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Brenenne

Hacrosiiias craTbst mpoposkaeT cepuio myoauKauuii mo
reHoreorpacuy HacJIeICTBEHHBIX OOJIe3HEN B TMOIYJISLIMSIX
Poccuu u mocpsieHa U3y4eHUIO pa3HOOOpa3ust HACIEACT-
BeHHOU maTtojioruu y kapadyaenie KYP.

KapauaeBiipl (camMmoHa3BaHME Kapaydailsibl, Kbpadanlsibi-
J1a) — TIOpKos3plYHBIM Hapon CeBepHoro KaBkaza, oTHO-
CATCS K KABKACMOHCKOMY aHTPOITOJIOTMYECKOMY TUITY €BPO-
MeouaHOM packl (banKaHO-KaBKa3CcKMii BapuaHT). OCHOBOI
KapauaeBo-0a71KapCcKOTo 3THOCA CJIEAYyeT CUMTaThb MECTHBIE
KaBKa3CKMe IJIeMeHa, HoCUTeIeil KoOaHCKOI apxeooruye-
ckoit KyibTyphl, cinoxubiieiicss B XIV—XIII BB. 1o H.3.,
B ropax u yuenbsax LlentpansHoro Kaskaza. Ilo mHeHUIO
E.I1. AnekceeBoii, B IV Beke ¢ ropuamu (IIOTOMKaMu KO-
0aHIIeB) CIUJIOCH OTHO U3 TUIEMEH ajlaH, KOTOpble ObUTU U3-
THaHbl TyHHamMu u3 creneil [IpeakaBkasbs B TOpBI.
B V—VI BB. rpymnmnsl 6o/rapo-xazap pacceisiiorcsl B Ipea-
TOpHBIX paifoHax coBpeMeHHoit KapauaeBo-Uepkecuu, u
CMEIIMBAIOTCSI ¢ MECTHBIMU TUIEMEeHaMUu. TakuM o0pa3om,
K cOpMMpPOBABIIEKCSI paHee ajaHO-KOOAHCKON 3THUYE-
CKOH TpymIe NPUCOEAVUHUINCH TIOPKOSI3bIYHBIE OOJITapshl,
CTaBIIME BIOCEACTBUM OCHOBHBIM 3THUYECKUM SIIPOM Ka-
pauaeBo-0ankapckoit HaponHoctu [1, 2]. dakTuuecku Ka-
pavaeBlbl COCTaBJISIOT €IMHbINA ¢ OakapliaMy Hapol, pas-
NEeEHHBI aIMUHUCTPATHBHO Ha JBE YacTh, 00a Hapoa ro-
BOPSIT HA KapauaeBo-0aJKapCcKOM $I3bIKe KbIITYaKCKOM rpyT-
bl TIOPKCKOI cembu [1, 2].

YucneHHOCTh KapavyaeBIIeB B MUPE COCTABJISIET OKOJIO
225 THIC. Yesl., U3 KOTOPLIX OCHOBHAs 4acTb — 218 ThiC. —
npoxwusatoT B PD®. Kapauaesunsl xxuByT B Kazaxcrane, Kup-
ru3um (2—3 Toic.), Typuuu, Cupuu, ctpaHax AMEpUKH U
EBpomnbl. PernoHoM KOMIIAKTHOI'O MPOXMBAaHUS KapayaeB-
1eB B PO sistercss KYP — 194 thic. (89%). Takke HeOOMb-
1I0€ KOJMYECTBO KapayaeBIeB XUBYT B CTaBPOIOJbECKOM
kpae 15 600 (5%), Kabapauto-bankapuu (0,56%), KpacHo-
napckoM kpae (3%), Mockse (0,54%), MockoBckoii, Poc-

ToBCcKO#1, CapaTOBCKOIM,
r. Cankr-IlerepOypre [3].

Bonarorpaackoit  obiactax U

MaTepnaJm H METOAbI UCCJICAOBAHUA

I'eHeTMKO-3MUIEMUOJIOTUYECKOE O0CIIeIoBaHNE Hacese-
uuss KYP mnposeneno corpymHukamu PIBHY «MT'HI»
B nepuon ¢ 2013 no 2017 rr. B coctaB KUP BxonsiT 2 roposa
— Yepkecck u KapauaeBck u 10 cenbckux paiioHOB (Aba-
3UHCKMI, Anpire-Xa0nbckuii, 3eiaeHYyKckuii, Kapauaes-
ckuit, ManokapavyaeBckuii, Horaiickmii, [lpukybaHckuii,
VYpynckuit, Ycrb-JIxerytuHckuit u Xabesckuit). OOwast
yuciaeHHocTh KYP mo mocieaHeil mepenucu COCTaBIsIeT
469 toic. yen. [3]. HaumonanbHbiil coctaB KYP pasHooGpa-
3eH (0osnee 50 HaUMOHAJIBLHOCTEl), OMHAKO MpeolianaoT
MPEICTABUTEN 5 OCHOBHBIX 3THUYECKUX TPYIII: KapayaeBLibl
(41%), pycckue (31,6%), yepkecs (11,9%), abazunsl (7,8%)
u Horaiiubl (3,3%) [3]. Menuko-reHeTHyecKoe 00C/Ien0Ba-
HME HaceJIeHWsT B COOTBETCTBUM C IPOTOKOJIOM TEHETH-
KO-2MUIEMUOJIOTMYECKUX UccaenoBaHui [4—7] mpoBoauTCst
yepe3 MEAMIIMHCKYIO CeTb OpraHuM3auuii ¥ M3 peruoHa u
YUUTBIBAET TOJILKO PEeabHO MPOXKMUBAIOIIMX B JaHHBIA MO-
MEHT rpaxaaH P®, NpUKperuieHHbIX K MEIUIMHCKUM Y4-
pexneHusiMm (ITpukaz Mun3znpascolpassutus Poccuu ot
26.04.2012 Ne 406H «O6 yrBepxkaeHun Ilopsimka BbIOOpa
rpaXIaHUHOM MEIUIIMHCKOM OpraHu3alluy TMpU OKa3aHWUU
eMy MEIUIIMHCKOM TTOMOIIM B paMKax MpOTrpaMMbl TOCyaap-
CTBEHHBIX IrapaHTUil OeCIIaTHOTO OKa3aHUs TpakaaHaM Me-
JUITMHCKOM MOMOILM» ). OT Bcex 00CaeJOBaHHbBIX CEMbEl Mo-
JIy4eHO MUCbMEHHOe MH(POPMUPOBAHHOE corjacue o 100po-
BOJILHOM yJYaCTUM B MCCIEIOBaHUM. 28 ceMeil 0TKa3ainch OT
obcnenoBanusi. Hacrosiiiee uccienoBaHue o100peHo aTuye-
ckuM komutetom @I'BHY «MTI'HIl». Takum obpaszom, yuc-
JIEHHOCTb peajibHO obcienoBaHHoro HaceneHus KYP cocra-
Buna 382 630 uen. (162 444 xapavaeBuieB). B Ta6n. 1 mpen-
CTaBJIeHa YUCJIEHHOCTh BCEro 00C/IeI0BAHHOTO HACEJeHUS U
KapayaeBlIeB M0 00CIeI0BaHHBIM TEPPUTOPUSIM.

Tabnmua 1
YucneHHOCTb BCero o6cnenoBaHHOro HaceneHnsa u kapavaesues B KYP
Monynauusa Bcero KapayaeBupl (% B nonynaumm)

r. Yepkecck 117 109 21778 (18,60%)

r. KapayaeBck n KapayaeBCKuin panoH 35 500 31 100 (87,60%)
ManokapayaeBCKuii panoH 36 594 30 983 (84,67%)
MpukybaHckuin paiioH 27 557 22 792 (82,71%)
YcTb-XXEryTMHCKuiA parnoH 43 396 33 755 (77,78%)
3eneH4ykcKkunii pamoH 40 558 15 222 (37,53%)
Ypynckuin panoH 16 503 4125 (25%)
Xabes3ckuin paiioH 25 474 750 (2,94%)
ABasnHCKuiA parioH 14 631 278 (1,9%)
Anbire-Xabnbcknin paioH 11178 1460 (1,31%)
Horalicknii panoH 14 130 201 (1,42%)

WToro 382 630 162 444 (42,45%)
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Kak cnenyer u3 tabx. 1, B r. Kapauaescke u 4 paiioHax
(Yerp-IxerytuHckoM, KapayaeBckom, Masokapayaes-
ckoM 1 [TpuKyO6aHCKOM) KOMITAKTHO MPOXUBACT MaKCHUMa-
JIbHOE KOJIMYECTBO KapadaeBiieB (>77%).

