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PE3IOME

Ty6nukayus seasemcs npoooaNceHUeM paree npedcmasieHHbIX OGHHbIX N0 U3YHEHUI0 SNUOEMUON02UU OPMANTbMOTO2UHECKUX 3A001€6aHULI
Y O0emeli Kapauaeso-Yepkecckoti Pecnybnuku (KYP). [enemuko-anudemuonio2udeckoe ucciedosanue Nonyaayuu exkoyaem 6 ce0s usyieHue
wupoxozo cnekmpa nokazameneli. OyeHka oma20WeHHOCMU HACIedCMBeHHOU 2n1a3Hol namonozaueli 0emcko20 HaceneHus: 06ce008aHHO-
20 pezuoHa u O0aHHble MOJIEKYASPHO-2eHeMUHecKol OudzHOCmuKY nyoauKo8aIucy panee. B nacmosweli cmampe npusodsmes cmpykmypa
U 0COBeHHOCIMU HO307102UHeCK020 CNeKMpa HACIe0CMBEHHOU NAMOI02Ull OP2aHa 3peHus.

Lenb uccnenoBanus: Usy4umy HO3002Uu4eCKULl cnekmp Hacae0CMBEHHOU HeCUHOPOMATIbHOU opmanbMono2udeckoli namonoauu cpedu 0em-
ckozo Hacenenus KYP u ezo ocoberrocmu.

Marepuan u meronsl: 06cnedosano 90 793 peberka uz 10 pationos K4YP 6 eo3pacme om 0 0o 18 nem, uz komopsix 121 yenogex ekoyeH
8 8bI00pKY. 11 peweHus nocmasaeHHol 3a0a4u UCNOb308A1UCH 2EHEMUKO-3NUOeMUOI02UHECKUE, KIUHUYECKUE, NAPAKNUHUYECKUE Memoobl
obcnedosanus.

PesynbraTbl HCCIENOBAHUS: onpedeneHbl CMPYKMypa u 0COOEHHOCMU HO30102UHECKO20 CNEKMPA HECUHOPOMATbHOU HACEOCMEEHHOU na-
moJaoeuu ena3 y oemckozo Hacenerus 10 paiionos KYP u 2. Yepkeccka. OCHOBHOU 8Kknao0 8 pacnpocmpaHeHHOCMb 8HOCAM 8PONCOEHHbIE NO-
POKU pazeumus 0p2ana 3peHus U HACAe0CMBEHHAS NAMO02us 3a0He20 ompe3Ka enasHozo 1010ka (58%). Obwas pacnpocmpaneHHOCMb
HacnedcmeeHHoU 2aa3Holi namonozuu cocmasuna 1:671. BeiseneHo, 4mo 6016wy 0010 COCMABAKIOM HACAEOCMEEHHble 00IE3HU Op2aHa
3peHus C aymoCcoMHO-OOMUHAHMHbIM munom Hacnedosanus (1:1163). PacnpocmpanenHocmby aymoCcoMHO-peyeccusHoli namoaozuu cocma-
suna 1:2268 qenosex.

3akimouenne: 00bWwuUll 6KNA0 8 CMPYKMYPY HO30A02UHECKO20 CNEKMPA BHOCSM AYMOCOMHO-0OMUHAHMHbIE 3a0onesanus — 1:1163.
Bpoxcdentvle nopoku pazeumus 0p2ana 3peHus U namoaogus 3a0He20 ce2Menma ena3Ho2o A010Ka S8I0MCA NPESANUPYOWUMU 8 CPYK-
mype neduampu4ecko20 H030J102U4eCK020 CheKmpa.

KnioueBble cinoBa: snudemuosio2us, 2eHemukd, HACAEOCMBEHHAs namoJiozus, Hosonozuydeckuli cnexmp, Oemu, Kapauaeso-Yepkecckas
Pecnybnuxa.
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ABSTRACT

The publication is a continuation of the previously submitted data on the study of the epidemiology of ophthalmic diseases in children of the
Karachay-Cherkess Republic. Genetic and epidemiological study of the population includes a research of a wide range of indicators. A burden
assessment of the hereditary ocular pathology of the child population of the surveyed region and the data of molecular genetic diagnostics
were published earlier. This article presents structure and features of a nosological spectrum of the visual organ hereditary pathology.

Aim: to study the nosological spectrum and its features of hereditary non-syndromic ophthalmic pathology among the child population of the
Karachay-Cherkess Republic.

