTR B pa3iuuHbIX MOMyMSANUAX U ITHUYECKUX TpyIMmax. BeIIBIEHUE CIEKTpa U YacTOT
HauboJee paclpoCTPaHEHHBIX B KOHKPETHON MOMYJISIMU MYTallMil BaXXHO KakK C TEOPETUYECKOM,
TaKk U C TPAKTHUYECKON TOYEK 3peHHs, T. K. MOXKET CIOCOOCTBOBATH ONTHUMH3ALUU MEIUKO-
TCHETUYCCKOM MOMOIIN HaceaeHuto [4].

B nacrosei crarbe mpeacTaBiIeHbl pe3yabTaThl H3yueHHs criekTpa myrtanuil B rene CFTR
y TpeacTaBUTeNIel OCHOBHBIX 3THHYECKUX TPYII, NPOXHUBAIOUIMX Ha TeppuTopun Kapaudaeso-
Yeprecckoii Peciyonuku (KUP): kapauaeBiieB, Horaiies, 4epKecoB U aba3uH.

KapauaeBusl — xopeHHoill 3THOc CeBepHoro KaBkasza, OTHOCATCS K KaBKaCMOHCKOMY
AHTPOIIOJIOTHYECKOMY THITYy OalKaHO-KaBKa3CKOI'O BapHaHTa EBPONEOMIIHOW pachl, HOCHUTEIU
KOOAHCKOM apXeoJIOTHUECKOM KyIbTypbl, cioxkuBiieics B XIV—XIIl BB. 10 H. 3. B ropax u
ymenbsix lleatpansHoro Kaskaza. Ilo muenuto E. II. AnekceeBoii, B IV Beke ¢ ropuamm —
MOTOMKaMH KOOAHIIEB CIIMIIOCH OJTHO U3 MJIEMEH aJlaH, KOTOpble ObUIM M3THAHBI TYHHAMU U3 CTeren
[IpenkaBkaspst B Topbl. K cdopmupoBaBiieiicss paHee anaHO-KOOAHCKOW STHUYECKOW TIpyriIe
MPUCOEANHUIIUCH TIOPKOSI3bIYHBIE OOJITaphl, CTABIINE BIIOCIEICTBUN OCHOBHBIM STHUYECKUM SIIPOM
KapayaeBO-0aIKapCKOM HAapOMHOCTH. ['OBOpST Ha KapayaeBO-0aTKapCKOM SI3BIKE KBIMUYAKCKOM
IpYIIIBI TIOPKCKO# cembu [1, 2].

Bpemenem o6pazoBaHus HOTaiCKOW HAPOAHOCTH MPUHATO cuuTaTh koHerl XIV Beka, korma
TaTapo-MOHTOJILCKOE rocyaapcTBo 3ojoras Opja crano NpUXOIuTh B yMalOK, U U3 €ro cocraBa
BbIJIEIMIACh Tak HasbiBaeMass Horaiickas Opaa. Tepmun «Horam» («Haram») BCTpedYaeTCs yXe B
pycckux nokyMeHTax KoHma XV Beka. B ¢GopMupoBaHMM HOTaiWCKOW HApOAHOCTH MPHUHSIIH
yyacTHe IUIEMEHA: KEHErec, KaHIJIbl, aprbiH, KOHTPAT, CBHIPBIK (IIUPUK), KBITYAK, MAHTBIT, CYH
(yitcyH) u, oueBUIHO, HaliMaH. M3 mepeunciieHHbIX TUIEMEH: KOHT'YPaThl M HaliMaHbI, CKOPEE BCETO,
UMEIOT YHUCTO MOHTOJIbCKOE TPOUCXOXKACHHWE, MAHTUThl — TIOPKU3UPOBAaHHBIE IIEMEHA
MOHI'OJIbCKOW BETBH, a OCTaJbHBIC IJIEMEHHBIE 00pa30BaHUs CIICHUAIUCTHI CKJIOHHBI OTHOCUTH K
TIOPKCKO# s13bIKOBOM Tpymme [1, 2].