IIpenBaputenbHass AUAarHOCTUKA HACIEOCTBEHHBIX 00-
ne3neit (HB) u mocneayroiiasi Bepudukanus aAMarHo30B
MpoBejieHa BpayaMU-TEHETUKAMU Pa3JIMYHOTO TPpOhUIs
(memmatp, reHeTUK, HeBpoJor, odTajabMoJIor 1 T.4.). Ho3o-
noruyeckuii cnexrp Hb copmupoBaH B Buae Teppuropua-
JILHOTO (paifOHHOTO) CTIMCKa, 6a3MPYIONIeTOCs Ha OPTaHHOM
M CUCTEMHOMHOM THUIIax 3a00JIeBaHUIA: HEBPOJIOTMUYECKUE,
0(TAIbLMOJIOTUYECKUE, TEHOLEPMATO3bl, CKEJETHbIE, Ha-
CJIeICTBEHHbIE CUHIPOMBI U APYTHe OOJIE€3HU, OTAETBHO IS
AJl, AP u X-cu. marosoruu. B rpynmy «ipyrue» BblaeaeHbl
nmaiueHTsl U3 AbasumHcKkoro, Anbire-Xaoibckoro, Horaii-
cKoro M Xabe3cKoro paiioHOB, T.K. CyMMapHasi YMCJeH-
HOCTb KapayaeBIIEB B 3THUX paiioHax cocraBmia 2689 uel.
(tabn. 1).

IlontBepxnaromas  JHK-auarHocTuka  BbIIOJIHEHa
B page noxppasaeneuniit ®I'BHY «MI'HL»: naGopaTopuu
AIUTEHETUKU, J1a00paTOPUM TEHETUUYECKON SMUAEMUOJIO-
ruu, nadoparopuu JAHK-aunarnoctuku.

AHanIM3 paBHOMEPHOCTH TEPPUTOPUAIBHOIO PacIpo-
CTpaHEHUsI OTACIbHBIX HO30JOTUUECKUX (DOPM I10 TTOITYJIsI-
uusiMm KYP u apyrum pernonam PO npoBeneH ¢ UCMOIb30-
BanueM F-pacnpenenenus (ypoBeHb 3HaunMocTu o.<0,001)
[8], uTO TTO3BONMIIO BBISIBUTH OYaru JIOKAJTbHOTO HAKOILIe-
HUST HEKOTOPBIX HACJEACTBEHHbIX 3a00JieBaHUI y Kapaya-
€BIICB.

Jnst u3yyeHusl TeHeTMYECKMX B3aMMOOTHOIIEHUI MeXIy
KapayaeBlIAMU M paHee U3y4eHHBIMU STHOCAMMU/TIOYJISIISIMU
P® 1o pacnipocrpanenHoctu AL u AP Hb nposenen kinacrep-
HbII aHAIM3 CPEIHECBSI3bIBAIOIIMM METOIOM C MCTIOJIb30BaHU-
€M TporpaMMHOro rnaketa «Statistica 10». Mcrionb3oBaHbl 1aH-
Hble 0 pacnpocTtpaHeHHocTu AJl u AP 3abosieBaHuii y TaTap
Tatapcrana, 6amkup bamkoprocrana, yyBameii Pecryommku
Yysaiust, mapwuiiiieB Pecriyosmuku Mapuii D5, yamyptoB Y-
MYpTUH, afibireitiieB Anpiren, KapadaenieB KUP u 6 pycckux
nonymsiimii (Kocrpomckoii, Kuposckoii, PoctoBckoii, Trep-
ckoii, bpstHckoit obmacreii, KpacHomapckoro Kpast).

Pe3yabTaTtel U 00CyXKneHune

B pesynbTaTe MpoBeNEHHOTO MEIUMKO-TeHETUYeCKOro 00-
caenoBaHusl HaceneHusi KYP y kapavaeBiieB BoisiBieHO 142
Hozosornueckue (Gopmbl [9], 3 KoTopbIX 75 3abosneBaHuMit
¢ Al turom HacnenoBaHust (428 GonbHBIX U3 250 cemeit), 50
¢ AP (341 6onbHolt 13 289 cemeit) u 17 3aboneBaHuii ¢ X-cll.
TUnoM HaciemoBaHus (75 mopaxeHHbIX u3 57 cemeil). CyMm-
MapHO 3aperrucTpupoBaHo 844 GoNbHBIX U3 596 cemMeit, yacTo-
Ta BcTpeyaeMoctt HB y xapauaeBiieB coctaBmia 1:192 yved.

B T1abn. 2 mpencraBieHo pa3HooOpasue 3a00JieBaHUIA
¢ AJl Tuniom HacnienoBanus. bonpmmHceTBO (86,67%) M3 3a-
perucTprUpoOBaHHBIX 3a00JI€BaHUII BCTpeUalCh B paHee 00-
CJIeIOBAHHBIX POCCUICKUX MTOMYJISLMIX, OMHAKO C IPYTUMU
3HAYeHUSIMU pacripoctpaHeHHocTH [4, 5]. CymmapHas pac-
MPOCTPaHEHHOCTh 3a00eBaHuit ¢ AJl TUTIOM Hacaeq0BaHUs
cocTtaBuia y KapauaeBues 1:380.

Tabnvua 2
Hosonornyeckun cnektp A natonorum y kapadaesues KYP
Ne | OMIM [MuarHos Y-Ox M-K Kap. Mp. 3en. Yp. r4. Hpyrne Wroro Pacn.
C|B|C C c/p|C|B|C|B|C|B|C|B|C|B
1 rxx Onurodperns 3|/71]8 1 1 1 2| 9|20 | 1:8122
2 | #158900 | NMA, Nanpysu- OexeprHa 111 1 1 |1:162444
3 | #159000 | NMA, nosicHO-KOHEYHOCTHas 1 3 1 3 | 1:54148
4 | 165000 |OdTansmonnermnyeckas MV, 1 2 1 2 | 1:81222
5 | #118220 | HMCH, tun 1 11111 2 | 2 | 1:81222
5 | *162280 | HMCH, npoMexyTo4HbIi TvM 6 |11 6 | 11 | 1:14768
6 | #162200 | Heiipopubpomatos, tvn 1 101 1 1011 1 2 | 4| 5 | 1:32489
7 | #101000 | HeiipodrbpomaTtos, Tmn 2 33 3 1:54148
8 | #160900 | MnoToHnyeckas auctpodbus 11212 2 1:40611
9 | #612164 | PaHHsaa snunenTuyeckas sHuedanona- 1 2 2|5 1 3 4 | 10 | 1:16244
V8 4 Tmn
10| 141300 |Mporpeccupytolas remmarpopus 1 1 1 1 [1:162444
(cuHapom Mappu-Pombepra)
11 | #182230 | CenTo-onTnyeckas aMcnnasus (CUHA- 1 1 1 1 [1:162444
pom Mepcbe)
12| #613517 | MukpodTanbMms N3onmpoBaHHas 1 2 1 2 | 1:81222
13| #137750 | lOBeHMnbHas rnaykomMa 111 1 1 |1:162444
14 o BpoxxpeHHas kaTtapakTta 5161 1 111 1 1 1 1 9 | 10 | 1:16244
15 ol BpoxxaeHHast 30HynsipHas katapakTa 1 1 1 1 [1:162444
ISSN 2073-7998 27



OPUTMHAJIbHbIE UCCNEOOBAHUA

Tabmmua 2 (npoaosxeHune)