Tom 19, Ne1, 2019 7




Original Articles Russian Journal of Clinical Ophthalmology

Patients and Methods: 90793 children from 10 regions of the Karachay-Cherkess Republic between the ages of 0 and 18 were examined,
of which 121 people were enrolled in set. To solve the problem, genetic and epidemiological, clinical, paraclinical examination methods were
used.

Results: the structure and features of the nosological spectrum of non-syndromic hereditary ophthalmic pathology were determined in the
child population of 10 regions of the Karachay-Cherkess Republic and the city of Cherkessk. Congenital malformations of the visual organ
and hereditary pathology of the posterior segment of an eye (58%) make the main contribution to the prevalence. An overall prevalence of
hereditary ocular pathology was at ratio 1:671. It was revealed that a large proportion of hereditary diseases of the visual organ with an
autosomal dominant inheritance pattern (1:1163). The prevalence of autosomal recessive pathology was at ratio 1:2268 of people.
Conclusion: autosomal dominant diseases make a greater contribution to the structure of the nosological spectrum — 1:1163. Congenital
malformations of the visual organ and pathology of the posterior segment of the eye are prevalent in the structure of the pediatric nosological
spectrum.

Keywords: epidemiology, genetics, hereditary pathology, nosological spectrum, children, Karachay-Cherkess Republic.
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BBENEHUE

JlaHHast cTaTbsi SIBSIETCS MPOZLOJIKEHNEM paHee OMyOIMKO-
BaHHBIX PE3YJIbTATOB F€HETHKO-3MUIEMUOIIOTMYECKOr0 00CIeno-
BaHMs JeTckoro Hacenenust Kapauaeo-Yepkecckoit Pecry6nmku
(KYP) [1]. B npenpiay1ieit cTatbe onvcaHbl OCOOEHHOCTH Ipy3a
HECHMHIPOMAaJIbHBIX HACTIENCTBEHHbIX OOJIe3Heil opraHa 3peHust
M YaCTUUHble Pe3ysbTaTbl MOJIEKYJISIPHO-TeHETUUECKOM IMarHo-
CTHKH C IP1BEJieHEM KIMHUIECKHX NPUMePOB. B HacTositielt my-
OJIMKALMK MPeNCTaBIeHbl OCOOEHHOCTH HO30JIOTMUYECKOro CreK-
Tpa HacJe[CTBEHHO! OPTaIbMONATOIIOTHH.

C y4eToM KJIMHMUYECKOro nonMMop¢u3Ma reHeTHuecky re-
TEPOTeHHOM TpyMIbl 3a0071€BaHNi1 FeHeTHKO-3MUAEMUOTIOTH-
YecKkue MCCIeloBaHHs MO3BOJISIIOT ONpenenTb 0COOEHHOCTH
HO30JIOTUUYECKOTO CMEKTPa, OTSrOLLEHHOCTb I paCIpOCTPaHeH-
HOCTb perMoH-crelpUUHbIX HAaCJeJCTBEHHbIX NAaTOIOTUIA.

Lenb paGoTbl: M3yunTb OCOOEHHOCTM HO30JIOTMYECKOTO
CMeKTpa Hac/eCTBEHHOI HECUHIPOMabHO 0(pTalIbMOJIOrH-
4eCKOIi NaToNIorMK cpeau fetTckoro Hacenenns: KYP.

B pabote npuBOAATCS pe3ynbTaThl FE€HETHKO-3MUIEMK-
0JIOTMYECKOro o0cnenoBaHus JeTckoro Hacenenus: KYP,
HamnpaBJIeHHOTO Ha BbISIBJIEHHE HEeCHHAPOMaJbHON Hacyen-
CTBEHHOI1 odTanbmonarosoruu. [lpoBenenHble uccnenosa-
HUS MO3BOJISIIOT HE TOJIbKO YTOUHSATb AU depeHLnanbHyo
AMarHoCTHKy 3a00JIeBaHMsl, HO ¥ PaCIIMPUTD HaLUK MPeACTaB-
JIEHWsl O KIIMHUYECKOM TeueHHH 3a00JieBaHNsl U KOPPEKTUPO-
BaTh JieueHue.