Yepkecol (ampiru) (opmupoBanuch Kak HapomHoctsh Ha CeBepo-3amagnom Kaskaze. Mx
MpeKaMH, 0 MHEHHIO OT€YECTBEHHBIX KaBKA30BEJOB, CIEAYET CUUTATh MEOTCKHE IIEMEHA 3UX0OB
M KacoroB. DTH IUIEMEHa, KuBIIKMe Ha YepHOMOpckoM nobepekbe KaBkasza, B ropax U mpearopbsx
3akyOaHbs C HeE3amaMATHBIX BpeMeH, K X BEKy CIOXHIUCh B EIUHYI0 HApOJHOCTh C OOLIMM
S3BIKOM, HMMEBIIMM psii TUIEMEHHBIX JUAIEKTOB. Yepkechl TOBOPAT Ha SI3bIKaxX aIbITCKOM
MOJrPYIIIEI a0Xa30-abITCKON CEMBbH SI3BIKOB [2].

B XV-XVI| Bekax Ha 53THONOJMTHYECKON KapTe coBpemeHHoN KapauaeBo-Uepkecun

MOSIBIISICTCS €Ille OJJHA 3THUYECKas rpymna — adbasuHbl. Mcropuueckas OpeBHss poauHa aba3uH —



TeppuTOopus coBpeMeHHOW AOxasumm u napeBHerd Uepkeccuu. Ha pyOesxke XV—XVI BB. aba3unbl
MUTPHUPYIOT Ha CEBEPO-BOCTOK. YacTh MX BMecTe ¢ aabiramu asuraiach no CesepHomy KaBka3y.
Jlpyras 4acTh MPOHMKIIA HA CEBEpHBIC CKIOHBI KaBkasckoro xpeOTa uepe3 mepeBaibl. AOa3uUHBI
JUHTBUCTUYECKH Hambosee OMM3KM K abxas3am, OJHAKO OHHU OOJIbIIE TOJBEPTIIHCH AIBITCKOMY
BIUSIHUIO, U B MX KYyJbType a0Xa3CKHX AJIEMEHTOB MEHbIIE, YeM aJbITCKuX. MHOrHe HapoAbl B
pa3IMYHBIX CTPaHAX MHUPA YACTO YIIOMUHAIOT a0a3uH UMEHHO KaK YepKecoB [2].

Paccenenne KopeHHBIX HaponoB 10 Tepputopuu coBpemMeHHo KYP mnonpommo k
noruueckoMy 3aBepiieHnto K koHy XVII Beka. C Tex mop u mo ceii IeHb KapadaeBllbl, YePKECHI,
aba3uHbl M HOTaMIBl XUBYT MO COCEACTBY. 3a 3TO BpeMS OHHM MEPEKWIM MHOro OOIIero,
MpeTepreNd psJl TEPPUTOPHAIBHBIX MEPEACNIOB U aIMHUHHCTPATUBHBIX peopM, BIUIOTH [0
00BEAMHEHHS B paMKax OJHOTO MOJIMHAMOHAIILHOTO TOCYJapCTBEHHOT0 00pa3oBanus [1, 2].

Heab uccaenoBaHusi: U3YYUTh CIIEKTP U 4acToThl MyTanuid B reHe CFTR, xapakTepHbIX
it Hacenenus: KapagaeBo-Uepkecckoii Peciy0auku, pernoHe KOMIAKTHOTO MPOKUBAHUS YETHIPEX
MaJOYHCIEHHBIX HapoaoB KaBkasa: kapayaeBIieB, YepKeCOB, a0a3uH, HOTANUIIEB.