Ne | OMIM JunarHos Y-Ox M-K Kap. Mp. 3en. Yp. r4. Jpyrve Wroro Pacn.
c/,e|C|B|C|B|C|B|C|B|C|B|C|B|C|B|C|B
16 | #106210 | AHnpuamsa 1 1 1 1 [1:162444
17 | # 120200 | Kono6oma rnas 111 1 1 [1:162444
18 | # 178300 | BpoxaeHHbI NTO3 BEPXHErO Beka 2|2 1 1 1 1 1 2 1 1 6 7 | 1:23206
19| # 180100 | TaneTopeTHasibHas abroTtpodus (TPA) 3|4 3 4 | 1:40611
20 | # 153700 | BpoxaeHHblin HUCTarm 213 2 3 | 1:54148
21 | #120970 | BpoxpaeHHasi konboukosasi AucTpobus 1| 4 1 4 | 1:40611
ceryartkun
23| 142500 |leTepoxpomus papyxKu 2|2 2 2 | 1:81222
23 | #148210 | CuHOpPOM TyroyxocTu, XTnosa, kepa- 1 1 1 1 |1:162444
mTa
24 | #156700 | UeHTpansHas amctpodus cetHatkm 1 1 1 1 |1:162444
Becra
25| 156850 |MwukpodTanbsm, MUKPOKOpHea, kaTta- 1 1 1 1 2 2 | 1:81222
pakTa
26 | #180200 | PetnHo6nactoma 111 111 2 2 | 1:81222
27 | #165300 ATpO(]ZVIﬂ 3pUTENIbHOrO HEpBa C Kara- 1 1 1 1 [1:162444
pakTo
28 | # 165550 | M'vnonnaausa n YactnyHas atpodus 2|5 23 1 1 5 9 | 1:18049
3pUTENbHBLIX HEPBOB
29 | #146700 | xtno3 1112|511 1] 1 5 8 | 1:20306
30 | # 148700 | JlanoHHO-MOAOLLIBEHHbIN rnepkepaTo3 8 |17 2 | 6 4 110 3|6 17 | 39 | 1:4165
31| 151900 | MHOXECTBEHHbIIi IMNOMaTo3 112|514 6 | 16 | 1:10153
32| # 100800 | AxoHaponiasus 1 1 1 1 [1:162444
33| # 146000 | M'mnoxoHaponnasus 1 2 1 2 2 4 | 1:40611
35 | # 133700 | 9k30CTO3HAsA XoHAPOAMCTIA3MS 1 1 1 1 [1:162444
36 | # 183600 | SkTpanakTuIms 1 1 1 1 2 2 | 1:81222
37 | #186000 | CuHpakTunms, Tin Il 1 1 1 [1:162444
38 | # 185900 | CuHpakTunms, Tmn | 1 2|1 2 2 4 | 1:40611
39| 108110 |ApTporpuno3 1 1 1 1 2 2 | 1:81222
40 | # 129400 | SkToaepMasibHasa ancnasms, 1 1 1 1 [1:162444
Pann-XopkuHe Tmn
48 | # 129490 | SxTopgepMasibHas ancniasuvs, rmro- 1 1 1 2 2 3 | 1:54148
rmapoTmyeckas
48 | #174200 | MonnpakTunus, nocTtakcuasnibHas 2|2 1 1 1 1 4 4 | 1:40611
41 | #113200 | BpaxupakTtinug, Tun [, 1 2 1 2 | 1:81222
42| 181800 |MWpmonatnyeckuin ckonmos 1 1 1 1 [1:162444
43 | #183900 | CnoHamno-anudusapHasa avcrnnasms 1 1 1 1 [1:162444
44 | #184250 | CnoHamnomeTtadpudapHas aMcnnasus 1 1 1 1 [1:162444
45 | # 120433 | CHapoM KosioGoMmbl, HapyleHus ciy- | 1 | 1 1 1 |1:162444
Xa, YMCTBEHHOI OTCTaNIocTn
46| 192350 |VATER accouvaums 11 1 1 ]1:162444
48 | 184400 |[HOedopmaums LLnpeHrens 1 1 1 1 [1:162444
48 | # 136760 | DpoHTOHa3asIbHas AMcnnasus 1 1 1 1 [1:162444
47 | #194050 | CuHppom BaappeHbypra 113 1 3 | 1:54148
48| 164210 |CuHgpom FonbaeHxapa 2|2 1 1 3 3 | 1:54148
49 | #147920 | CuHppom Kabykum 171 1 1 2 2 | 1:81222
50 | # 182940 | CvHapom kaynanbHo perpeccum 1 1 1 1 [1:162444
51| 149000 |CwuHgpom Knunnens-TpeHoHe Bebepa 1 1 1 1 [1:162444
52| #118100 | Cungpom Knunnensa-Peiins 1 1 1 1 [1:162444
53| 173800 |CwuHpgpom MonaHpa 1 1 1 1 [1:162444
54 | #122470 | Cunpgpom KopHenuu e JlaHre 1 1 1 1 [1:162444
55 | #154700 | Cunopom MapdaHa 112 1 2 | 1:81222
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Tabnumua 2 (okoHYaHue)

Ne | OMIM JunarHos Y-Ox M-K Kap. Mp. 3en. Yp. r4. Jpyrve Wroro Pacn.
C|b c|p|C|B|C|B|C|B|C|B|C|B|C]|B
56| 157900 |CwuHgpom Mebuyca 2|2 2 2 | 1:81222
57| 156000 |BoneaHb MeHbepa 1 1 1 1 [1:162444
58 | #163950 | CuHapom HyHaH 1 1 111 1 1 3 3 | 1:54148
59 | #176920 | CuHapom MpoTest 111 1 1 [1:162444
60 | # 187300 | CuHppom PeHato-Ocnepa 1 1 1 1 [1:162444
61 | #180849 | CuHapom PybuHLuTeliHa-Teinbun 1 1 111 2 2 | 1:81222
62 | # 117550 | CuHppom CoToca 1 1 1 1 [1:162444
63 | #108300 | CuHaopom Ctuknepa 2|2 2 2 | 1:81222
65 | # 193700 | CuHapom Ppumena-LLenaoHa (apT- 111 1 1 [1:162444
POrpunos ANCTaIbHbIN, TN 2)

66 | # 163950 | CuHppom LLiTypre-Bebepa 111122 1] 1 4 | 1:40611
67 | #142900 | CuHppom Xonta-Opama 1)1 11 1 3 | 3 | 1:54148
68 rex CuHpgpom Anepca-LaHno 1025|1631 9 |33|15|/29| 4 | 9 25| 2| 8 |58/|135| 1:1203
69 | # 124900 | HepoceHcopHas TYyroyxoCTb 114 1 4 | 1:40611
70| #106100 | AHFMOHEBPOTUHECKNIA OTEK 114 1 4 | 1:40611
71| #176000 | Mopdupus 11 1 1 11:162444
72| 166800 |OTtockiepo3 1)1 101711 3 | 3 | 1:54148
73| #173900 | NonkncTo3 Noyek 2|4 2 4 | 1:40611
74 | #173100 | T'unodun3apHbIi HAHU3M 3|8 3 8 | 1:20306
75 | #193400 | BoneaHb BunnebpaHaa 212719111 1 1 212 13 | 15 | 1:10830
MpumeuaHue k Tabn. 2, 3, 4: Y-Ix — Yctb-[xeryTuHckuii painoH, M-K — ManokapayvaeBckuii paiioH, K — KapavaeBckuit paiioH, Mp — Mpuky6aHx-
cKkuiA paiioH, 3en. — 3eneHyykckuii paiioH, Yp. — Ypynckuii paioH, r.4. — r. Yepkecck, [ip. — apyrue paioHsl (AbasuHckuii, Horaickuin, Xabes-
ckuin, Agbire-Xabnbckuii paioHsbl), Pacn. — pacnpocTpaHeHHOCTb 3aboneBaHns.

Hau6onee yacteiMu (1:40000 1 yatie) a1 Bceii moryJisi-
MK KapavaeBlieB Obutn 13 Hozomoruueckux dopm ¢ Al Tu-
oM HacnenoBanust (17.33% ot obuero uncna AJl 3abose-
BaHUWi). DTM 3a0o0jieBaHUSI AKKyMYJIMPOBAIM OCHOBHYIO
vacth rpy3a Al matonoruu (70,09% Bcex 60bHBIX). CaMbIM
pacrpocTpaHEeHHBIM oOKazayicss CHUHIpoM Djepca-JlaHio,
BCTPETUBIINICS B paccMaTpyuBacMoOil BBIOOPKE C pacrpo-
cTpaHeHHOCThIO 1 6obHOI Ha 1205 yen. (CpemHsist pacnpo-
CTPaHEHHOCTh IO paHee W3YyYeHHBIM Tomyasiuusm Pd
1:8500). Yactota BcTpeyaeMOCTH 3a00JIeBaHMSI OKa3allaCh
OIIHOI M3 CaMbIX BBICOKMX B M3YYEHHBIX MOMyJsusx PD.
Bce 3apeructpupoBaHHbIe cayyau — ceMmeliHble, ¢ 1, 2, 3, 4
u 6 TunoM. PaHee B paboTe OTE€YECTBEHHBIX aBTOPOB OBLIO
MOKAa3aHo B a3epOaliKIaHCKOW MOMYJISIuY, 4To 1, 2 1 3 TH-
Mbl CUHAPOMA MPEACTaBISIIOT CO00N KIMHUYECKUE BapuaH-
THI OJIHOTO 3a00JIeBaHMsI, TaK KaK B OJHOI ceMbe HEpPEIKO
BCTpEYAUCh pa3Hble TUIIbI, @ BCE BBISBIEHHbIE C CUHIPO-
MoM Diepca-/laHIo ceMbU BXOOWJIM B COCTaB OOIIMPHOM
POIOCIIOBHOI ¢ 00IIMM pomoHavaabHuKoM [10, 11].

