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IIpencraBiieHbI pe3yIbTaThl TEHETUKO-3ITUIEMUOJIOTMIECKOTO UCCIIEIOBAaHUSI MOHOTEHHBIX HACIEICTBEH-
Hbix 6ose3Heilt (HB) cpenu nerckoro HaceneHnuss KapayaeBo-Yepkecckoii Pecryonuku. YucieHHOCTh 00-
clieoBaHHOTrO HacesieHust coctaBuia 410368 yenosek (. Uepkecck 1 10 ceTbCKUX paifOHOB), B TOM YHCITE
90739 neteit (22.11%). ObcnenoBaHue HaceJIeHUST IIPOBEIEHO TTO0 OPUTHHATBLHOMY TTPOTOKOJTY TeHETUKO-
SMUIEMUOJIOTUUECKUX UccaenoBanuii (paspadborka ®I'bHY “MTI'HII”), no3BossiiolieMy perMCTpUPOBATh
He meHee 3500 HB u cuHnpoMoB. Y neTcKoro HaceJIeHUsI 3aperucTpupoBaHbl 183 Ho3oornueckue (popMbl
HB (922 GonbHbix 13 764 cemeit): 100 ¢ Al HaciemoBanueM (459 60abHBIX U3 366 cemeit), 60 ¢ AP (372
60JbHBIX U3 326 cemeit) 1 23 ¢ X-ci1. (91 GosbHOIM U3 72 cemeit). OnpeneieHa CTPYKTypa pasHOOOpas3ust 1
onucaHbl yactbie HB B cooTBeTCTBUM C OCHOBHOI KJlaccuduKaiueil 1o opraHHOMY U CUCTEMHOMY TUITaM
3a00JIeBaHUS: HEBPOJIOTHYECKUE, O(DTaTbMOJIOTUYECKHE, TCHOIEPMAaTO3bl, CKeJIETHBIE, HACIeICTBEHHbIC
CUHIPOMBI, TIpoyas mnarojiorus. PazHoo6pasue yacteix HB coctaBuio 55 Hozonoruii (30.05%) — uuciio
GOJIbHBIX JaHHOM rpymibl 739 (80.15% GonbHBIX AeTeit). PaccunTaHa OTSATOIIEHHOCTh TOPOJICKOIO U CEllb-
ckoro aetckoro HaceneHus AJl, AP 1 X-cI1. maTojiorueii, onpeaejaeHbl pa3indms B ee 3HadeHUsIX. Ha oc-
HOBaHUU TIPOBENEHHBIX KOPPEISLUI MEXIy MoKa3aTelsIMU Tpy3a U 3HAUYeHUSIMU Fgp IPEIIONIOXKEHBI
MPUYUHBI BbISIBJICHHON nuddepeHIMaluy CyOnomyasiiuii.

Karouesoie croea: reHeTUUIECKAasI SIUIAECMUOJIOTHA, JETCKOC HACCIICHUEC, TPY3 U pa3H006pa3yle HaCJICOCTBCH-

HBIX 00JIe3HE, yacToTa BcTtpeyaeMocTu, KapadaeBo-Yepkecckas Pecryonuka.

DOI: 10.1134/S0016675819080186

OlieHKa rpy3a 1 pa3HOOOpa3usi MOHOT€HHBIX Ha-
cienctBeHHBIX O0one3Heil (HB) cpemu merckoro Ha-
ceJIeHMsl aKTyasllbHa, TaK Kak TO3BOJISIET MOJy4aTb
¢dyHIaMeHTaJIbHble 3HAHUSI U OPUEHTUPYET 31PaBO-
OXpaHEeHME Ha PErMOHaJIbHbIE MPOrpaMMBbl ISl BO3-
MOXHOCTH CHWXXEHUSI NEeTCKOM WHBaIUIHOCTU U
cmeptHocTu. Yacrora Hb coctaBisiet B cpenHeM 5—20
Ha 1000 HoBOpoXaeHHEIX [1]. OcHoBHOI1 Tpy3 HbB B
MOMYJSALMAX YeJoBeKa NPUXOAUTCI MMEHHO Ha
KOHTUHTEHT JeTeil M BKIIOYAeT KaK BPOXICHHYIO
MaToJOTMI0, TaK U MaHUecTUupyliue 3abojeBa-
HUS B I€TCKOM Bo3pacTte. JIe0roT 00JIbIIMHCTBA (OKO-
710 90%) HeBpoxkaeHHBIX Hb mpuxomuTcst Ha Bo3pact
1o 18 ner [2]. Umeromuecs B Poccun perucTphl yam-
THIBAIOT OrPAHUYEHHOE YMCIIO HO30JIOTMYECKUX (DOPM:

BPOXIIEHHBIE TTOPOKM Pa3BUTHUS, TSITb (DOPM HEOHA-
TaJIbHOTO CKPpUMHUHTA U 24 opdaHHBIX 3a00JIcBaHUSI.
HanHas cuTyanys Mpearnosiaraet, 4To YacTh MallueH-
TOB OKa3bIBAe€TCSl HEMMArHOCTUPOBAHHOM M COOTBET-
CTBEHHO OHM He TTOJTyJaroT KBaTU(PUIINPOBAaHHOMN Me-
IUKO-TEHETYECKOl ImoMoiu. TeM He MeHee MOHO-
TreHHasl HacJIeACTBeHHasl MaTOJOTHSI XapaKTepU3yeTcst
IMIUPOKNM pa3HOOOpa3reM KIIMHNIECKUX ¥ TeHETUIe-
ckux ¢popm. ITo naraeiM OMIM [3], Ha cerogHSIITHWI
JIeHb onucaHo 24859 ¢heHOTUNOB (HO30J0TMYECKUX
dopM, 6eTKOB, TEHOB M T.1I.), M3 KOTOPBIX COOCTBEHHO
K HB oTtHOCaTcs okomno 8000 (6340 ¢ onmvcaHHO MO-
JIEKYJISIPHO-TeHEeTUYeCKOoit mpupomnoii). Pa3zpaboTka
eIUHBIX TTPOMMIIAKTHIECKIX MTPOTPaMM 3HAYNUTEITb-
HO OCJIOKHSIETCSI HaJIMIMEM BBIpaKeHHOI mudde-
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peHIMalMU MeXAY MONyJIIIusIMu/3THOCAMU B pa3-
HOOOpa3uM, 4YacTOT€ BCTPEUYAEMOCTU W 3HAYEHMUSIX
cymmapHoro rpy3a Hb [4].