Martepuajibl 1 METObI HCCJIEIOBAHNS

B nccnenoBanue BriatoueHbl 11 mannenToB ¢ MB 13 HEPOACTBEHHBIX CEMEH U UX POTUTEIH,
npoxkuBaronme B pecnyonuke KapawaeBo-Uepkeccus. 10 manueHTOB — KapadaeBIbl IO
HallMOHAJIBHOCTH, 1 — pycckuil. J{MarHo3 MyKOBUCIM03 YCTAHOBJIEH HAa OCHOBE KJIMHHUYECKOU
KapTHUHBI, TOJOXUTEIBHOW MOTOBOM MPOOBI W OMOXMMHYECKUX HMCCIEJOBAHUN B PErHOHAIBLHOU
MEIMKO-TCHETUYECKON KOHCYJbTAlMM W B HAyYHO-KOHCYJIbTaTUBHOM otaeneHun POI'BHY
«MI'HII».

VY Bcex MarueHToB MPOBEJEH MOUCK 29 YacThIX Uil POCCUHCKOTO pernoHa MyTallMii B TeHe
CFTR. Anamm3 wmyramuii CFTRdele2,3(21kb), F508del, 1507del, 1677delTA, 43delT,
2183AA>G, 2184insA, 394delTT, 3821delT, L138imsoBenen Merogom MynbTuIuiekcHoi TTLP
COrylacHO paHee ommcanHoi Mmetomuke [5]. Myramuun G85E, G542X, G551D, R553X, N1303K,
wW1282X, R334W, R347P, R117H, 621+1G>T, 3849+10kbCBA17-1G>A, 604insA, S1196X,
3667InSTCAA,  3944delTG, E92K, 2789+5A>G, W1282RonpeneneHsl  METOI0OM
PECTPUKIIMOHHOTO aHanu3a (Ha3BaHWs MYTAlUi TPHBEICHBI B COOTBETCTBUU C TPAAMIIUOHHOM
HOMEHKJIaTypoii) [7].

B nByx obOpasuax 6onpHBIX MB, y KOTOpPBIX Ipu KIMHUYECKOM jauarHo3e MB He HaiineHo
MyTallud Ha OJHOW XpoMocoMe U3 cmucka 29 YacThIX MyTalui, NPOBEACHO MPsSMOe
cekBeHHpoBaHHe 1o CoHrepy 4YacTH IOCIEI0BAaTEIbHOCTH, OXBAaThIBAIOMIEH 5K30HBI, HSK30H-
WHTPOHHBIC coeauHEeHMs, 5’ HeTpancnupyembld perrmoH reHa CFTR. Takxke B ucciemoBaHme
BKJIFOUEHBI JIaHHBIE TI0 TEHOTHIMPOBaHUIO 22 manueHToB ¢ MB, He kapauaeBiieB, HOCUTENEH, O

KpaitHe Mepe, omHou mytanmu W1282X, u ux poaurteneir (M3 OaHKa JaHHBIX JabopaTopuu



renetudeckoit smupemuoiorun O®IBHY «MI'HII»). Awnamus JIHK-mapkepo XV2c, KM19,
IVS1CA, IVS6aGATT, IVS8CAu IVS17bCA npoBeneH coriacHo paHee ONMHMCAHHON METOIUKE
[5]. KOHCTpYKIIMIO TalUIOTHIIOB, CHEIICHHBIX ¢ MyTanusMu reHa CFTR, mpoBoauian Bpy4HYIO TIpU
CEMEMHOM aHaJM3€ Cerperanuu auieliel aHaIM3upyeMbIX MapkepoB. llocTpoeHue M oleHKa
BEPOSATHBIX YaCTOT TallJIOTUIIOB YEThIPEX MapKEPOB B BHIOOPKE 3J0OPOBBIX MHAMBH/IOB BIMIOJIHEHHI C
nomoinkio mporpammbl ARLEQUINver 3.5.

Jlist OIIeHKH MOMYJSIUOHHBIX YacToT U crnekTpa myranuii rena CFTR npoBenen ananus 12
gacteix g1 Poccunm wmyrammii (CFTRdele2,3(21 kb), 394delTT, L138ins, 1507deb08del,
1677delTA, 2143delT, 2183AA>G, 2184insA, 3821deH92K, W1282X)y 653 3mopoBbix
HEpOJCTBEHHBIX ~ MHAMBUAOB u3 7  padionoB  (Ycrb-Jlkeryrunckuii, KapadaeBckwuii,
ManokapauaeBckuii, [IpukyOanckuii, A0O3uHckmii, Horaiickuii u XaOe3ckuii) u 1. Yepkeccka,
MpencTaBIsomMX 4 STHUYECKHME TpPYNIbl KOPEHHOro HacelneHus pecnyOnuku Kapauaeso-
Yepreccus (Poccust): kapadaeBIlbl, HOTalIlbl, Y€PKECHI, A0a3UHBI.