Bropeim 1o 3HaueHuto pacnpoctpaHeHHOCTH AJl 3a60-
JieBaHUEM OKa3aJIcs JIATOHHO-TIOIOIIBEHHBIN TUIIEPKEPaTo3
1:4165 (cpemHss pacrnpocTpaHeHHOCTb 1Mo P®D 1:11412).
C BBICOKOH pacrpoCTpaHEHHOCTbIO 3apEruCTPUPOBAHA TAK-
Ke M3oMpoBaHHas onuroppenus — 1:8122. 3aboseBaHue
BCTPETUJIOCH Yallle, YeM B PSI€ POCCUICKUX TOMYJSIIUiA
(cpennsist mo P® 1:19267), HO OM3KMe 3HAYEHUST PACIIPO-
CTpaHEHHOCTH HaOmomanuch y Tatap Pecmyomuku Tartap-

craH (1:4024), 6amkup bamkoproctana (1:5600) u yamyp-
toB Yamyptuu (1:5300) [4, 5]. C pacnpocTpaHEHHOCTBIO
1:10153 u 1:10830 BbIsSIBIEHBI MHOXECTBEHHBII JTUITOMATO3
(cpenusist mo P®D 1:30277) u 6one3ub Bumnedpanma (cpen-
Hssa 1o PD 1:164842) coOTBETCTBEHHO.

PacripoctpaHeHHOCTh Bcex (pOpM HACIENCTBEHHBIX MO-
TopHO-ceHCcOopHbIX Helipomatuii (HMCH) cocraBuia
1:12496 (cpennsist o P® — 1:14197). VY Gonbliieii yactu na-
uueHToB (11 u3 13) AmarHocTUpoOBaH MPOMEXKYTOUHBIM THII,
CBSI3aHHBIN ¢ MucceHc-MmyTtaumein ¢.65G>T (p.Pro22His)
B reHe NEFL, unentuduuupoBaHHbeiii metonoM NGS [12].
PacnipocTtpaHeHHOCTb JaHHOI (hOPMBI y KapayaeBLEB CO-
craBuia 1:14768.

C yacroroit BctpeyaeMocTy 1:16244 BbISIBIICHBI pa3MYHbIe
opMbI BpOXIEHHBIX KaTapakT (cpemHsiss mo PD 1:17454) u
paHHSIST SNUJIENTHYeCKasT SHIedanonartus 4 Tumna, acCoIUMpo-
BaHHas ¢ u3MeHeHnsIMU B TeHe STXBPI (chr9:130423416T>C).
BerpeyaeMocTh TMTIOIUIA3MK M YaCTUYHOM aTtpodUu 3pUTeNTb-
HBIX HepBoB cocTaBuia 1:18049 (cpemusist mo P 1:247263), ALl
dopmbl runoduzapHoro Hanusma 2 turna — 1:20306 (cpeaHsist
mo P® 1:129007), BpoxkmeHHOTO TITO3a BEPXHEro BeKa —
1:23206 (cpemusist o PD 1:26492), Heitpocdmdpomarosa 1 tuma
— 1:32489 (cpemnsist mo PD 1:17662).

Ilnst psima 3a0oJieBaHUI ITPOBEICHA IOATBEPKIAOIIIAsT
JHK-nmuarHocTika, posib KOTOPOii B OCTAHOBKE TMAarHo3a,
YTOYHEHUM THUIIa HACJEeIOBaHMS (B Cliydae TeHeTHYESCKOM Te-
TePOTeHHOCTH 3a00JIEBAHMIA) 1 TIOCTICAYIOIEM MEIUKO-TeHe-
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TUYECKOM KOHCYJIbTUPOBAHUM, C KaXbIM FOJIOM BO3PACTAET.
L1t ceMeii ¢ TSDKeJbIMU MHBAIMAM3UPYIOIIMMU 3a00J1eBaH -
SIMU TIOSIBJISIETCSI BO3MOXHOCTD TUTAHUPOBAHUS IaIbHENIIIETO
poxzaeHue 310poBbIX Aeteil. [lpoBeneHHast MOATBEPXKIAIO-
mwast JIHK-auarHoctuka B cemMbe C €QUHUYHBIM CIIydaeM
BPOKICHHON aHUPUINK BBISIBIJIA TETEPO3UTOTHYIO JEJICIIMIO
IIITH 9K30HOB reHa PAX6: 31,778912_31,794631del. ITpu mMu-
OTOHUYECKOU AUCTPOGUM BBISIBJIEHO YBEJUMYEHUE YKCIa KO-
muit CTG (n1<30, n2>50) y Tpex npobaHI0B 13 IBYX CEMEIi.
B ceMbe ¢ aHIMOHEBPOTUYECKUM OTEKOM OIpesiesieHa MyTa-
uus ¢.1127_1130dupCTTC B reTepo3UroTHOM COCTOSIHUU
B reHe CINH y Bcex Tpex WwieHOB ceMbM. [ToMCK yacThIX My-
Tauuii B reHe ¢punarpuHa (FLG) n uneHTUdUKaLINsS MyTaluy
2282del4/+ mnoaTBepaMs OUMArHO3 BYJbIapHOTO MXTHO3a
y IOBYX TaleHToB. JInsl psja reTeporeHHBIX 3a00JieBaHMIA
(HMCH, IIM/I mosicHO-KOHEYHOCTHAsI W T.O.) MOMCK 4Yac-
TBIX MyTalluii oka3aacs Hea(h(@eKTUBHLIM. B momoOHBIX City-
yasix TpeOyeTcsl OoJiee IIyOOKMIA aHAJIM3 COOTBECTBYIOLIMX
TE€HOB.

AnHanu3 paBHoMepHocTH pacnipoctpaHeHust Al Hb no
paiionam u roporam KYP moka3zan HakoruieHue OTAETbHBIX
3a00JIeBaHMII B psife IMOMyISIuuii: B YcThb-/KeryTHHCKOM
paitoHe BrisiBIeHO Hakomienne HMCH (1:3069; F = 3,78),
B MajnokapayaeBCKOM — TMIIO(pM3apHOro HaHM3Ma TUIIA 2
(1:3873; F = 4,66), mHOXecTBeHHOrO nunomarosa (1:2216;
F 4,32), INaJlOHHO-TIONOLIBEHHOIO TUIIepKepaTo3a
(1:1823; F = 2,23); B KapauaeBckoM paifoHe — paHHeil
anwienTuyeckon sHuedaronarun Ttuana 4 (1:4578;
F = 3,28); B [IpukybaHCcKOM — BpPOXIEHHOI KOJI00UYKOBOI
nuctpodun (1:5723; F = 5,71); B 3e1eHUyKCKOM — JIaIOH-
HO-TIOIOIIBEHHOro rurepkeparosa (1:1522; F = 2,67).

B Taba. 3 npeacrasieH HO30J0TUYeCKUit crieKTp AP 3a-
6oneBanwmii y kapayaesiieB KYP. Bonbrras wacts (80%) 3a-
00JIeBaHMI yXe BCTpeJyaluCh B paHee 00CIen0BaHHbIX I10-
myssiiusix Pocewnm, omaako 20% (10 3abosieBaHMiA) 3apeTu-
cTpupoBaHbl BrepBbie. [t GonbimmHcTBa AP 3a0omeBa-
HUMI OTMEYeHBI pa3inyusl B 3HAUEHUSIX PACTIPOCTPAHEHHO-
CTU MO CPaBHEHHUIO C APYTMMU, paHee OOCIeAOBaAHHBIMU
nonyiaauuamu P® [4, 6]. CymmapHass pacripocTpaHeH-
HOCTb 3a0oJieBaHUit ¢ AP TUIoOM HacienoBaHUsI cocTaBUIa
y KapauaeBues 1:476.