Hacrosiias craThsl IpomoiKaeT cepurio myoanKa-
U1 IO MEINKO-TeHEeTUIECKOMY U3YIEHUIO IETCKOTO
HacejeHMsa Poccum 1 mocBsieHa TeHETUKO-2ITUIe-
muojiorndyeckoMy aHanusy HbB cpenu nereii Kapa-
yaeBo-Yepkecckoii Pecriyonuku (KYP). B 6Gomee
paHHUX MYyOJMKAlMIX OMUCAHbl UCCIEeTOBaHUS IO
HB B PoctoBckoii obnactu, Pecnyonukax baiikop-
ToctaH, YyBamms, Yamyptus, TatapctaH, B KOTO-
PBIX TTOKa3aHa BhICOKasI yacTtoTa BcTpedaeMoct HB
y nereit — 1-2% [5-7].

MATEPUAJIBI U METObI

Matepuan cobpaH B IpoLiECCE TeHETUKO-IMUIe-
MUOJIOTUYECKOTO MCCIIENOBAHUSI HACEJICHUS OeCATU
paiioHoB u T. Yepkeccka KYP. CymmapHas yucieH-
HOCThb 00CJIEJOBAHHOI'O HAaCEJIEHUsI PErMoHa COCTa-
Buia 410368 yenoBek, 13 KoTophix 90739 netu (1moJ-
HbIx 17 net). oJisl 1eTCKOro HaceJeHusI B o0caeno-
BaHHBIX MOMYJIALUAX B cpeaHeM cocTtaBuiia 22.11%: B
r. Yepkeccke — 17.75% (24651 neteit), Ycrb-JIkery-
TUHCKOM paitoHe — 26.44% (11473), KapayaeBcKoM —
28.00% (9940), ManokapadyaeBckoM — 25.30% (9257),
IMpukybanckom — 22.54% (6211), VYpyrnckom —
20.83% (3765), 3enenuykckoMm — 19.34% (8431),
Aba3mHCKOM — 22.73% (3326), Xabe3ckoM — 27.44%
(6991), Anpire-Xannockom — 25.07% (2802) u Horaii-
ckoM — 25.15% (3892). HaumoHa IbHBINM COCTaB BCETO
HacejeHusl PecnyGiavKM pacrnpenesieH CleIyrolnM
o6pazom: KapadaeBLbl (40%), pycckue (32%), yepke-
col (12%), aGasunsl (8%), Horaiiusl (3.5%) u cymmap-
HO MPEeaCTaBUTEN APYTUX HaLMOHanbHOCTe (3.5%).

OO0ciienoBaHue HAaceJeHUs TTIPOBEICHO HE3aBUCH -
MO OT HAalIMOHAJILHOCTU M BO3pacTa MallueHTOB, B CO-
OTBETCTBUM C IIPOTOKOJIOM I€HETUKO-3MUIEMHUOJIO-
rudyeckux wucciaegoBaHuii (paspaborka P®I'BHY
“MI'HLI”) [8]. OcMOTp maliMeHTOB M IIOCTAaHOBKA
muarao3oB HbB mmpoBeneHs! B SKCIEANITMOHHBIX YCIIO-
BUSIX BBICOKOKBAIU(PUIIUPOBAHHBEIMU BpadyaMM-CIIe-
UAIMCTAMH Pa3IMIHOro mpogmisi U3 r. MoOCKBBI
(HeBpoOJIOroM, O(TaIbMOJIOIOM, TEHETUKOM, IIearaT-
poM, JIOP-BpauoM, opTorieqoM, nepmartoiiorom). Mc-
I1OJIb30BaHbI METOIbI MEAULIMHCKOMN 1 MOITYJISILIOH-
HOM T€HETUKU: KIMHWYECKMI OCMOTp, reHeajaoruye-
CKMe NaHHbIe, MapakinHudeckue metoabl (MPT, KT,
93T, RH, muorpaduu, ouoricuu u T.4.) 1 JJaboparop-
HbIE MCCIeNOBaHUS (OMOXMMUYECKHE, IIUTOTEHETUYE-
CKME U MOJIEKYJIIPHO-TEHETUYECKUE). XPOMOCOMHAs 1
MYJIbTU(AKTOpHUAIbHAS IIaTOJIOTUM MCKIIIOYEHBI U3
pacueta otsaromeHHoctn Hb. Pogntenu manmmenTon
Moanucaid NMCbMEHHOEe MHMOPMUPOBAaHHOE COTJIa-
cue Ha JOOpOBOJILHOE y4YacTHE B MCCJEIOBAaHUU,
OCMOTp, 3a00p M MCITOIb30BAaHUE OMOJIOTUUECKOTO
MaTepuaia, ImyoJukamnuio B neyatu. McciaegoBaHue
ogoopeHo Dtryeckum komuretom @PI'BHY “MI'HIT”
(rmpotokon Ne 7 ot 20.12.2015).
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YuureiBasg rereporeHHocTh MHOoTMX HB, mpose-
JIeH cerperallMoHHbINA aHaIWu3 ST TIPOBEPKU COOT-
BETCTBUSI OTHeceHUs1 ceMmeii ¢ HB K omnpeneineHHOMY
TUIy HacjemoBaHus (ayTOCOMHO-IOMHWHAHTHOMY
(AD), ayrocomHo-perieccuBHoMy (AP)) [9, 10]. st ce-
Meii ¢ AJl HacliemoBaHMEM cerperalliOHHast 4acToTa Co-
crapuna p = 0.51 = 0.09 (mpu oxunaemoii 0.50), nis
rpynIibl cemeii ¢ AP TMIIoM HacjienoBaHUsI TToKa3aTellb
cerperalMoHHoi yactotbl coctaBuwi p = 0.22 £ 0.05
(mpu oxxupmaemoii 0.25), BEepOSATHOCTh peTUCTPALIUN
1t = 0.86, nonst copagnyeckux ciaydaes 0.09 + 0.01.
JaHHBIM aHAJIM3 BBIASIWJI TPYIIYy MOHOTCHHBIX 3a-
0oJIeBaHMI1 U TTO3BOJIMII HAaM IIPOBECTH HaJIbHEHAIIINIA
aHaJIM3 Irpy3a U HO30JIormueckoro cnekrpa [9, 10].