Ot Bcex oOcienyeMbIX WM WX MpEACTaBHTENCH (poAWTeNei) MONy4eHO NHUChMEHHOE
MH(GOPMHUPOBAHHOE COTJIACHE HA y4yacTHe B MccienoBaHuU. [IpoBeneHue nccienoBaHus og00peHo
atndeckuM KomuTeToM ®I'BHY «MI'HI».

Pe3yabTaThl cc/ieIOBaHUS U MX 00CYKIeHUE

[To pesynpTaram MeauKO-reHEeTHYECKOro obcnenoBanus Hacenenuss KUP u mo maHHBIM
MEIIUKO-TEeHETUYEeCKOW KOHCYJIbTAalMKH T. Yepkeccka (HaHHBIE CKPUHHMHTAa HOBOPOXICHHBIX) B
HaCTOSIIIIM  MOMEHT Ha Tepputopuu Pecnybnuku mnpoxkumBaer 11 manmentoB ¢ MB.
[TpoaomKUTENbHOCTD KU3HU MalueHToB ¢ MB 3aBUCHUT OT MHOXeCTBa IPUYWH, BKJIIOYas HAJIUYKE
«rspenbix» mytanuid B rene CFTR, moxku3zHeHHOe JieueHrne | BO3MOXKHBIE OCIIOKHEHUS.

MonekynspHO-TeHeTUYeCKUH  aHanmu3 BbhIMOJHEH B 11 HEpOACTBEHHBIX  CEMBSX,
orsromenusix MB (6ombabie 2005-2014r.p.): 1 —pycckoii u 10 —kapauaeBckux. JIHK-anamu3
Bkimoyan 29 xapakrepHbix us Poccum myrtanuii  (CFTRdele2,3(21kb), F508del, 1507del,
1677delTA, 2143delT, 2183AA>G, 2184insA, 394delT3821delT, L138ins, G85E, G542X,
G551D, R553X, N1303K, W1282X, R334W, R347P, R118Ri1+1G>T, 3849+10kbC>T, 1717-
1G>A, 604insA, S1196X, 3667insTCAA, 3944delTG, E92KR789+5A>G, WI1282R),
oOycnoBnuBaronux a0 7/5—80 % Bcex MyTaHTHBIX ayulelied y POCCHMCKUX TarueHToB ¢ MB,
COTJIACHO HAIlMM paHee IMPOBEICHHBIM wuccienoBanusM [6]. YV mamuwenta ¢ MB pycckoro
npoucxoxeHus: oonapyxet renotunt F508del/2184insAY 10 naiueHTOB U3 KapayaeBCKUX CeMEi
Ha 18 u3 20 amnencii (90 %) BeisBieHa BhIcOKast moist myrtaruu WI1282X: BoceMb MalneHTOB
OKa3aJIUCh TOMO3HMTOTHBIMH HOCUTEIsIMH 10 MyTarmuun WI1282X, nBoe — TeTepo3uroTHbIe
KOMMayH/bl. B JByX MOCIEAHHUX CEMbAX i BO3MOXHOCTH HJICHTH(UKALUU BTOPOTO ajliess

MPOBEJICHO CEKBEHUpOBaHUE Komupytomieit obmactu rera CFTR u uaeHTUUIIUPOBAHBI BTOpHIC



mytanTHbie  amtend:. R1066C  (c.3196C>T; p.ArglO66Cys) -8 omHoM ciydae H
R709X (c.2125C>T; p.Arg709X) B-1pyrom.