Yacteimu (1:40000 u yanie) AP 3aboneBaHUsIMU OKa3a-
uck 9 Hoszonornueckux Gopm (18% AP 3aboneBanuit —
75,95% Bcex 6onbHBIX ¢ AP 3a6omeBaHusIMM): DEHMITKETO-
Hypust 1:2461 (cpenHsist paclipOCTPAHEHHOCTh (HE 4acToTa)
o P® 1:24123), HecuHapOMabHasT HEMPOCEHCOPHAsT TYTO-
yxocTh 1:2320 (cpenusist mo PD 1:5641), HenuddepeHIInpo-
BaHHas1 omurodpenust 1:3185 (cpemusis mo PD 1: 8107),
BPOXXIEHHBII runotupeos 1:6498 (cpennsis mo PO 1:22824),
mykoBucuuno3 1:8550 (cpenusist mo P® 1:55—70000), anb-
OWHM3M 171a30-KOXHBIN 1:18049 (cpenuss mo PO 1: 43002),
nxtruosudopmHas sputpoaepmust 1:23206 (cpeauss mo PO
1:40646), uentpanbHas guctpodust cetuatku Illtaprapara
1:23206 (cpemusist o PD 1:84776), BpoxKIeHHBI aMaBpo3
Jleb6epa 1:32489 (cpennsis mo PO 1:109895).

TMonrBepxnaromas JHK-guarHocTka BEITTOTHEHA IS
psma AP 3aGoneBanuii. [Ipu MoOJIeKyIsIpHO-TeHETUYECKOM
HCCIeAOBAaHUM TpeX OOJbHBIX C CUHApPOMOM Kuibbepa
B IMPOMOTOPHO# obsiactu reHa UG T BbISIBJICHO yBeJMYeHNE
yycia «ta» MoBTOpoB (7 MOBTOPOB) B TOMO3UTOTHOM COCTO-
STHUM, Y4TO TMPUBOAUT K HAPYLIEHUIO (DYHKIIMOHATLHOM aK-
TuBHOCTH Oenka UDP-rmoko3unrpancdepassr 1.

Tabnmua 3
Hosonornyeckun cnektp AP natonoruu y kapadaesueB KYP
Ne | OMIM Jvartos Y-Ix M-K Kap. Mp. 3en. Yp. r4. Opyrve | Wrtoro |Pacn. 1 Ha
C|B|C|B|C B|C|B|C|B|C|B|C|B|C|B|C|B
1 Fxx OnurodpeHus 7/8|5|9|14|18| 4|6 |26 |1 [1|1|1]|2]2]|36]|51| 1:3185
2 | #253400 | CnuHanbHas MbllleyHas atpopus, 1 1 1 1 | 1:162444
™n3
3 | #254090 | BpoxaeHHas myonaTtusa Ynbpuxa 1 1 1 1 | 1:162444
#602771 | [MM[, ¢ cMHOPOMOM PUrMAHOO Mo- 1 1 1 1 | 1:162444
3BOHOYHMKA
5 | #254800 | MvoknoHyc anunencus YHBepuxTa— 2|2 1 1 3 | 3 | 1:54148
JlyHpGopHa
7 | #256800 | BpoxaeHHas He4yBCTBUTENBHOCTb K | 2 | 2 1 1 3 | 3 | 1:54148
6051 C aHrMapPO30oM
4 | #236600 | BpoxaeHHas ruapouedanns 1 1 1 1 | 1:162444
8 | 251505 |KonobomMaTosHbii MUKpPOdTabM 1 1 1 1 2 | 2| 1:81222
9 | #611040 | MukpodTanbm C KaTapakTon 1 1 1 2 | 2| 1:81222
10| 251600 |M30nmMpoBaHHbIN MUKPODTaSTbEM 1 1 3|3 4 | 4 | 1:40611
11 o BpoxaeHHas kaTtapakTta 1 1 1 1 | 1:162444
12| 258500 |ATpodus 3pUTENLHOMO HepBa 1 1 1 1 | 1:162444
13 | #231300 | BpoxaeHHas rnaykoma 2|2 2 | 2| 1:81222
14| 267760 |BecnurmeHTHas TPA 1] 2 1 2 | 1:81222
4 | #217800 | LieHTpansHas anctpodus porosuLibl 1 1 1 1 | 1:162444
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Tabnmua 3 (okoHyaHue)

Ne | OMIM Jvnartos Y-Ix M-K Kap. Mp. 3en. Yp. r4. Opyrve | Wtoro |Pacn. 1 Ha
cC|bB|C| B C B|C| B|C|B|C|B|IC|B|C|B|C|B

15 | #248200 | LleHTpanbHas amctpodus ceTyaTkn 1 1 1 1 1 2|1 1 1]2 5| 7 | 1:23206
LLtaprapara

16 | #601777 | XopropeTHanbHas LeHTpasibHas 2 2 1 1 3 | 3 | 1:54148
anctpodus

18 | #204000 | BpoxxaeHHbIli amaBpo3 Jlebepa 3| 4 1 1 4 5 1:32489

4 | #264800 | SnacTnyeckas nceBaokcaHToma 1 1 1 1 | 1:162444

19 | #242100 | VixTnosndopmMHas HebynesHas 1 1 2 2 1 1 213 6 7 1:23206
aputpoaepmms

20 | #271640 | CnoHgmnoanumeTtadusapHas aycn- | 2 | 2 2 2 1:81222
na3usi ¢ pa3bonTaHHOCTLIO CYCTaBOB

21 | #277300 | CnoHamno-kocTanbHbI AN30CTO3 1 2 1 2 1:81222

22| 251800 |CuHOpOM aTpesnn HapyXHbIX CIyXo- 1 1 1 1 2 | 2| 1:81222

BbIX MPOXOA0B N KOHAYKTUBHOW ry-
XOTbl

23 | #222300 | CuHppom onurodpeHnmn, Tyroyxoctu, | 1 2 1 2 | 1:81222
aTpodumn 3pnUTENLHOrO HepBa
24 | #228930 | CuHapom runonnasuv manodep- 1 1 1)1 2 | 2| 1:81222

LLOBOW, UCKpuBNeHns 6epLoBoi 1
nonu-cuH-onurogaktTunum (Fuhr-
mann CUHAPOM)

25| 260150 |CuHapom pacuienvHbl Heba (Pa- 1 1 1 1 | 1:162444
lant syndrome)
26 | #210720 | CuHgpom Mukpouedanmm, octeo- 1 1 1 1 | 1:162444
avicnnasuv, runoduaapHoro Ha-
HU3Ma
27| 217100 |CuHAopom amHuoTuyecknx nepets- | 3 | 3 1 1 4 | 4 | 1:40611
ek
28 | #218600 | Cunpopom Bannepa-lreponsaa 1 1 1 1 | 1:162444
29 | # 143500 | CuHapom Xunbbepa 3|83 111 4 | 4 | 1:40611
30 | #213300 | CuHppom Xybepa 1 1 1 2 2 | 3 | 1:54148
31 | #216550 | CuHapom KoaHa 2 2 2 | 2| 1:81222
32 | #245600 | CuHppom JlapceHa 1 1 1 1 | 1:162444
33 | #208900 | CuHapom Jlyn-Bap 1 1 1 1 | 1:162444
34 | #244400 | CuHppom KapTareHepa 1 1 1 1 | 1:162444
35| 261800 |CuHapom lMbepa-PobeHa 3|83 1 1 4 | 4 | 1:40611
36 | #274600 | Cunpopom Menppena 1 1 1 1 | 1:162444
37 | #210600 | CuHapom Cekens 1 1 1 2 111 3 | 4 | 1:40611
38 | #214150 | Cunppom uengpo-owno-daa- 1 1 1 1 2 | 2| 1:81222
LIO-CKeSeTHbIN
39 | #261540 | MNeTepc aHOManMs C YyKOPOHEHHLIMIN 1 1 1 1 | 1:162444
KOHEYHOCTAMM
40 | #203100 | ANbBUHN3M, rNas0-KOXHbIA 3 4 1 1 1 3 111 6 9 1:18049
41 | #249100 | Meprnoanyeckasn 6oneaHb 1 1 1 1 | 1:162444
42 | #274900 | BpoxaeHHbI rmnotmpeos 3|/3|6 ]| 8 8 8 2|3 |2|2 111 22 | 25| 1:6498
43 | #202010 | AopeHoreHnTasbHbIN CUHAPOM 1 1 1 1 | 1:162444
44 | #230400 | Manaktosemus 11 1 1 1 1 11| 4| 4| 1:40611
45 | #261600 | PeHnnkeToHypus 2012510 1 12| 9 9 7110 4 | 5 4| 4 |1 1|55|66| 1:2461
46 | #219700 | MykoBucuMao3 3/3|4]| 4 7 7 11 1 33| 1(1]19]19| 1:8550
47 | #262400 | M'vnodusapHbIi HaHU3M 2 2 1 1 1 1 4 | 4 | 1:.40611
48 | #230800 | BonesHb Nowe 1 Tvna 1] 1 1 1 | 1:162444
49 | #257220 | BoneaHb HumarHa Muka, Tmn C 1 1 1 1 | 1:162444
50 | #220290 | HelpoceHcopHas TyroyxocTb 1311312126 | 8 946 |6 |7 6|8 |1 |1]59]70| 1:2320
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Y nanyeHTa ¢ BpoKIeHHO HEUYBCTBUTELHOCTBIO K 00N
auarHoctupoBaHa mytauus ¢.402_403delTG/c.402_403delTG
B TOMO3UTOTHOM coctosiHuy B reHe NTRKI. JIHK-muarHoc-
TUKA TPOBeIcHA TALMEHTY CO CIIMHAIBHOM MBIIIEYHON TUCT-
podumeit Kyrensoepra—Benannepa — BbIsIBJICHA JIE/EUsT 9K-
30HOB 7—8 reHa SMNI.