Ho3zonormueckuii criektp yacteix HB, BBISIBIIeHHBIX
cpenu JeTeid, TIpeACTaBeH B BUAE peecTpa 3abosieBa-
HUI1 B COOTBETCTBUY C OCHOBHOM KJIacCH(UKaLMEH 10
OpPTaHHOMY U CUCTEMHOMY THUIIaM 3a00JieBaHUS: HEB-
poJjioruyeckre, opTaIbMOOrM4eckKre, reHoAepMaTo-
3bl, CKeJIETHbIe, HACJIeICTBEHHbIE CUHAPOMBI, MpoYasi
naTtoJjiorusi (HacjaeACTBEHHbIE 00JIe3HM OOMEHa Be-
LLIECTB, OOJIE3HU KPOBHU, CypAOJOTHYECKHE U T.1.). B
cllyyae T€HEeTUYEeCKM TeTepOreHHbIX 3a00JieBaHMIA,
JUJTSI KOTOPBIX MPEernosaraeTcsi HECKOJIbKO TUTIOB Te-
penayy HacJeAOBaHUS U HET MOATBEPXKIECHMS TIPU T10-
Moty JHK-mrarnoctuku, ykazaH Homep (peHOTUITN -
yeckoii cepun (PS) cormacno OMIM [3]. CpaBHUTEb-
HBII aHAJIM3 TIPOBEJICH C TAaHHBIMU O Pa3HOOOPa3UM U
yacrore BcrpedaemocTt (Ha 100000 nereit) HB mo pe-
3yJbTaTaM MPEeAbIAYIIUX WCCIEA0BAHUNA HETCKOTO
HacesieHus1 B P® (Pecnybnukax Yysamusi, ¥Yamyp-
tust, bamkupus, Tarapcrad, PocToBckoii 061acTi)
[5—7], a Takxe ¢ peructpoMm OpdaHeT, B KOTOPOM
MpeaCTaBIeHbl CPeAHNWE 3HAYEHUSI paclpOCTpaHeH-
HOCTHM 3a0oJieBaHMit 110 cTpaHaM EBpomnsl [11]. I'py3
AJl m AP 3aboneBaH1ii paccunMTaH KaK YKMCJIO BBISIB-
JIEHHbIX O00JbHBIX Aeteid Ha 1000 meTckoro Hacene-
HUs1, a X-CleIUIeHHbIX (X-cII.) 3a0ojieBaHuil — Ha
1000 MmanpumKkoB. [ M3y4yeHUsT TeHeTUIECKOI B3a-
MMOCBSI3U MEXIY pa3IMYHBIMM MapaMeTpamMHu MC-
IoJb30BaHa mporpamma Statistica 10.

PE3VJIBTATBI 1 OBCYXIEHHWE

B pesynbraTe MemmMKO-TeHETMUYECKOTIO OO0CIeIO-
BaHus HaceyieHUs1 KYP BoigBiieHo 1849 60abHBIX 113
1295 ceMmeii ¢ pa3IMYHONM HACJIEICTBEHHOI ITaTOI0-
TUEH, TSI KOTOPBIX OB COCTABIICHBI MEINITMHCKIIC
KapThI C TIOJTHBIM OITMCAaHUEM KJIIMHUKO-TeHETUYECKO-
ro cTaTyca, aHaMHe3a U pOIOCIOBHOI. /lanee u3 MaTe-
pyaia BBIIEJIEHBI ITAllMEeHTHI JETCKOTO Bo3pacTa — 922
n3 764 cemeii. CymMmapHast 10JisT OOJIBHBIX IETE ¢
HBbB ot obG1iero 4ucia BbISIBJASHHBIX ITallUEHTOB BCEX
BO3paCTHbLIX Irpymn coctaBmia 49.86%, 4To cxoxe ¢
AHAJIOTMYHBIMU JAHHBIMU B JIPYTMX PaHEE U3y4YeH-
HbIX TonyJsiiusax PO [5—7].

B Ta61. 1 npeacTaBieHbl CTPYKTypa HO30J0Tru4e-
CKOTO CHeKTpa M yactora BcTpeyaemoct HB, pac-
MpeaeeHHbIe B COOTBETCTBUU C OCHOBHOI KJIacCu-
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3UHYEHKO u np.

Taomma 1. CtpykTypa pa3HOoOOpa3us ¥ paclIpOCTPaHEHHOCTDb HACICACTBEHHOM ITATOJIOTUY II0 OCHOBHBIM HO30JI0TYe-
CKUM (popMaM U TUIIaM HacjeqoBaHus y AeTckoro HaceiaeHuss KapayaeBo-Uepkecckoil Pecniybiuku

Ho3zosioru- AJl natosiorust AP natonorus X-cu. narojorus* CyMMmapHo
v | @ | @ | P @| B @ @] T @ |
Hespororus (12) (g‘g) 1:1418 (215’7) (;"‘6) - 1080 (328) (559‘.‘3) 1:840 (231?3) (2210;) 1449
BostesHu ras (}z) (165?0) 1:1315 (230) (;39) 1:2750 (1;0) 3(3.3)[1:15123 (1“;?0) (1110.2) 1:864
Egjj‘m (2) (;71) 1:2452 (1.17) (2?4) 1:10082 (8?7) 9(9.9)| 1:5041 |11 (6.0) (55.59) 1:1650
CkeneTHast (35) (]63.25) 1:1463 (5?0) (1?9) 1:12963 0 0 0 (1§.57) (?95) 1:1315
CHHIPOMBI ég) (52'57) 1:4425 (32393) (1‘;?6) 1:2110 (257) (1;‘4) 1:3240 (257?9) (225.1) 1:346
Mpoyas (2) (ﬁ;) 14125 (1;3) (5129.67) 1463 (215.7) (1;1.1) 14125 (123‘.‘1) (224%.98) L: 396
WNTOTO 100 | 459 [1:198| 60 | 372 | 1:244 | 23 | 91 | 1:499 | 183 | 922 | 1:99

TTpumeuanue. @ — ynciao Ho3omornyeckux popm; b — uncio 6oapHbix; YB — yacToTa BcTpeyaeMoCTu; * — 4yacToTa BCTPEYaeMOCTHU

paccuuTaHa Ha YUCJIICHHOCTb MaJIbYNKOB.

dukanyeit mo opraHHOMY U CUCTEMHOMY TUIIAM 3a-
0oJIeBaHMSI.

Kak ciemyer n3 ta6:. 1, pazHoo6pasue Hb cpenu
neteit coctaBuio 183 3aboneBaHus, Bkirodast 100 Ho-
3ojiorndeckux ¢popm ¢ A/l matosmorueii (459 60JIbHBIX
u3 366 cemeii), 60 ¢ AP turiom HacnenoBaHus (372
GoJIbHBIX 13 326 cemeit) u 23 ¢ X-ci1. natoyorueit (91
MajbuuK U3 72 cemeit). Kak mo yuciay 60JbHBIX, TaK
M T10 YUCJTY HO30JI0TM4YecKuX (hopM MpeodaaaatoT rna-
nueHTH ¢ AJl TumoMm HacnegoBaHusa. Yacrora BCTpe-
yaemoctu AJl matonoruu cocraBwia 1 : 198 pereit,
AP —1:244, X-cu. — 1 : 499 MaIb4YUKOB.

HauGonrbliee yncio 3aboneBaHuii (Tabdiu. 1) 3ape-
TUCTPUPOBAHO B IPyIINe NMalueHTOB C HACIEACTBEH-
HBIMM CUHApoMaMu — 51 Ho3ojorudeckass dpopma
(27.9% oT BBIIBICHHBIX HO30j0THiT). B 3TOiT Xe
TpymnIie BbISIBJIEHO MAaKCUMaJIbHOE YMCJIO OOJIbHBIX —
262 (28.4%). YacToTa BCTpeYyaeMOCTH HACJIEACTBEHHBIX
cunapomoB B KUP cpenu nereit coctasuia 1 : 346.