MATEPUAJ U METOIbI

[lpoBeneHo KOMIJIEKCHOE —TeHeTMKO-3M1IeMHUOTIor1ye-
ckoe obcnenoBanue monyasumn KYP (410 367 uenosek),
90 739 13 koTOpbIX cocTaBuM feTh. Cpenu 00CIen0BaHHbIX —
B OCHOBHOM KapauaeBuibl (41%) u pycckue (31,6%). Bbi6opky
cocraBun 121 peGenok (0—18 ner) u3 109 HeponCTBEHHBIX
cemeit. OT Bcex opuLMaNbHbIX NTPeLCTaBUTeNe neTeit (ponu-
TeJleil) MOoJyyeHO NUCbMEeHHOe MHGOPMHPOBAHHOE COrlacue
Ha 00paGOTKy MepCoOHaNbHbIX JaHHbBIX, TpOBeneHne obce-
IOBaHMsl, BbINOJIHEHNE UCCTIEN0BAHMIA M MyOJMKALMIO B CPefi-
CTBaX MaccoBoii nHpopmaumu. MccnenoBanne o100peHo ITH-
yeckuMm komutetroM GI'BHY «MI'HL».

Jlns nocTikeHMst Lenu MCTOJb30BaICh TeHETMKO-3MU-
DleMHOJIOTUYeCK1e, KIIMHUYeCK1e, NapakiMHUYecKre MeTofbl
o6cnenoBanust. MeTOZ NpoBeneH!s FeHETUKO-3MNAEeMUOTIOTH-
4eckoro oOC/Ief0BaHKs M MPOTOKOJI, pa3paboTaHHBbIii COTPYA-

Hukamu OI'BHY «MI'HL», nonpo6Ho OMMCaHbl B NpeAbIayLLei
ny6mvkaumu [1].

Od¢ranbmornorrueckoe 00Ce0BaHNE MALMEHTOB BKIIIO-
4ajl0o BeCb CHEKTp COBpeMeHHblX MeTofoB. [lpumeHsinnch
KaK PyTUHHbIE METOJUKM AMarHOCTHKHY I71a3HbIX O0ose3Heit (BU-
30MeTpHsl, CKUACKOMHMsl, OMOMUKPOCKOMHSI, 0TaNIbMOCKOMHSI,
ornperiesieH’e LBETOOLLYLIEHNS] M Ap.), TaK W Crel1anbHble —
B YCJIOBUSIX aMOY/IaTOPUM LIEHTPAJIbHOM PaitoOHHO# OOJbHMULIbI
(LIPB) (onpenenenue r100anbHOi 371€KTPOPETHHOrPAMMBI
(3PT’), makynspHoit IPI, purmuuHoit OPI, 3puTenpHO BbI3BaH-
HbIX noreHumanos (3BI1) Ha Bcnbilky 1 marTepH, ¢ayopec-
LieHTHas1 aHrorpadusi I1asHoro IHa, yJIbTpa3ByKOBOE UCCTle-
ZIOBaHKe opraHa 3peHusi). Bce npoGaHzbl 1 uneHbl MX cemeit
OCMOTpEHbI BpayaMH IPYrux CHeLyanbHOCTEN, B T. Y. FeHETH-
KOM, TNeauaTpoM, HeBposnoroM. CpaBHHTENbHbIN aHalW3 Bbl-
TOJIHEH Npu noMotuu t-kputepus CtbrozenTa [2].

PE3YNbTATBHI M OBCYXKIEHUE

B pesynbraTe nmpuMeHeHHs! KJIMHUYECKUX, MapakIMHUYe-
CKMX M MHCTPYMEHTaJIbHbIX METOZIOB 00CjeoBaHus Hacene-
HUsI CHOPMUPOBAH HO30JIOTMYECKUI CIIEKTP HACTELCTBEH-
HOI1 maTosnorny opraHa 3peHust (tabn. 1). Bce BbisiBieHHble
3aboneBaHust (45 KIMHMKO-reHeTHYecKuX (opM) pasziesieHbl
Ha 4 OCHOBHbIE IPYNIIbl: BPOKJEHHbIE TIOPOKM OpraHa 3peHust
(15 HO307I0rMYECKUX eNMHUL]), MATOJIOTHsl NepenHero oTpes-
ka (8), 3aboneBanus 3amHero orjesna masHoro si6noka (15)
1 npourie Hoszonoruu (7). Bce 3aGoneBanus paHsKMpOBaHbI
10 TUIaM HaCJeOBaHKsSl HA ayTOCOMHO-IOMMWHAHTHbIE, ayTo-
COMHO-peLlecCrBHble U X-CLeluleHHble. B TepMuHonoruu 3a-
GoJieBaHKs MCMONIb30BaHA HOMeHKaTypa 6asbl OMIM (Online
Mendelian Inheritance in Man) [3].