®ennnkeronypus (OKY) nuarHoctrpoBaHa y 66 6071b-
HbIX U3 55 cemeil kapauyaeBlieB. PacnipocTpaHeHHOCTb 3a00-
JIeBaHUSI Cpemy KapayaeBIeB cocTaBwia 1:2461, cpemnHue
3HaueHus no P® 1:24123, cinenoBarenbHo, OKY Berpetu-
Jach y KapauaeBiieB B 10 pa3 yaiie, 4eM B JIPYTUX PerMOHax
P®, u 3HauMTETBHO Yallle, YeM B IPYTUX MOMYJISTIUSX MUpPA.
HaubGonee otsromeHHbBIM oKa3zajicsl YcTb-IXKeryTuHCKU
paiioH, B KOTOPOM paclpoCTPaHEHHOCTb 3a00JeBaHuUs J0-
crurna 1:1350 (F = 1,80). Yactora ®KY B KapauaeBo-Yep-
KEeCCUU, OLIEHEHHas TP CKPUHWHTE HOBOPOXKIECHHBIX, CO-
craBuna 1:1581 (cpemnsist yacrota mo PD 1:7695). Y 40 kapa-
yaeBleB (n = 40) npoBeneHa noarBepxkaawoiias JIHK-gua-
rHoctuka. BoisiBieHa Bbicokasti yactoTa (86,25%) myrauuu
R261X (69 w3 80 ayneneit) B reHe PAH. Tpuniath onvH ma-
LIMEHT OKa3aJicsi TOMO3UTHBIM 10 MyTarmu R261X u cemepo
— TeTepPO3UTOTHBIMM KOMIIAyHIaMHM CO BTOPOM MIEHTUDU-
uvpoBaHHoi1 mytauueii: R413P (5 ciyuaeB — 6,25%), P211T
(3,75% — 3 cayyas), F331S (2,5%, 2 cnydast) u IVS4-1G>A
(1 caygait — 1,25%). Yacrast Ui eBpONEUCKUX U PYCCKUX
nonysiuuii myrauust R408W y kapauaeBiieB He HalineHa. Ta-
KM 00pa3oM, IJId KOpEHHOTo HacejleHus Pecryommkm —
KapayaeBIIeB — YacTbIMU sIBIIsTIOTCS MyTauuu R261X, P211T,

R413P, R408W, V2301, F331S, P211L (a¢pdekTuBHOCTH MO-
JIEKYJIIPHOM TUArHOCTMKW /IS KapayaeBLIEB COCTaBIISIET
88,1%) [13].

Mykosucuuao3 (MB) BeisiBiieH y 19 6osbHbIX U3 19 He-
POJCTBEHHBIX KapayaeBCKUX CeMei, MPOXMBAIOIIMX B Ha-
crosiuii MoMeHT B KYP. Psan nauneHTOB yMepian K MOMEH -
Ty Haillero obcenoBaHus. PacrpocTpaHeHHOCTD 3a00eBa-
HUSI Cpely KapadaeBlIEB TakK ke, Kak u B ciaydae ¢ DKV,
okaszajach BbICOKOI — 1:8550, HecMOTpSI Ha CHUXXEHHYIO
NPOAO/KUTENbHOCTh XKM3HM mnauueHToB ¢ MB. Yacrtota
MB, oneHeHHas1 MPU CKPUHWHTE HOBOPOKICHHBIX, COCTa-
Buna 1:2647 (cpennsist yactota mo P® — 1:11585). Moneky-
JIIPHO-TEHETUYECKUIT aHaIU3 MpoBeaeH 14 maiueHTaM-Ka-
pauaeBuaM ¢ MB. Boigasiena Boicokas nois (92,86%) myra-
v W1282X (26 u3 28 ajteneil): ABeHAALATh MALKMEHTOB
TOMO3UTOTHBI TI0 MyTauu W1282X, n1Boe — KOMIayH/I-re-
TepO3UTOTHI (MIeHTU(DHUIIMPOBaHbI BTOpbie auieau: R1066C
u R709X). Takum ob6pazom, HU y ogHOro 6osibHOro MB ka-
pavaeBla camasl pacpocTpaHeHHas myTauus B reHe CFTR,
F508del ne obnapyxena [14].

HecunapomanbHas HeiipoceHcopHast Tyroyxocts (HHT)
BbIsBJIeHa B 59 kapauaeBckux ceMbsix (70 GonbHbIX). Pac-
MPOCTPAHEHHOCTh 3a00JieBaHUs y KapadaeBlIeB COCTaBUIIA
1:2320 yen. (cpenHee 3HaueHUe 1Mo PD — 1:5641). TToareep-
xnaroas JJHK-guarnoctrka BeinmosHeHa 37 manueHTam u3
34 cemeit ¢ HHT. M3yuyeH criekTp MyTaluii B KOIUPYIOLIEM
9K30He reHoB GJB2 u GJB6. B pesynbraTe MpoBeIEeHHOTO
aHanu3a B reHe GJB6 BBISIBJICHBI 1B paHee HE ONMCaHHbBIC

Tabmua 4
Ho3sonornyeckun cnektp X-cu. natonorun y kapavaesues KYP
Ne| OMIM JunarHos Y-Ix M-K Kap. Mp. 3en. Yp. r.4. Opyrve Wtoro Pacn.
cls slc|e|lc|B|c|[B|Cc]B]| '
1 xx HennddepeHumpoBaHHas onm- 4 19| 5 8 2 2] 2 7 3 3 1 1 24 | 33 | 1:2461
rodpenuns
2 | #300624 | CuHppom MapTtuHa-bBenn 1 1 3 2 7 | 1:11603
3 | #307000 | r'mppouedanus, onrobpeHns 1 1 1 2 2 | 1:40611
4 | #310200 | IMA,Tvn JoweHHa 1 1 1 1 2 2 | 1:40611
5 | #300376 | MMM, Tmn Bekkepa 1 1 1 1:81222
6 | #310400 | MmnotybynsipHas BpoXxaeHHas 1 1 1 1 | 1:81222
CTPYKTYypHas Muonatus
7 | #309300 | MeranokopHea 1 1 1 1 | 1:81222
8 | #303100 | Xopronepemus 1 1 1 1 | 1:81222
#308100 | VixTnos 111 1 2 4 | 1:20306
10| #303800 | devitepaHonus 1] 2 1 2 | 1:40611
11| #312600 | MNurmeHTHas pereHepauus ceT- 1 1 1 1 1:81222
yaTkm
12| #303600 | CvHapom KodpduH-Jloypu 11 1:81222
13| #300707 | CuHpakTuama ¢ nodeyHbim vine-| 1 | 1 1 1 | 1:81222
puraHanbHbIMK nopokamn (STAR
SYNDROME)
14| #309580 | Mukpouedanus, onurodpeHns, 1 1 1 1:81222
TMNOTOHUS
15| #307800 | F'mnodocdaremms 1 1 1:81222
16| #306900 | Femodunua B 1 1 1:81222
17| #306700 | Femodpunms A 3 1 2| 4 4 9 1:9025
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mytaimu R216K u T227M, matoreHHOCTb KOTOPBIX HEU3BE-
ctHa [15]. Myranuu B reHe GJB2 BISIBJIEHBI Ha 6 XpOMOCO-
Max M3 68 MNpPOAHANIM3MPOBAHHBIX, YACTOTA COCTABUIIA
8,82%, 9TO COOTBETCTBYET IOKA3aTelsIM Y THOPKOSI3BIYHBIX
HaponoB Boinro-Ypanbckoro perroHa u A3uu, HO HITKE €B-
poreickux maHHbIX [16—19]. BbIsiBIeHBI 1Ba T'OMO3UIOT-
HbIX TeHoTHI1a 1o MyTaluu 35delG, 1 OMMH MalMeHT ¢ KOM-
MayHA-TeTepo3uroTHbIM reHoTunoM 35delG/358 360del-
GAG. Yacrora myrauuu 35delG cpeau nauuenroB ¢ HHT
coctaBuna 7,35%. Ilpu aHanu3e reTepoO3UrOTHOTO HOCHU-
TeabcTBa y 370 310poBbIX Kapayaesles (740 nmpoaHaaInu3upo-
BaHHbBIX XpPOMOCOM) Takxke, Kak 1 'y 6onbHbix HHT, onpene-
JIeHa HM3Kasl TOIyJIIIMOHHAs yacTota Mytanuu 35delG —
0,135% (retepo3uroTHoe HocuTeabcTBO 1:370), 4yTO 3HAYM-
TEJIbHO HUXKeE, YeM B €BPOMCHCKIX U OOJIBIITMHCTBE POCCHIA-
CKUX ronysanwmii [15, 16].