Pa3zHooOpa3ue HaciaeACTBEHHBIX HEBPOJOTUYe-
CKUX 3a00J1eBaHMit cocTaBmio 39 6oe3Heit (21.3%) n
BBIIIUIO HA BTOPOE MECTO TI0 YHUCITY HO30JIOTHIECKUX
¢dopm. Yucso nmalumeHToB B JAaHHOM rpyIine CocTaBu-
710 202 (21.9%). YactoTa BctpeyaemocT — 1 : 449 ne-
teii. [Ipeobmagamm nanmeHTsl ¢ AP HacnemoBaHMeM
3a00JIeBaHUsI, YTO B CJIyyae MEPBOro pedbeHKa B CEMbE
MPEICTaBIsSeT CIIOKHOCTD B IPOTHO3UPOBAHUH 3200~
JIeBaHMs. DTa TPyIa MallMeHTOB C TSKETbIM Tede-
HUEeM 0O0JIe3HU, CHUXKEHHOM MPUCITIOCOOJIEHHOCThIO
¥ BBDKMBAeMOCTBIO.

Ha tpeTtbeM MecTe 110 UMty BBISIBJIEHHBIX 3a00J1e-
BaHuii y nereit KYP ompenenena rpymma Haciaen-
CTBEHHOIT 0pTaJIbMOMATOJIOTHN: 33 HO30JIOTUUECKIE

dopmer (18.0%) — 105 6ompHBIX (11.4%). YacToTa
BCTPEYACMOCTH TTAIIMEHTOB C HACJICACTBEHHBIMU 3a-
GosieBaHUSIMM TJ1a3 coctaBuia 1 : 864. [lanHast rpyIi-
Ma TTallieHTOB MPU paHHEM BBIIBICHUU U JICUCHUHN
3a00JIeBaHMsI XapaKTepHU3YeTCsT BBICOKOM BBIKHMBae-
MOCTBIO M MIPUCITIOCOOJIEHHOCThIO T€HOTUIIOB, MPU-
Oovxaronieiics K 1.

24 (13.1%) Hozomormdeckyie (popMbI TUATHOCTUPOBA-
HBI C TIpoyeil maTosorveii (bome3Hu KpoBr, oOMeHa Be-
IIIECTB, HACJIEACTBEHHOE CHIDKEHME ciayxa) — 229 00ob-
HbIX (24.8%). B manHOI TpyTIITe Mpeobianaiy MaueHThbI
¢ AP HacienoBaHuveM 3a0oineBaHUA — 196 OONBLHBIX
(52.7%). BONBILIMHCTBO MALIMEHTOB TOM TPYIIIbI BbISIB-
JIEHBI IIPU CKPUHUHTE HOBOPOXKIEHHBIX, TIO3TOMY AETH
MOIY4aroT HEOOXOMMMOE JIeUeHVE WY 3aMEeCTUTETbHYIO
JIAETOTEPAITUIO, YTO CIIOCOOCTBYET aieKBATHON MEIUKO-
COLIIAJTBHOM aanTaliy B OOLLIECTBE.

HacnenctBeHHas maToyiorusi cKejeTa TMpeacTaB-
JeHa 25 HozonormdeckuMu dopmamu (13.7%) — 69
60mbHBIX (7.5%). IlammeHTHI ¢ HaclIeICTBEHHBIMHU
CKEJIETHBIMU 3a00JIeBAHUSIMM YacTO MMEIOT WHBa-
JINITHOCTH, HO B GOJIBIITMHCTBE CITydaeB MPUCIIOCO0-
JICHHOCTh TEHOTHITOB CHIKeHA He3HAYMTEIHHO.

AHanM3 HO30JIOTMYECKOro creKTpa (Tabir. 2) Imoka-
3aJ1, 9TO 55 HO30JTOTMIeCKUX (hOPM SIBIISTFOTCS YaCTHIMM
(gactoTa BcTpedaeMocTH Boilie, yeM 1 : 30000). Yucnio
OGOJILHBIX C 3THUMH 3a00JIeBAaHUSIMUA COCTaBWIO 739
nmereit (80.15%). AHanmu3 maHHOM TPYIITHI aKTyaJleH,
TaK KakK MO3BOJIMT OPUEHTUPOBATh 3IPaBOOXPAaHEHIE
permoHa Ha CHIDKeHHMEe W KOHTPOJIb Tpy3a HbB u pa3-
paboTKy TPOPMITAKTUIECKIX ITPOTPAMM.

B tabn. 2 mpeacraBiieHO TakKe pa3HOOOpa3ue Ja-
cteix HB, BeigBmennbelx y geret KYP. Yacrtora
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KJIMHUYECKASA TMMONYJIALIMOHHASA TEHETUKA HACJEACTBEHHBIX BOJIE3HEM

BCTPEYAEMOCTH JIJIsI BO3MOXXHOCTU CPaBHEHUS TTOJTy-
YEeHHBIX PE3YJIbTaTOB C paHee U3YYEHHBIMU TTOYJIsI-
uusimu P® [5—7] u EBponbl [11] paccuuTaHa Ha
100000 mereii.

Kak cnenyer n3 tabi. 2, O0JIBIIMHCTBO HEBPOJIO-
TMYEeCKUX 3a00JIeBaHUN 3apeTUCTPUPOBAHBI Y AeTei
KYP co cxoxxuMu B Ipyryux NOMYJISIIIASIX 3HAUYECHUS -
MU 49aCTOTHI BcTpedaemMocTu. C 0oJjiee BHICOKOM pac-
IIPOCTPAaHEHHOCTHIO 3apEeTUCTPUPOBAHBI HECUHIPO-
MajibHasi yMCTBeHHasi oTctanoctb ¢ AP u X-ci. Ha-
clienoBaHueM. JIBa 3aboieBaHMsI — HACIEACTBEHHAS
MOTOPHO-CEHCOpHas Heliponatus Tuna 2E u panHssa
SIMJICNITUYeCcKas dH1IedaonaTus TUIa 4 BhISIBJICHBI
HaMM BIIEPBEIE IIPU IIPOBEACHWU KCCIIENOBaHUII B
P®. Inaryos a1 o60ux 3a601eBaHUiA TOATBEPKAECH
MOJIEKYJISIpHO-TeHeThu4YeckumMu Metogamu (NGS —
aHaJIM3 C MOocJienyolleil BaJIugalueii Ipu IpIMOM
cekBeHUpoBaHuu 1o Caurepy) [12].

YacThle HaclieICTBEHHEIE 3a00JIeBaHUSI C ITaTOJIO0-
ryueii a3, reHoAepMaTo3bl U 3a00JIeBaHUS CKeJleTa,
BhIsIBJIEHHEBIE y neTeit KYP, yxke BcTpeyanuch B paHee
M3Y4YEeHHBIX Momyasauusax Poccuu 1 pacpocTpaHeH-
HOCTb 3a00JIeBaHUIA COOTBETCTBYET ITOKAa3aTeIsIM B
nonyJsiuusx P® u EBporibl.