Takum obpa3oMm, y kapayaeBleB, 001bHbBIX MB, camas pacnpocTpaHeHHast y €BpOIECOHI0B
mytarus F508dels rene CFTR He oOHapyskena. Camoii 4acToi B MCCIIEIOBAHHOM IpyIine OOIbHBIX
¢ MB BrisiBiena mytarus W1282X.

Nzyuenne npoucxoxaenus myranun W1282X moka3ano, 4To OHa BCTPEUYACTCS B Pa3HBIX
peruoHax Mupa, HO HauOOJbIIas €e 4acToTa BBIABJICHA y eBpeeB-alnkeHa3oB M3pawmns (mo 50 %
MYTaHTHBIX ajieieii y OonmpHBIX ¢ MB). Ha ocHOBaHMM NpOBEICHHBIX HCCICIOBAHUN OBLIO
nmokaszano, uro myrtamus W1282Xnpouszonuia B pe3yiabTaTe eAMHUIHOTO MYTAIIHOHHOTO COOBITHS B
MOMYJISAUH OJIM>KHEBOCTOYHBIX €BPEEB JI0 X Iepecenenus B EBpomy, a nanee ee pacrpocTpaHeHHe
CBSI3aHO C pacCeJICHHEM eBpeeB-alkeHa3on [9].

C 1enpio yTOYHEHHUS BO3MOYKHOTO MPOUCXOXKIEHUS U pacripocTpanenust myTtarun W1282X
y KapaJaeBIIeB MIPOBEICH aHalIu3 TaljIOTUIIOB, ciemieHHbx ¢ reaoM CFTR JIHK-mapkepos (XV2c,
KM19, IVS1CA, IVS6aGATT, IVS8CA, IVS17bCA)y GombHbix MB, HMeONMX MyTalHIO
W1282X: kapauacBiiee (10), He kapauaeBueB (22) u uUX pOTUTENCH; a TaKkKe y 3I0POBBIX
kapauaesiieB (50).

B o0beunx rpymnmax manuenToB ¢ MB (kapadaeBiieB U He KapayaeBIIEB), TaK jK€ KaK y €BpeeB-
alkeHaszoB u3 M3pawmnst, xpomocoMsl ¢ mytanueir W1282X ciienyieHs! ¢ 0IMHAKOBBIM TaljIOTUIIOM
1-2, pnankupyronmx ren CFTR mapkepoB XV2¢-KM19 [8]. B Bribopke 100 xpoMocom 310pOBBIX
KapayaeBIleB, HE SABIAIOMMUXCA HOcuTeassMu MyTtarun W1282X, 4acToThl ranjoTHIIOB MapKepoB
XV2c-KM19 pacnpenenens cnenyromum obdpazom: 1-1 — 0,4643; 2-1 — 0,357 2-2 — 0,1786,
ramiotun 1-2 He oOHapyxkeH. Paccmorpenne BHyTpureHHsix STR momumopdusmo IVS1CA-
IVS6aGATT- IVS8CA- IVS17bCAnoka3ano pa3inuyus TramioTHIIOB B JIByX paccMaTpUBAEMBIX
rpymmnax xpomocom (kapauaceBIlCB U HE KapadaeBlieB), Hecymux myTanuio W1282X: XxpoMocoMbl B
rpynme 6onpHBIX MB kapadaeBiieB umMeroT ouH ramiotun 26-7-17-18;8 rpynmne HekapadaceBleB
BbIsIBJICHO n1Ba ramiorumna (86,4 %cocrasaser ramiotun 26-7-17-17, 13,6 % ramnorun 24-7-17-
17).