PazHooOpaszue X-ci1. matosornu (Tadi. 4) mpeacTaBIeHO
17 3abomeBaHWSIMY, W3 KOTOPHIX YACTHIMHU OKa3ajioch 4
(23,53% X-cu. 3aboneBaHuit). Yucno GONBHBIX C YaCTBIMU
3aboneBaHusIMM cocTaBmio 76,81% ot obiero uncna 3ape-
TUCTPUPOBAHHBIX OOJBHBIX ¢ X-ClI 3a0oseBaHusiMu. Cpenu
X-cl. 3a0oneBaHuil Harbosee pacpoOCTPaHEHHBIMU OKa3a-
much HennddepeHpoBaHHas onuroppeHunss — 1 601bHON
Ha 2461 00CleqOBaHHBIX MYXKUYMH (CpEmHsSII PacIpocTpa-
HeHHOcTh B PD — 1:8680); cunnpom Maptun-benn, moa-
tBepxxneHHblit JIHK-nccnenosanmem, 1:11603; nxtnos —
1:20306 (cpemusis mo P® — 1:15850); remodpunusa A —
1:9025 (cpennsist mo PO — 1:20831).

IlontBepxmaromas JJHK-guarHoctrka BhITTOTHEHA OIS
TIMJ1 HiowmenHa (n = 2/2) — BbisgBiIeHa nenenuss Pm-8 u
3—4 sk30H0B reHa DMD. Tlpu ananmuse JAHK mnanumenra
¢ remodunueit B (n = 1/1) nuarHo3 noaTBep:KIeH — OIpe-
neneHa mytaius ¢.508C>T (Cys170Arg) B reHe F9. ITpose-
JieHa TUarHOCTUKA Y 17 OONBHEIX ¢ onurodgpenneit u3 14 He-
poacTBeHHbIX ceMeil. IlpoBeneHHBIM aHaIM3 MPOMOTOpa
FMR1renay 5 npo6aHmoB U3 2 ceMeii BbISIBUJI METUJIMPOBa-
HMe TeHa, YTO TONTBEPIMJIO AUArHo3 CUHIpoMa MapTu-
Ha-beur B 3TUX ceMbsX. Y nauueHTa ¢ AMarHo3oM TMIIO-
docdaremus HaiineHa mytanus p.V5061 B rene PHEX.

Takum obpasoM, Jaxke MPOCTOE OMMCAHUE MEHACTUPYIO-
1Iei HaCJeJACTBEHHO! MATOJIOTMM Y KapayaeBlEB YKa3bIBaeT
Ha ee cBoeoOpasue, Kak B OTHOIIEHWM HO30JIOTHYECKOTO
CTeKTpa, TaK M PachpOCTPAHEHHOCTH HEKOTOPBIX HAC/IenCT-
BEHHBIX 0OJIe3HEN IO CPaBHEHUIO C JPYTMMHU POCCUICKMMU
TTOMYJISILIASIMU.

CpaBHUTEJIbHDI AHAJN3 HO30JI0THIECKOTO CNEKTpa
HB 3a0oaeBanuii y Kapayaesien
W B paHee M3YYEHHbIX NMOMYJAIuIX/3THOcax PD

B Tabn. 5 mpencTaBieHBl cpenHue 3HAUYEHUS pacIpo-
ctpaHeHHocTH YacThix (1:50000 u yaie) Al u AP 3aboneBa-
HUI B eBponeiickoi yactu P® u mokasartenn pacrpocrpa-
HEHHOCTW 3THX TPYII HacIeICTBEHHBIX 3a0oJieBaHMil (110
Mepe yObIBaHUs) y KapayaeBLIeB.

[TpoBeneHHbI CTAaTUCTUUECKUI aHAIM3 MoKa3aa, 4YTO
y KapayaeBLIeB BbISIBIEHO HakKoruieHue 13 3abojieBaHUIiA.
Craructuyecku gocroBepHoe HakoruieHue (0<0,001) moka-
3aHO /IS BOCbMU 3a00sieBaHUii ¢ Al TUIIOM Hac/enOBaHUS:
cunapoma Dnepca-anno (F = 6,45), 1aq0HHO-TIOIOIIBEH-
Horo runepkeparo3a (F = 2,7), MHOXeCTBEHHOTO JTUIIOMa-
to3a (F = 2.92), nuzonuporanHoii onuroppenun (F = 2,33),
6osie3nn Buneopanna (F = 14,27), paHHeil snuientuye-
ckoit sHuedanonatun 4 tuna (F = 16.43), runoriasuu u
YacTUYHOU aTpodum 3puteiabHbIX HepBoB (F = 12,51), ru-
nouzaproro Hauu3ma 2 tumna (F = 6,02).

3HauNTeIbHOE HAKOIUIEHWe HalIeHO Takxke IS TISATH
AP  3aboneBaHuii: HECHHIPOMAaIbHOW  OJUTO(GpPEeHUN
(F =2,51), ®KY (F = 9,62), mykosucumnosa (F = 13,21),
LIEHTpaJibHOM  jgereHepainuu  cetyatku  Llltaprapara
(F = 3,51), xopuopeTHaJIbHOM LEHTPaJIbHONU AUCTPOGUN
(F =10,84).

B 70-e rompl mpouuIoro CTojeTusi, KOraa Mbl HaYMHAIU
UCCIIeIOBAHKE SMUAEMUOIOTMU MEHACIUPYIOIMUX 3a00JeBa-
Huit B nonyssiuusix CCCP, To Mbl mojiaraiu, 4to 0OJIbIIOEe
KOJIMYECTBO HACJEACTBEHHBIX OOJIe3HEH, BBISIBISIEMBIX B Ta-
KOM MCCIIeIOBAaHUH, HECMOTPST Ha UX PENKOCTh, CO3MAET OIpe-
JeJICHHBbIC TIPeUMYIIECTBA JUII  M3YYEHUSI TEeHETHMUYECKOit
CTPYKTYPbI TOMYJSILMIA M T€HETUYECKUX B3aMMOOTHOLUEHUI
MEXIy HUMH, 1O CPaBHEHMIO C MOJMMOPGHBIMU TeHETHYe-
CKMMU CHCTEMaMH, YMCJIO KOTOPBIX B TO BpeMsT ObLJIO OrpaHu-
YyeHHbIM. Halll mpeapimy1imii onbIT 1okasajl, 4Tto 3TO MPero-
JIOXKeHUe ObLIO MpaBWJIbHBIM, TaK KakK €ro MmpoBepka MyTeM
CPAaBHEHUS OMMCAHMIN T'€HETUYECKOM CTPYKTYPbI IOIYJISILIUIA
yepe3 aHaJIM3 YaCTOT HOPMaJIbHBIX TIOMMOP(MU3MOB U YacTOT
MEHJICJIMPYIOILIel HACJASICTBEHHOM TIaTOJIOTMK TIOKa3biBajia
BbICOKME 3HaYeHUs] KOAGhMULIMEHTOB KOPPESIMKU AJIsl pa3-
HBIX TeHETUYECKUX CTATUCTHUK, TIOTYyYEHHBIX C TIOMOIIIBIO ITUX
IIBYX Pa3HbIX CUCTEM reHeTndyeckux MapkepoB [20]. B HacTos-
1LIEH cTaTbe Mbl MPOAHATM3UPOBATIM TEHETUYECKKME B3aMMOOT-
HOILIEHUST MEXy KapayaeBllaMW W paHee 0O0C/eI0BaHHBIMU
3THOCAMU/TIONYJISIIUAMU eBporneiickoii yactu Poccun, cym-
MapHOI YMCJIEHHOCTBIO 00C/IENOBAaHHOTO HaceJieHusT Golee
3,6 MJTH YeJl. ¢ MCTIOJTb30BAaHMEM KIIACTEPHOTO aHaJIM3a.