Cpeny HacleACTBEHHBIX CUHAPOMOB BBISIBJICHBI
TPpU CUHApPOMa C 0oJjiee BBICOKMMU 3HAYCHUSIMU Ya-
CTOTBI BCTPEUYAEMOCTH, YeM B IPYTUX MOIYISIIMUSIX
P® u EBponbl: Dnepca-Janio, 2Kunbbepa (¢ KITMHU-
YeCKUMU NpPOSIBIICHUSIMU 00JIe3H1) 1 AapcKora.

B rpynmne nmpodeit maToaoruu ¢ BEICOKOM pacIipo-
CTPaHEHHOCTBIO BBISIBIIEHBI 00Jie3Hb BuiieOpaHaa,
reMojauTudecKas HecgepoluTapHas aHeMus (HelIo-
CTaTOYHOCTh IJIIOK030-6-(docdaTaeruaporeHassl),
MYKOBUCIMAO03 U (PeHWIKETOHYpHS/ TUnepeHUI-
amanuHemus. [locimenHue nBa 3a001eBaHMS TT0Ka3a-
JIY JJoKaJIbHOe HakorieHue. Metomamu [TJP® u ce-
KBeHHpoBaHMs 110 CoHrepy AMarHo3 MOATBEPKICH
Ha MOJIEKYJISIPHO-TEHETUIECKOM YpPOBHE, YCTaHOB-
JIEHBI TEHOTUITBI U OIIpeAcIeHbl BO3MOXKHBIEC TTPUYUM-
HBI HAKOIJICHMSI, O YeM ITOAPOOHO OIMCAaHO B HAIIIMX
nyomukanmsx [ 13—15].

Takum o6pazom, pazHooOpasue Hb y nereit KHP
cxoxe co criekrpoM HbB B apyrux perunonax P®, Ho
JUJISI HEKOTOPBIX HO30JI0TMYEeCKUX (hOPM ONpeeSIeHbI
HAKOIUICHNE U PETUOH-CIIEHU(PUIHOCTb.

3uauenus omseoueHHOCMU HACAe0CMBEeHHbIX
bose3neil cpedu demckoeo Hacenenus K9P

Paccuntana otsromeHnHocTb (Ha 1000 neteit) net-
ckoro HaceineHuss KUP ocHoBHbiMu Tumamu HDB
(A, AP u X-cu.), npeactaBieHHas B Tabm. 3. Kak
ciaenyeT u3 Tabiu. 3, 3HadeHus rpy3a Hb y neteit cyo-
nonyasauuii KYP BapbupyloT B IIMPOKUX Mpeaeiax —
oT5.56 £ 0.45 (1:197) BT. Uepkeccke mo 24.33 = 3.42
(1:54) B cenbckoil MecTHOCTU ADa3MHCKOTO paiioHa.
AHanu3 OTSTOLIEHHOCTU AETCKOro HacejieHus 21
cyOmorny et mokasajl, 4TO B CEJIbCKOW MECTHO-
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ctu 1py3 Bcemn tnnamMu HB 1mmoutn B 2 pasa Breime,
YeM B ropojax M pailieHTpax (X2A£l = 64.23; xip =

=45.99; Yxon = 19.47; Yro = 128.12; d.f. = 20, P <
< 0.05), 4TO XapaKTepHO IJId ITonyisuunii PO.

Hzyuenue 603moducHbix npuuun ouggepenyuayuu
nonyaayuii K9P no epy3y Hb y demeli

Panee nuddepenumnanus rpyza Hb B pasnnuHbIx
nonyasaiusax Poccuu Oblia nmokasaHa Kak pe3oHaHC
Ha pasjin4dusi B TeHeTU4YeCcKou cTpykType [8, 16]. C
LIEJIbIO BBISICHEHUSI, KaKUe MOIyISIIMOHHO-TeHETH-
YEeCKrMe MEXaHU3Mbl OTBEYAIOT 3a TEeHETUYECKYIO
muddepennmainuio nonyassunit K4YP o rpysy Hb y
neteit, MeIUKO-TeHeTUYeCKOe MCCea0BaHUe OHO-
BPEMEHHO COIPOBOXAATIOCH TOMYJSLIMOHHO-TeHEe-
TUYECKUM. ['eHeTuueckas CTPYKTypa HCCIIEAYEeMbIX
MOMYJISILIAI XOPOIIIO OMKCHIBAETCS METOAOM U30HU-
MUMU, TTO3BOJISIIOIIMM TTOJTydyaTh MPAaKTUYECKU HECMeE-
IIEHHBIC 3HAYEHUS cIydaiiHoro mHOpuauHra Paiita
(Fgr) 11 HAceIeHUsI COOTBETCTBYIOLIEH CyOTOMysi-
uuu [17]. 3HayeHus Fgp MO CEBCKUM CYOIOIMYJISILIU -
SIM MOYTH B 2 pa3a oKa3aJuCh BbILIE, YEM T10 TOPOI-
cKkuM, 1 coctaBuiu: B I. Yepkeccke 0.00017, B YcTb-
J>xeryrunckoM paitone — B “ropone” 0.001, B “cene”
0.0042, B KapawaeBckom 0.0014 u 0.0112 coortBeT-
CcTBeHHO, B MasnokapadaeBckoM 0.0046 u 0.0062, B
IMpuxky6anckom 0.0007 1 0.0036, B Ypynckom 0.0012
u 0.0009, B 3eneHuykckom 0.0032 u 0.0005, B AGa-
suHckoM 0.0024 u 0.0058, B Xab6e3zckom 0.0048 u
0.0089, B Anpire-XanmpockoMm 0.0003 u 0.0047, B Ho-
rarickom 0.0013 m 0.007 [18]. B pe3ynbraTe mpose-
JIEHHOTO KOPPEJISIHMOHHOIO aHaJIM3a IOJIy4YEeHbI Bbl-
COKMe 3HaueHUusT Ko3(h(dUILIMEHTOB KOpPpeIsiuu
MeXIy rmokazarenassmu rpy3a AJl, AP mmaTosmorueit cpe-
I TETCKOTO HaceJIeHUsT U BenanHoit Fgp (r = 0.62 +
+0.19 u r=0.70 = 0.16 cooTBeTCcTBeHHO). B ciryuae
X-cClI. MaTOJ0TUHU OIpeNieSieHbl 3HaYMMble, HO OoJiee
HU3KME KO3 DUIMEHTHI KOPPEISIIMU C ToKa3aTeIs-
mu rpy3a u Fgp (r=0.49 = 0.20). KoadbdbuuneHt Kop-
peIISILIY MeXKIy CyMMapHBIM rpy3om (AJl, AP n X-c11.)
u ypoBHeM Fgp coctaBui r = 0.71 £ 0.16. [TockosbKy
3HaueHus Fgr SBISIOTCI MEPOH TE€HETUYECKOTO
npericda, BbICOKME 3HAYEHUST KOI(PHUIIMEHTOB KOP-
peNISILiUM MEXIy CliydaiiHbIM WHOPUIMHIOM U TpY-
3oM HbB y getreit KUP 1o3BoisioT nmpeanoaoXuTh,
YTO TeHEeTUUYeCKUil Apeiid, BeposITHO, SIBJSETCS Oi-
HUM U3 BeAyliux (akTopoB, OINpeneasiommux aud-
depeHmanmio nomnyisuuit gereit B KYP nmo rpysy
HbB. B atoM otHOomreHun KYP cxoxa ¢ ocTaibHBIMU
nonyasausaMu Poccun v OOJBIIMHCTBOM TOITYJISI-
unit EBporsr [4, 8, 16].