Amnanu3s yactot ramiotunos moaumopdusmos [IVSICA- IVS6aGATT- IVS8CA- IVS17bCA
B BBIOOPKE 3/I0POBBIX KapayaeBIIeB, HE SBIAIOMIMXCS HocuTensaMu myTannun W1282X, mokaszasi, 4ro
Han0oJIee YaCTBIMHM SIBJISIOTCS TaruioTuibl 22-7-16-13 (32 %) 23-7-16-13 (16 %) amnoTumsl xe,
acconmupoBanHble ¢ Mytauumedn W1282X y HekapauyaeBleB, SBISIOTCS BeCbMa pPEIKUMHU Ha
HOPMAaJIBHBIX XpoMocoMmax, coctaBisisi okono 0,8 % —mis rammotuna 26-7-17-17u 1 % — mist
rartotuna 24-7-17-17;rorna kak ramnotun 26-7-17-18 acconmmupoBannsiii ¢ mytaruein W1282X

y KapadaeBleB, HA HOPMAJIbHBIX XpOMOCOMAX HCCIIEAYeMOi BHIOOPKH HE OOHAPYKEH.



MOXXHO TpeanoyioxKuTh, 4YT0 mnpoHukHOBeHHEe wMyTamumun W1282X rena CFTR Ha
tepputoputo KUP u eBpomelickoii yactu Poccun mpoucxonmno B pa3HOE BpeMsi M pa3HBIMU
IPYIIIaMUA HOCUTENEH 3TON MyTallUH.

[To ucTopuyeckuM AaHHBIM H3BECTHO HECKOJBKO BOJIH IepecerneHusi eBpeeB Ha KaBkas.
Murpauus eBpeeB u3 Mpana u Meconoramuu B BoctouHoe 3akaBka3be OTHOCHTCS MIPUMEPHO K
cepenune VI Beka H.3. [3]. HaumbGonee KpymHBIM CTajgo MEpPECEICHUE CACAHHMICKUM IapeM
XocpoBoMm | AnymupoBaHoM wupanckux epeeB B 520-530romax. Kpome Toro, rpysuHckue
HMCTOYHHKHU COOOIIAI0T 0 MacCOBOM IPHOBITHH eBpeeB B 3amanuyto [ 'pysuto B VI Beke nz Buzantun
M O TIOCIEAYIONIeH MUrpanuu 4acTd u3 Hux (3 TeiC. eBpeeB) B Bocrounyio I'pysuio. O apyrux
MOJTOOHBIX TEPEIBIKEHUAX CBEICHUH NMPAaKTUUYECKU HE coxpaHwiock. B nHauane XVI cronerus u
XVIII-XIX Bekax oTMeueHBI elle AB€ BOJHbI MUTpaluid. TpeTbs BoNHA 3HAUUTENIbHBIX MUTPAIUi
upanckux espeeB B XVIII Bexe Ha Boctounsiii KaBka3 cBs3aHa ¢ mpaHckoil oOiacTeio [ 'nisH,
MIpUJICTAIONICH K Foro-3amaaHoi yactu Kacnuiickoro mops. Takum 00pa3om, KaBKa3CKHUE €BPEH Kak
ocobast yacTh eBpelickoro mupa chopmupoBamuch Ha KaBkaze B pe3ynbrare HECKOIBKUX BOJIH
MUTpaIyii, mpeuMymiecTBeHHO u3 Mpana [3].

[TpakTuecku Bce eBpen Poccuu oTHOCSTCS K TpyMIe amkeHa3oB. [lepBble KOHTAKThl MEXTY
ropckumu  (KaBKa3CKMMH) €BpPESIMH M POCCHHCKMMH €BpesMH-alllIKeHa3aMH OTHOCATCS K
IBAANATHIM-TpUANATEIM TofgaMm XIX Beka. Ho numb B 60x rr.XIX Beka KOHTaKThI TOPCKUX €BPEEB
C almkeHa3zamu Poccun y4acTHIIUCh U yIPOYHIHCH [3].

Takum oOpa3oM, MOKHO TIPEATIONOXKHUTH, 4TO TpoHUKHOBeHUE MyTaruu W1282Xna KaBkas
CBSI3aHO C paccelieHueM eBpeeB U3 VpaHa B paHHee CpeIHEBEKOBBE, a €€ BbICOKAs 4acTOTa Cpeau
0OJHHBIX MYKOBHCIIHIO30M y KapauaeBlIeB sABIsETCs ciencTBueM s dexra ocHoBatens. Torma kak
pacripoctpanenne mytauun W1282X B BocTouHO-eBporneiickux permonax Poccum o0ycrnoBieHO
paccesieHuEeM eBpeeB-alllkeHa30B B 0oJiee Mo3Hee BpeMs.