AHaM3 MPOBe/IeH 0 3HAYCHUSIM PACIIPOCTPAHEHHOCTH
(10-%) ALl (252 nosonormueckux ¢opm) u AP (221 Ho30-
¢opma) natonoruu B 13 pernoHax PP, mpeacrasisiionimx
8 aTHnyeckux rpynna: pycckue (Kocrtpomckasi, Kuposckasi,
PoctoBckast, TBepckasi, bpsinckas odmactu u KpacHomap-
CKUii Kpaif), Tatapsl Tartapctana, 6amkupsl banikoprocra-
Ha, yyBamn Pecnyonuku YyBainusi, Mmapuiiiibl PecryOavku
Mapuii D1, yamMypThl YIMYpTUHU, afdbITeiilibl AIbITren U Ka-
pauaeBubsl KYP.

Ha ocHoBaHMY TOTyYeHHBIX MAaTPUI] KJIACTEPHOTO aHAJIM-
3a IMocTpoeHsl meHaporpammbl mist Al u AP 3a0oneBaHmit
(puc. 1 u 2). Kak BUAHO U3 Pe3yJIbTaTOB KJIACTEPHOTO aHAIU-
3a, Ha 00euX JeHIporpaMMax MpoCIeKMBAIOTCS CXOXHUE 3aKO-
HOMEPHOCTH: PYCCKHE, MPOXKMBAIOIIME B 6 TepPUTOPUATBHO
OTIAJICHHBIX TIOMYJISIINSX, OOBEMUHSIOTCS B €AMHBIN KacTep
Ha TIEpBOM 3Tarie TMOCTPOEHUS JACHAPOrpaMM, TeHeTHUUecKast
0IM30CTh OOHAPYXUBAETCS TakKe Y (GDUHHO-YTOPCKUX U TIOP-
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OPUTMHAJIbHbIE UCCNEOOBAHUA

KCKMX HapoJoB, OCOOCHHO Ha ICHIPOrpaMMe TeHETUYECKUX
PacCTOSIHUI, TIOCTPOCHHOM Ha OCHOBE PAaCHpPOCTPAHEHHOCTU
peLiecCHBHBIX 3a00s1eBaHuil. KapauaeBlibl 3aMbIKAIOT KjlacTe-

Pbl obenx JCHOApOrpaMM Ha ITOCJICAHEM oTallC, ICMOHCTPUPYA
Hal/I6OJ1bLLly10 TEHETUYCCKYIO YIAJICHHOCTb OT BCEX BKIIIOYCH-
HBIX B aHAJIM3 9THUYCCKUX I'PYIIIIL.

Yactbie ALl u AP 3a6oneBaHusa B nonynsumax eeponerickon 4yactm PP n y kapavyaeBues Feona s

Ne Hosonornyeckas dpopma PacnpocTpaHeHHOCTb
Ne Y kapayaeBLEeB CpepnHsisa no PO

AyTOCOMHO-AOMVHAHTHbIE
1 |CuHppom 3nepca-AaHno 1:1250 1:8502
2 |lapoHHO-NOAOWBEHHAsA KepaToaepMus 1:4165 1:11412
3 |OnurodpeHus 1: 8122 1:19267
4 | MHOXECTBEHHbI IMNOMaTo3 1:10153 1:30277
5 |BpoxaeHHas katapakra 1: 14768 1:17454
6 |BynbrapHbiii nxTnos 1: 20306 1:5072
7 |HMCH 1: 14197 1:14197
8 |Helpodubpomaros, Tun | 1: 32489 1:17662
9 |BpoXAaeHHbI NTO3 BEPXHErO Beka 1:23206 1:26492
10 | MUrMEeHTHbBIN PETUHUT 1: 40611 1:25801
11 |MuoToHu4eckas auctpodus 1: 40611 1:49453
12 |TunoxoHgponnasus 1: 40611 1:19781
13| MocTakcmnanbHaa nonnaakTuAng 1: 40611 1:29672
14 | Cunpaktunng, tmn 1 1: 40611 1:38534
15 | HecmHagpomanbHas HempoceHcopHasa TYroyxocTb 1: 40611 1:24934
16 | Cunppom HyHeH 1: 54148 1:44957
17| CnHppom MapdaHa 1: 81222 1:34908
18 | lpmonatunyecknin ckonnos 1: 162444 1:49453
19 | HecoBepLUEHHbI OCTEOreHes 0 1:49453

AyTOCOMHO-peLLecCnBHaAs NaTtonorms
1 | DeHnnkeToHYpUs 1:2461 1:24123
2 |HecuHapomanbHas HelipoceHcopHas TYroyxocTb 1:2320 1:5641
3 |BpoxaeHHblii rmnoTrupeos 1:6498 1:22824
4 |OnurodpeHuns 1:3185 1:8107
5 | ANbOUHN3M rNa30-KOXHbIN 1:18049 1:43002
6 | xTnosmndopmHasa aputpoaepmms 1:23206 1:40646
7 |Tvinodu3apHbIii HAHN3M 1: 40611 1:46362
8 | CnnHanbHas MblllevyHas atpodpus 1:162444 1:49453
9 | BpoxpaeHHas kaTapakra 1:162444 1:29971
10 | Mukpouedanus, onuroppeHmns 0 1:24522
11 |MporpeccupytoLas MblieyHas ouctpodus, NoOSCHO-KOHEYHOCTHas 0 1:41210
12 | MMUrMEeHTHbIN PETUHUT 0 1:22824

X-cuenneHHas natosnorus
1 |OnurodpeHns 1:2461 1:8680
2 |Femodunna A 1:9025 1:20831
3 |UxTnos 1: 20306 1:15850
4 |Muonatuna JioweHHa 1: 40611 1:33140
5 |BpoxaeHHbI HUcTarm 0 1:31025
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Puc. 1. [leHgporpamma reHeTuyeckux pacCTOsHWIA, NMOCTPOEHHas no
pacnpocTpaHeHHoCTU AP 3a60neBaHuil.

Hozonornueckuii criektp Hb y kapauaeBueB xapakrte-
pu3yeTcsi CBoeoOpa3nueM He TOJbKO HO30J0THYEeCKUX (hopMm
M YacTOT BCTPEYAeMOCTH 3a00JIeBaHU1, HO U TEHETUYECKOM
reTepOreHHOCTbIO (aJUIeIbHOM, JTOKYCHOI), UYTO OTYETIMBO
OTpa3ujIoCh B pe3yJibTaTaX KJIaCTEPHOTo aHalu3a.

TTosnyyeHHbIe B HACTOSILLIEM MCCIIEIOBAHUN JAaHHBIE BaX-
Hbl HE TOJBKO C TO3UIMU (PyHAaMEHTAIbHBIX MCCIeI0Ba-
HUiIl, OODBSCHSIOUIMX TeHETUYECKHUE B3aMMOOTHOIICHUS
MPOXUBAIOLIMX HA OIHOW TEPPUTOPUU MOMYJISLNNA U MeXa-
HU3Mbl HaKOTUIEHUSl PEIKOl HaC/IeACTBEHHON NaTOJOTUU
B OTHEJbHBIX TMOIMYJSLUSAX, HO U JJIsI TIPAKTUYECKOTO 3/pa-
BooxpaHeHus. 1o kpaitHe Mepe, Asi IBYX ayTOCOMHO-pe-
LiecCUBHBIX 3a00s1eBaHuil, — ®KY 1 MykoBucIIMI03a — T10-
JIy4eHHbIE Pe3y/IbTaThl TOKA3bIBAIOT HEOOXOAMMOCTb pa3pa-
OOTKU CMelUaJbHBIX PETUOHATBHBIX TMPOGMUIAKTUYECKUX
MporpamMM, YUMTHIBAIOLIMX BBICOKYIO YAaCTOTY HECKOJBKUX
PELIECCUBHBIX 3200JIEBAHUI Y KapayaeBLIEB.
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