Takum 06pa3oM, IIPOBeACHHOE TeHETUKO-3IUIE-
MmuoJjiornueckoe ucciegopanme Hb cpenu merckoro
HaceseHUss KYP 1mo3Bojiniio BeIIBUTH U OIIMCATh pa3-
HooOpasue HB, koTopoe cocraBmio 183 3aboieBa-
HUS, N3 KOTOPBIX 55 HO30JIOTUM SIBIISIIOTCS YaCTBIMH



968 3MHYEHKO u ap.

Tab6auna 2. Ho3onoruyeckuii ciektp u pacrnpoctpaHeHHOCTh (Ha 100000 nereit) yacThIX HAC/IeNCTBEHHBIX OOJIe3HEN,
BBISIBJICHHBIX Cpeau AeTcKoro HaceaeHus KapauaeBo-Yepkecckoit Pecriyoiuku

No Tun Yuciao | PAcmpocTpaHEHHOCTh

Ne OMIM JnarHo3s
n/m HacJieToOBaHUS | OOJTBHBIX KYP | EP® | Orfanet

HacaencrseHHbie HEBPOJIOrM4€CKHue 3a00JieBaHNsA

162200 Heiipodubpomaros, tum I ALl 12 13.22 | 11.52 | 33.3*
2 1607684 E;;ggﬁ;:ijj?;i h;c];TopHo—ceHcopHaﬂ ALl 5 5.5 294 | 25.0
3 |PS 191100 |TyGepo3Hsiii cKIepo3 ALl 5.51 6.10 12.0
4 (612164 EZ;HZM SMWIEIITUYECKas SHLedaTonaTusl, ALl $82 | w/a H/I
5 1182940 KaynanbHoit perpeccuu cuHapom ALl 5 5.51 1.36 H/I
6 | PS 156200 | HecunapomajbHasi yMCTBEHHAsI OTCTAJIOCTh Al 12 13.22 | 14.46 H/I
7 | PS 249500 | HecunampomaiibHasi YMCTBEHHAas OTCTAJIOCTh AP 61 67.23 | 40.45 H/I
8 | PS 251200 | Mukpouedanusi, onurodppeHus AP 7 7.71 11.30 H/I
9 | PS 309530 |X-cuerieHHasi yMCTBEHHAs OTCTaJIOCThb X-cu. 35 77.14 | 40.42 H/I
10 300624 CunapoM pparujibHOM X-XpOMOCOMBI X-c1. 6 13.22 452 | 32.5

11 | 310200 ggﬁgﬁic;lpy}omaﬂ MBIIIIeYHasT IUCTPODUs X-c1I. 11.02 9.94 | 15.1%
12 {300376 [Iporpeccupytoiias MblliedHast IMCTpodurst X-cu. 2 441 191 H/I

bekkepa
13 307000 Miaponedanust ¢ YMCTBEHHOI OTCTAIOCTHIO X-ciI. 3 6.61 2.26 3.6*

HacnencrBenHble 3a00/1€BaHs OPraHa 3peHust

14 |PS 116200 | BpoxneHHast KaTapakTa AJll, 21 23.14 | 15.59 H/I
AP 4 4.41 6.78
15 [ 178300 BpoxneHHsrii nTo3 All 8 8.82 | 11.30 H/I
16 | 156850 MuxkpodTanbM, MUKPOKOpPHEa, KaTapakTa All 4 4.41 1.81 H/I
17 165550 I'unoriasusi/aTpodust 3pUTEIbHBIX HEPBOB AJl 6 6.61 2.26 3.3
18 | 180200 PetuHoOIacTOMA Al 7 7.71 2.94 6.0
19 1268000 Bonesns lTaprapara AP 7 7.71 5.42 | 10.0
20 | 137750 HacnencrBeHHast I0OBeHWIbHAS TlIayKoMa Al 6 6.61 0.90 3.6
21 |PS 251600 | MuxkpodTtanbM, MUKPOKOpHEa AP 12 11.78 4.75 5.3
HacJiencTBeHHbIE TeHOIEPMATO3bI

22 | 146700 BynbrapHslit UXTHO3 Al 10 11.02 | 30.05 | 2025
23 | 308100 MxTro3, X-CcluerieHHbI pelieCCUBHBII X-c1I. 8 17.63 | 15.37 | 16.6
24 1148700 JlamoHO-TTOAOIBEHHBII TUTIEPKEPATO3 Al 19 20.94 | 15.82 | 2.5-50
25 | PS 242300 | Mxtmo3udopmHas aputpoaepMust HeOyiuie3Hasa | AP 9 9.92 452 | 15

HacnencTsennblie 3a00J1€BaHUS CKeJIeTa

771 | 452| 5.4
771 | 791 | 10*
441 | 090 | wu/x

31 | PS 183600 |3DxTpomakTuims
32 |PS 166200 | HecoBepIeHHBIT OCTEOTEHES

26 | 100800 AXOHIpOTIIa3us 4 4.41 4.29 | 4*
27 174200 IMonunakTunus, nocTakcuaaibHast 8 8.82 7.91 H/I
28 | 174500 [MonumakTnnus, IpeakcuagabHasi, TUIT 2 4 4.41 2.03 H/I
29 1133700 DK30CTO3HAsT XOHAPOIUCILIA3US 4 4.41 3.62 | H/m
30 | 181800 HMnovonatuueckuit ckonmos 5 5.51 6.10 | 25*

7

7
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33 | PS 104500 | HecoBepiiieHHBI aMenoreHe3
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Taouma 2. OKoHYaHUe