Jnst BO3MOKHOHM OIICHKM TOMYJISIITUOHHBIX YacToT H crhekrtpa Myrtamui reHa CFTR
npoBeneH aHanu3 12 gacteix mis Poccum myranmii (CFTRdele2,3(21 kb), 394delTT, L138ins,
I1507del, F508del, 1677delTA, 2143delT, 2183AA>G82hsA, 3821delT, E92K, W1282X) 653
3I0POBBIX HEPOACTBEHHBIX WHIMBUIIOB, MPEJACTABUTEIEH KOPEHHOTo HaceneHus pecryosuku KYP:
kapauaeBiibl (N=300),noraiier (N=122),1epkecsl (N=103),a0a3unbr (N=128).

Ananm3 gacteix mytanuii B reHe CFTR cpenu 310pOBBIX HHIMBUIOB YETHIPEX ITHHUYECKUX

rpymnn KapagaeBo-Uepkecckoil pecriyOauKy npeicTaBlieH B TaOIUIIE.

Pesynbrare ananusa myrtaiuii (CFTRdele2,3(21 kb), 394delTT, L138ins, 1507d&08&del,
1677delTA, 2143delT, 2183AA>G, 2184insA, 3821ddtB2K, W1282X)s rene CFTR B

BbIOOpKE 3710pOBbIX MHIUBUA0B KapauaeBo-Uepkecckoii Pecybnuku



OTHOC Yucno Yucno Yucno Myranus B reHe
3/10pOBBIX o0cIIeIOBaHHBIX XpPOMOCOM C CFTR
WH/IMBUIOB XpOMOCOM MyTaluen
KapauaeBiibl 300 600 6 W1282X
2 1677delTA
Horaiiubr 122 244 3 W1282X
Uepkecsl 103 206 2 W1282X
2 F508del
AOGa3uHbI 128 256 1 W1282X
1 F508del
3 1677delTA

B pesynbrate nmpoBeIEeHHOTO aHalW3a reTepO3UTOTHOIO HOCHTENbCTBA YAaCTBIX MYTAIUil B
rene CFTR cpenu 310pOBBIX MHIMBUAOB PA3TUYHBIX KOpeHHBIX HapoaoB KYP ynanoch ycTaHOBUTH
YaCcTOTHl YaCTBIX MYTalMi Ui KaXIOTO ATHOCA: B BBIOOPKE KapayaeBIeB YacTOTa MYTAlUd
W1282X cocraBuina 0,01 (6/600),myranuun 1677delTA 0.003 (2/600)p BbIOOpKE HOTAMIIECB
BeisiBiIcHa Mytarms W1282Xc gactoroit 0.012(3/244);B BBIOOpPKE 4YEpKECOB YacTOTa MYTAaIUid
F508delcocrasuna 0.01 (2/206)a 1677delTArtakxe 0.01 (2/206)8 BoiOOpKE aba3uH BBISBICHBI
Tpu yacteie Mytanuu. F508del —wacrora 0.004 (1/256), W1282X -sactora 0.004 (1/256),
1677delTA —aactora 0.012 (3/256).

3akiroueHue

B  kaxmoili u3 BBIOOPOK W3 Pa3HBIX JTHUYECKUX TPYNN CyMMapHas dYacToTa
npoaHanu3upoBaHHbix MB myraruii (q) npessimmaer 1 %, T.e. yacToTa MYKOBHCIIUI03a JIOJIXKHA
coctaBiate He MeHee 1:10000. Myramus 1677delTA pacmpoctpanena cpeaun MB  00JbHBIX,
otHocsmmxcs K Hapomam CeBepHoro KaBkasza (4eucHIbl, MHTYIIM) W 3akaBKasbsi (rpy3uHbi). B
HacToslIeM HccienoBanuu mytarms 1677delTAoOHapyxeHa y kapauaeBleB, ada3HH M YEPKECOB,
SBJISIIOIIMXCS] aBTOXTOHHBIMH 3THOCAMHU CEBEpO-KaBKa3CKoro permona Poccuu, u He oOHapyxeHa y
HOTAKIIeB, UMEIOIINX 00JIee KOPOTKYIO HCTOPUIO IPOKUBAHUS HA ATON TEPPUTOPHH.