[lpy aHanM3e HO30JIOTMYECKOrO0 CIEKTpa  BbISIBIIEHO,
4TO OOJBLIYIO NIOJIO COCTABISIOT HACJIECTBEHHblE 0O0JIe3HH
opraHa 3peHHsi C ayTOCOMHO-JJOMUHAHTHBIM HaCJIeZI0BaHUEM
(1:1163). PacnpocTpaHeHHOCTb ayTOCOMHO-peLeCcCUBHOl Na-
Tonorun gocrurna 1:2268. HanmeHbliie 3HaueHHs pacnpo-
CTpaHeHHOCTH — Y 3a60J1eBaHuii 113 ¢ X-CLiernIeHHbIM Hacle-
nosaHuveM. OOlasi pacnpoCTpaHEeHHOCTb HECHMHAPOMAbHOM
Hac/eNCTBEHHOM 0 TaTbMOJIOIMYECKON MAaTOJIOTUU  CPeny
nerckoro HaceneHust KYP cocraBuna 1:671.

B pesynbrare npoBeneHHOro MccienoBaHUs LETCKOro Ha-
cenenust KYP BbisiBNeHO npeobnasaHye HaCnenCTBEHHO na-
TOJIOTMM 3a/IHETO CErMEHTa MMIa3Horo s1610ka — 36 GOJIbHBIX
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KAMHUYECKas OPTANBMONOT NS

OpPUrMHAAbHbIE CTATBU

ro Hacenexua KYP

[narvo3
Diagnosis

AYTOCOMHO-IOMUHAHTHAS MATONOrNA
AUTOSOMAL DOMINANT PATHOLOGY

Ta6nuua 1. Ho3010rM4Yeckmii CNeKTp 1 pacnpoCTPaHEHHOCTb HECUHAPOMATbHOW HACNIEACTBEHHON OhTaNIbMONaTONOrMmN OETCKO-

Table 1. Nosological spectrum and prevalence of non-syndromic hereditary ophthalmopathology of child population of the KCR

yao | Mk nK | 3n AX
ub | MK PK | ZL Ch AKh Kh

PacnpocTpaHeHHOCTb N0 pav’muaM (1 Ha)
Prevalence (1 per)

BpoXpeHHble NOPOKK pa3BUTUS OPraHa 3pexuns
Congenital malformations of the eye

Auupugus
#106210 | pniidia h h h

8217 - - - - 30 246

129750 3Kmn_un 3p_a-u(a B B B
Ectopia pupillae

6691 - 90 739

Kono6oma rnas

11473 - -
Ocular coloboma

#120200

24 651 - - - - 45370

Kono6omato3Hblii MUKpO(iTanbm
Colobomatous micrpohthalmia

24 651 - - - - 90739

#613517 MquomanbMMu uaoqupnsauuau B ~ B
Isolated microphthalmia

24 651 - - - - 90739

Mukpodhtanbm, MUKpOKOpHea,
KaTapakra _ _ B
156850 Microphthalmia with cataract

and microcornea

- 8431 - 12 326 - - - - 30 246

PS310700 BDD)KAE.HHI;IM HUCTArm B B

9940
Congenital nystagmus

90739

#110100 | Credapodimos .
Blepharophimosis

24 651 - - - - 90739

#178300 Bpomnguublﬁ nTos B B _
Congenital ptosis

6211 8431 - - 1109 2802 3496 - 11342

HacnepcTsenHble 3abonesanus nepegHero oTpeska rnasHoro abnoka
Hereditary pathology of anterior segment of the eye

BpoxpaeHHas kaTapakTa

. 1434
Congenital cataract

4629 -

- 2810 3765 | 24651 - - - 3892 5671

BpoxpeHHan 30HynsApHas katapakTta
Congenital zonular cataract

6163 - - 6991 - 18148

lepeaHuit NEHTUKOHYC C BPOXAEHHON
. KaTapakTon ~ ~ B
116600 Anterior lenticonus with congenital