No No OMIM Iartos Tun Ypeno | PacmpocTpaneHHOCTH
n/m HacyienoBaHus |GONbHBIX| KYP | EP® | Orfanet
HacaencTBeHHbIe CHHIPOMBI
34 |PS 309510 |Cunapom Aapckora X-ciI. 17.63 9.49 0.5*
35 | 164210 Cunnpom lNonbreHxapa All 5 5.51 3.62 2.9%
36 |251800 CHUHIPOM MUKPOTUU C aTpe3ureit Hapz’)KHbIX ) AP 5 5.5 429 | 15.5%
CJTYXOBBIX ITPOXOA0B U KOHIYKTUBHOM MITyXOTO#
37 1261800 Cungpom I1sepa-Pobena AP 5 5.51 1.81 5
38 | 143500 CunapomM XKnmibbepa AP 5 5.51 2.26 H/I
39 1252100 CuHapoM opo-dauuno-IUruTaabHbIiA, TUIT 2 AP 4 4.41 1.81 H/I
40 | 154700 Cunnpom Mapdana All 4 4.41 8.59 | 15.0%
41 |PS 163950 | Cunapom HyHeH Al 4 4.41 5.20 5
42 1312750 CunapoM Perta X-c11. 3 6.61 3.16 10
43 | 185300 Cunpgpom Itypre-BebGepa Al 5 5.51 4.29 3.5%
44 | 130000, CunapoM Diepca-Jlaniio All 78 28,
130050, 85.96 | 32.99 14,
130080 10
ITpouasi HacJieICTBEHHAS MATOJIOTHS
45 1193400 Bonesnns Bumiebpanna ALl 12 13.22 316 | 12.5%
46 | PS 262400 |I'unodusapHbBIi HAHU3M AP 6 6.61 5.20 3.9
47 1261600 DeHnnKeToHypus AP 66 72.74 | 21.69 | 10.0*
48 219700 MykoBuCIII03 AP 22 24.25 7.68 7.4*
49 1230400 lanakrozemust AP 4 8.82 0.90
50 1202010 ANpeHOTeHUTATbHBIN CUHIPOM AP 5 5.51 2.49 6.7*
51 | PS 220290 :I;lzssgz::opﬂaﬂ HECUHIpOMaJIbHas AP 56 6172 | 59.43 | s50*
52 |PS 203100 |Ans6UHM3M, IJIa30-KOXHast hopma AP 5 5.51 5.42 5.9
53 274400 BpoxxneHHbI THITOTUPEO3 AP 28 30.86 | 11.7 37.5%
54 1300908 I'emonutuyeckas HechepolMTapHasi aHeMUsI X-ciI. 4 H/I
(HemoCTaTOYHOCTH IMTI0K030-6-docdaTtaeruapo- 8.82 1.81
TCHAa3bl)
55 306700 T'emodwmua A X-cir. 4 8.82 | 10.39 | 11.25*

ITpumeuanue. B rpache Ne OMUM [3] — HOMepa 3aboJeBaHuii IO MexXIyHapoagHoMy Katanory B. Mak Kbiocuka; PS — eHoTHIMUE-
cKast cepust 3aboJieBaHMii reTeporeHHoi rpyrmbl o OMIM; KUP — KapavyaeBo-Uepkecckast Pecniy6iuka; EP® — cpeqHue 3HaueHUS
pacnpocTpaHEeHHOCTH 3a00JIeBaHUSI 10 Pe3yJibTaTaM reHeTUKO-3MUIEMUOJIOTUYECKUX UCCIeTIOBAaHUI Cpeay NETCKOTO HAaceJIeHUSI eB-
poreiickoii yactu P®; * — pacripocTpaHeHHOCTh Ha HOBOPOXIEHHBIX; H/I — HET JaHHBIX. PacripocTpaHeHHOCTh X-CLEIJICHHOM ma-

TOJIOI'MU NpeacTaBjcHa HAa YUCJICHHOCTb MaJIbYMKOB.

(30.05%). I'pyrma 9yacThIX 3a00JIeBaHUM aKKyMYJIM -
pyeT oCHOBHYIO YacTh 60nbHbIX ¢ HB (6omee 80%).

CymMmapHas pacripoctpaHeHHocTh Hb cpenu ne-
teit KYP oxka3zanach BeicoOKOU 1 coctaBuia 1 : 98 ne-
Teil. AHaJIOTUYHbIE JaHHBIE TIOJIyYeHbl HAMU U TIPU
obcenoBaHUU JaeTeil B Apyrux permoHax P® (B Ta-
tapcrane 1: 103, bamkupuu 1 : 146, Yysammu 1 : 200,
Vamyptum 1 : 173, PoctoBckoii oonactu 1 : 143) [5—
7]. Ecnu y4ecTh, 4YTO WCIOJB3yeMbIlA B TEHETUKO-
SIUAEMUOJIOTUYECKUX MCCIACOOBAHUSX IIPOTOKOJI
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MO3BOJISIET BHISIBIIATH ITPUMEPHO ITOJIOBUHY BCEX U3-
BECTHBIX Ha HacTodmnii MoMeHT HB, To cymmapHas
yacrtoTta BctpedaeMoctu Hb cpenm nereii oka3piBaeT-
Cs OUYeHb BBICOKOI U cocTaBiisieT 1—2% neTcKoro Ha-
ceJieHHs cTpaHbl. Ha ocHOBaHMY TIpOBEACHHBIX KOP-
peNSIIMiA MEeXIy IToKa3aTe/IsIMU Tpy3a U 3HAYCHUSIMU
Fgp TipenrionoxeHo, 9To Apeiid reHoOB SIBIISIETCS Om-
HUM U3 BeAyIIUX (pakKTOPOB MUKPOIBOIIOLIMOHHOTO
mpoliecca, KOTOPHI OTpaxkaeTcst Ha pa3Mepax rpysa y
nereit KYP u onpenenser mpuanHbl nuddepeHnma-
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Tabaua 3. OTATOIIEHHOCTh HACAENCTBEHHOM MaTosioruei nerckoro HacesiaeHus (Ha 1000 oOGcinenoBaHHBIX neTeit) B

3UHYEHKO u np.