[TonydeHHBIE pE3yJbTAThI SIBISIOTCS CIEACTBHEM JTHOTEHe3a HaponoB. KapauaeBiibl
OTHOCATCS K KaBKAaCMOHCKOMY AaHTPOIOJIOTHYECKOMY THITy OajJKaHO-KaBKa3CKOro BapHaHTa
eBpONEONIHOM packl. ['0BOPAT Ha KapayaeBO-OaIKapCKOM SI3bIKE KBIMTYAKCKOM TPYIIBI TIOPKCKOU
cembu. BpemeHem o0pa3oBaHus HoraickoW HapogHocTn cumrtaercs kouerr XIV  Beka,
TIOPKU3UPOBAaHHBIE IUIEMEHA MOHTOJIBCKOH BETBH OTHOCSTCS K TIOPKCKOHM SI3BIKOBOW TpYIIIIE.

Yepkecsl 1 aba3HBI MPUHAJUIEKAT K Ipymie abxa30-aJAbIrCKUX HapOIOB.

Paboma evinonnena npu wacmuunom punancuposanuu zpaumoe PO ®HU 14-04-00525 u 15-04-01859.

Cnmcox aureparypsl



. AnekceeBa E. Il. KapauaeBrnpr n Oankapusl — apeBHuid Hapoj KaBkaza. — Yepkecck, 1963.
(http://www.elbrusoid.org/upload/iblock/8fc/karacbglkar-drev-narod _turklib.pdf).

. T'apmanoB B. K. Anpiru, Oankapisl ¥ KapadaeBIibl B M3BeCcTUsX eBpormeiickux aBTopoB XIII —
XIX BB. Hanpumk: Kanxnoe u3a-so «3ns6pyc», 1974~ 636¢.

. T'yceiinos P. Uynausm Ha Kaekase // KaBka3 u rimo6anusamms. — 2008. -T.2. —Bein. 3. —C.194-
204.

. MyxoBucuuno3 / ITlox penmakumeit H. W. Kanpanosa, H. 0. Kammpckoit. — M.. U]]
«Mennpaktuka-M», 2014~ 682c.

. ITerpoea H. B. Anamm3 ugerbipex mnomumopdusmoB B reHe CFTR B ceMpsix OOJBHBIX
MykoBuciuao3om // Menununckas reaeruka. — 2006. <T. 5,Ne 12. —C.27-32.

. IlerpoBa H. B., TumkoBckas E. E., 3unuenko P. A., T'unrep E. K. AHanu3 4acToThl HEKOTOPBIX
mytaruii B reie CFTR B pasubix nmomymsuusax Poccuu // Menununackas renetuka. — 2006. —T.

5, Ne 2. —(C.32-39.

. IlerpoBa H. B. MounekynsapHo-TeHETUYECKHE U KIMHUKO-TEHOTUIIMUYECKHE OCOOEHHOCTH
MYKOBHUCIIM/1032 B POCCUHCKUX MOMYJALMAX: aBToped. quc. ... A-pa 6moin. Hayk. — M., 2009. —
44.c.

. Sereth H. Shoshani T.Bashan N.Kerem B. S. Extented haplotype analysis of cysboobis
mutations and its implications for the selectiveatdage hypothesis // Hum. Genet. — 1993. — V.
92,Ne 3. — P. 289-295.

. The molecular genetic epidemiology of cystic fibsosReport of a Joint Meeting of
WHO/ECFTN/ICF(M)/ECFS / World Health OrganizatiolVEHO) // Genoa, lItaly, 19 June
2002. — Human Genetics Programme. — 2004. — 24 p.