cataract

3765 - - - - - 90739

#180500 Cuxppom AKl_:embenbna - Purepa B B _
Axenfeld — Rieger syndrome

3892 90 739

142500 I'eTepoxpomu_u pagyxek ~ ~

9940
Heterochromia iridis

90 739

#148300 KepaTokoHyc B B ~
Keratoconus

6991 - 90 739

u3 29 cemeit (1:2520) 1 BposkZIeHHbIX TOPOKOB Pa3BUTHSI Op-
raHa 3penust — 34 6osbHbix U3 33 cemeit (1:2669). Y 30 ne-
Teit 13 29 cemeii ;UarHOCTMPOBaHbl 3a00J1eBaHMS TEPENHEro
orpeska rna3s (1:3025). B rpynne o6cneoBaHHbIX BbISIBJIEHbI
0(pTaNbMONIOrMYECKIE HACJIeACTBEHHble 3a0o0JeBaHusl, 3a-
TparuBaollie HeCKOJIbKO CEerMeHTOB I71a3 (1poure GpopMbl).
JlanHas maronorust ycraHoneHa y 21 pebetka n3 18 cemei
(1:4321) (1abn. 1).

[lpy aHanuse mnosyueHHbIX NAHHBIX 10 HO30JI0TMYECKOMY
CIEKTPY BbISIBJIEHO, YTO GOJIBLION BKJIAZ B IPYMNY BPOKAEH-
HbIX TOPOKOB pa3BUTHSl BHOCAT M3MeHeHWs COOCTBEH-

HO I71a3HOro s16710Ka (KIMHMYECKH U FeHeTHUeCKH MoIMMopd-
Hble ¢opmbl MuKpodTansma) — 47% (16 GonbHbix). [pymmy
3abosieBaHMii TepenHero OoTpe3ka B OCHOBHOM (opMHpyeT
HAaCJIEICTBEHHAs! MATOJIOTHMSl XpyCTajanKa (BPOXKIEHHAsl Kara-
pakTa, 1eHTHKoHyCc) — 87% (26 nauuenToB). Hozonoruueckuii
CIIEKTp 3aZHero cerMeHTa riaas B 67% ciy4aeB CBsI3aH C 1aTo-
JIOTMel CeTYaTKU u/niu xopruouzeu (24 ciydas).

[1py cpaBHEHMM NTOTTy4EHHBIX JAHHBIX PACIPOCTPAHEHHOCTH
natosioruu ¢ 6a3oit JaHHbIX PEAKUX 1 OpaHHbIX 3a00IeBaHU
JIOKaJIbHOTO HAKOIUIeHUs B 06cnenyeMoM perrore PO He Bbl-
sBJieHo [4].
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Ta6nuua 1 (npopomkeHue)
Table 1 (continuation)

PacnpocTpaHeHHOCTb N0 paﬁoHaM (1 Ha)
Dnaruos Prevalence (1 per)

Diagnosis ya | MK nKk | 3n AX
ub MK PK ZL Ch AKh Kh

HacnepcTBenHas natonorus 3agHero cermenTa rna3s
Hereditary pathology of posterior segment of the eye

TanetopeTuHanbHas abuotpodms
#180100 LeHTpanbHas - 9257 - - 8431 | 3765 - - 2802 - - 22 685
Central tapetoretinal degeneration

LlenTpanbHas guctpodhus
#156700 cetyatku becra - - - - 8431 - - - - - - 90739
Vitelliform macular dystrophy

ATpochua 3puUTENbHLIX HEPBOB

#165500 Optic atrophy - - - 6211 - - 24 651 - - - - 45370
Tunonna3sus u YacTu4Has atpochus

#165550 | SPUTEMbHBIX HEPBOB . - - 3313 - | 8431 | - | oaes1 - - 6ot | - 15123
Optic nerve hypoplasia and partial optic
atrophy

#120970 Bpomnguuan Kon6o4kosas guctpotus ~ ~ B 1553 ~ 1883 ~ B B ~ ~ 15123
Congenital cone dystrophy

TMpouue thopmbl HacneACTBEHHOI OhTanbMONaToONoOruu
Other forms of hereditary pathology of the eye

H0BeHunbHas rnaykoma

#137750 ; 11473 - - - a6 | - - - - - - 30 246
Juvenile glaucoma

#180200 | FeTMHOGnacToma 11473 | - | os40 @ - - aes | 8217 | - - | e | - 12963
Retinoblastoma
CHHAPOM KONOGOMbI [N1a3a, HapyLIEHKS

#120433 cnyxa, yYMCTBEHHOM OTCTANoCTH 11473 _ B B _ _ _ _ _ _ _ 90739

Ocular coloboma syndrome, hearing
impairments, mental retardation

#606952 Tna3o-KoXHbIA anblﬁquuam, ™n 1B B B B B B 1883 B B B ~ ~ 45370
Oculocutaneous albinism type 1B