10 paiionax u r. Yepkeccke KapauaeBo-Yepkecckoii Pecryonuku

OrgaromeHHocThb Ha 1000 nereit/ManbunkKoB*
CyOomonysius YucneHHOCTh 4B
All AP X-ci.* CYMMapHO
Topoaa u paiineHTpbI
r. Yepkecck 24651 2.72 £0.33 1.87 £0.27 | 0.97 £0.28 5.56 £ 0.45 1:197
r. YcTb-JIkeryra 8473 342 +0.63 3.19 £ 0.61 0.94 +0.47 7.55 +0.91 1:141
r. KapauaeBck 5780 2.08+£0.60 | 2.77 £0.69 1.73 £ 0.77 6.57 £0.99 1:175
I. YUKeKeH 3217 5,60 £1.32 | 528+ 1.28 | 249+1.24 | 13.37+1.93 1:82
. KaBkasckuii 858 4.66+233 | 3.50+2.02 | 2.33+2.33 |10.49+3.28 1:107
ct. [IperpagHas 1265 395+ 1.76 3.16 + 1.58 3.16 £2.23 | 10.28 + 2.61 1:115
cT. 3esleHYyKCKas 3281 427 £ 1.14 4.27 £ 1.14 0 8.53 £ 1.61 1:117
c. Mcurk 1764 6.24 +1.87 | 2.83+1.27 | 2.27%1.6 11.34 £2.39 1:98
c. Xabe3 1602 499+ 176 | 437165 | 250+ 1.76 | 11.86 +2.56 1:94
a. Anpire-XaoJb 723 6.92 +£3.08 | 2.77%+1.95 0 9.68 *+ 3.64 1:103
c. Opken-Illaxap 1092 13.74 £3.52 | 2.75+ 1.58 1.83 £1.83 | 18.32 £3.96 1:57
CpeaHeB3BeIIEHHOE 110 52706 357026 | 2.73£0.23 1.25+£0.22 7.55+£0.36 1:144
ropoay
CeabcKue CyononyJsinuu, paioHbl
Yerb-IKeryTUHCKUiA 3000 8.00 £ 1.63 7.67 159 | 2.67+1.33 | 18.33+2.36 1:59
KapavaeBckuii 4160 8.89 + 1.46 7.21 £ 1.31 2.40 £ 1.07 | 18.51 £2.02 1:58
ManokapayaeBCKuUit 6040 7.62 £ 1.12 745 % 1.11 2.65+094 | 17.72 £ 1.63 1:61
IMpuky6aHCcKuii 5353 542+1.00 | 48+0.95 | 299+ 1.06 | 13.26* 1.47 1:85
VYpyrickuit 2500 480+ 1.38 | 440+1.32 | 3.20=% 1.60 12.4 +£2.07 1:93
3eneHUyKCKUii 5150 4.85+097 | 4.27+0.91 2.72+1.03 | 11.84 = 1.42 1:95
AGa3MHCKUIA 1562 7.68 +2.21 502+ 1.81 |11.52 +£3.82 [24.33+3.42 1:54
Xabesckuii 5389 10.39+1.38 | 5.20£0.98 | 297 £1.05 |18.56 £1.76 1:59
Anpire-Xaab0CKuii 2079 433+ 144 1.92 £ 0.96 1.92 + 1.36 8.18 + 1.86 1:139
Horaiickuii 2800 12.14 £2.07 | 5.71 £ 1.51 3.57£1.59 |21.43+£2.62 1:51
CpenHeB3BellIEHHOE 38033 747 £0.44 | 5.52+0.38 321£041 |16.20£0.62 1:68
CpenneB3BenieHHOe 3HaYeHUe MO nony.simusam Poccuun

KapauaeBo-Yepkecust 90739 5.20+0.24 | 3.90%+0.21 2.29+0.22 | 11.40 £ 0.33 1:98
Pecny6nuka TatapctaH 57648 5.43 £0.31 331+0.24 | 2.01+£0.26 | 10.75+0.41 1:103
Yysamickas Pecryoiuka 67863 2.43+0.19 2.18 £ 0.18 0.80 £ 0.15 541 £0.27 1:200
Ynmyprckas Pecriydnvka 60197 3.22+0.23 1.81 £ 0.15 1.50 £ 0.22 6.69 = 0.31 1:173
Pecny6nuka baiikoprocran 64935 387024 | 2.51+£0.20 | 0.92%+0.17 7.30 £0.32 1:146
PoctoBckas obsiactb 101845 3.49 £ 0.18 2.71+£0.16 1.02 £ 0.14 7.22 £0.26 1:149

ITpumeuanue. AJL — ayTOCOMHO-TOMMHAHTHBINM TUIT HacienoBaHus; AP — ayTOCOMHO-pelieCCUBHBIIN TUIT HACAeT0BaHUsI; X-CII. —
X-cueruieHHbI# TUIT HacienoBaHust; YB — yacTora BcTpeyaeMoOCTH; I'. — TOPOI, M. — MTOCEJIOK, CT. — CTaHHUIIa, C. — CEJIo, a — ayJl.

OT KaXJoro M3 BKIIOYEHHBLIX B MCCIEIOBaHHE
YYACTHUKOB OBUIO IIOJYy4EeHO WH(MOPMUPOBAHHOE
JIOOPOBOJILHOE coTJIacue.

nuu cyononysiumii. Cnekrp HbB y nereit KUYP cxox
¢ pazHooOpa3zueM Hb B npyrux nonymnsuusax P®, on-
Hako 11 psiga opM OTMeYeHbI CIeUUu(pUIHOCTDb U
BBICOKWE 3HAYEHWS YacCTOThl BCTPEYAEMOCTH, UTO
MpeamnojaraeT cCo3qaHue PerMOHAIBHBIX TpoduIaK-
TUYECKUX ITPOTPaMM.

ABTOpBI 3asBJISIOT, YTO Y HUX HET KOH(MJIMKTA MH-
TEpPECOB.
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Clinical Population Genetics of Hereditary Diseases
among Children of the Karachay-Cherkess Republic

R. A. Zinchenko® % *, V. V. Kadyshev4, V. A. Galkina“, E. L. Dadali*?,
L. K. Mikhailova¢, A. V. Marakhonov®, N. V. Petrova“, N. E. Petrina“,
G. L. El’chinova“, O. Yu. Alexandrova?, S. I. Kutsev~?, and E. K. Ginter®

“Research Centre for Medical Genetics, Moscow, 115522 Russia
b Pirogov Russian National Research Medical University, Moscow, 117997 Russia
¢Priorov Central Research Institute of Traumatology and Orthopedics, Moscow, 127299 Rusia
Viadimirsky Moscow Regional Research and Clinical Institute, Moscow, 129110 Russia
*e-mail: renazinchenko@mail.ru

The results of genetic and epidemiological study of monogenic hereditary diseases (HD) among children of
the Karachay-Cherkess Republics are presented. The number of the surveyed population was 410368 people
(Cherkessk and 10 rural areas), including 90739 children (22.11%). A survey of the population conducted on
the original Protocol genetic-epidemiological studies (development of the Research Centre for Medical
Genetics), allowing to register not less than 3500 HD and syndromes. 183 nosological forms of HD (922 pa-
tients from 764 families) were registered in the children’s population, including 100 patients with AD inher-
itance (459 patients from 366 families), 60 patients with AR (372 patients from 326 families) and 23 patients
with X-linked (91 patients from 72 families). The structure of diversity is determined and frequent HD are
described in accordance with the main classification by organ and systemic types of disease: neurological,
ophthalmic, genodermatosis, skeletal, hereditary syndromes, other pathology. The variety of frequent HD
was 55 nosologies (30.05%) — the number of patients in this group was 739 (80.15% of sick children). The load
of urban and rural children’s population of AD, AR and X-linked pathology was calculated, identified differ-
ences in values of load HD. On the basis of correlations between the values of the load and Fst suggested the
causes of the observed differentiation of subpopulations.

Keywords: genetic epidemiology, children’s population, diversity and load of hereditary diseases, occurrence,
Karachay-Cherkess Republic.
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