CymMmapHas pacnpocTpaHEeHHOCTb N0 paiioHam

o 956 | 3086 | 1657 & 1035 | 843 an 1297 | 1109 | 1401 999 | 1946 1163
Total prevalence by district

AYTOCOMHO-PELIECCUBHAA NATONOINA
AUTOSOMAL RECESSIVE PATHOLOGY

BpoxnaeHHble NOPOKKM Pa3BUTUS OPraHa 3penus
Congenital malformations of the eye

#906900 Muxpotbr_anu_mn cuuupor_nanbnan, ™n 3 B B _ _ _ B 8217 B B _ B 30246
Syndromic microphthalmia, type 3

MukpodiTanbm, MMKpOKOpHea,
#611040 KaTapakTa - - - - 8431 - - - - - 3892 45370
Microphthalmia, microcornea, cataract

251600 M!axpoqzranw, MHKpOKOpHEa - 9257 - 2070 - - - - - - - 22 685
Microphthalmia, microcornea

MukpodhTanom, MUKpOKOpHEa,
251505 Kono6oma 11473 - - 6211 - - - - - - - 45370
Microphthalmia, microcornea, coloboma

HacnepcTsenHble 3abonesanus nepegHero 0Tpeska rnasHoro aénoka
Hereditary pathology of anterior segment of the eye

*rx BpoxpeHHas kaTapakTa

A - 9257 - - - - - - - 2330 - 22 685
Congenital cataract

#217800 LlenTpanbHas gucTpothus porosuibl ~ ~ B B 8431 ~ ~ B ~ ~ ~ 90739
Corneal dystrophy

"|O Vol. 19, Ne1, 2019




KAMHUYECKas OPTANBMONOT NS OpPUrMHAAbHbIE CTATBU
]

Ta6bnuua 1 (okoH4YaHue)
Table 1 (ending)

PacnpocTpaHeHHOCTb no paioHam (1 Ha)
Ninarxos Prevalence (1 per)

Diagnosis yo | MK | K | 0K | 31| Y | 4| A | A | X |H
UD | MK | K | PK | ZL | U | Ch | A |AKh| Kh | N

HacnepcTBeHHas natonorus 3agHero cerMenTa rnas
Hereditary pathology of posterior segment of the eye

#957970 Bpumngunaﬂ CTauMOHapHas Ho'Has cnenora B ~ B B ~ ~ B ~ ~ B 3892 | 90739
Congenital stationary night blindness

#968000 Tan.eT.qpeT.uHanbuau abuotpodhua nurmeHTHas B ~ B B 8431 ~ B ~ ~ B ~ 90739
Retinitis pigmentosa

448000 | UIEHTPanbHas puCTpOGMA cervarku Uitaprapata | - ~ | 6211 | 8431 | 1883 | 24651 3326 | - - - | 15123
Stargardt disease

XopuopeTHHanbHas fereHepauus
neputhepuyeckas - - - - - - 24 651 - - - - 90739
Peripheral chorioretinal degeneration

#601777 Xopuoperum_mbu_aﬁ LieHTpanbLHas guctpodms B 4629 B B ~ ~ B ~ ~ B ~ 45370
Central chorioretinal dystrophy

#613341 "MF'M.E.HTHPIM perunmz IOBe'HHHbeIM B B B B B B B _ B 6991 ~ 90739
Retinitis pigmentosa, juvenile

TanetopeTuHanbHas abuotpodma
267760 GecnurmeHTHas - - - - - - | 24651 - - - - 90739
Retinitis pigmentosa without pigment

Atpochus 3puUTENbHLIX HEPBOB

1147 - - - - - - - - - - 7
258500 Optic atrophy 3 90 739
#204000 | BPOXAEHHbIM aMaBpo3 JieGepa 11473 - | 940 | - - - - - - - - | 45370
Leber congenital amaurosis
Mpoyne thopmbl HacNeACTBEHHOI 0hTaNbMONATONOrUK
Other hereditary pathology of the eye
#231300 | CPOWAEHKa rnaykoma 737 | - - | - - = - - - - - 3

Primary congenital glaucoma

#961540 MeTepc aHoManusi ¢ YKOPOYEHHbIMU KOHEYHOCTSMM B 0957 B B ~ ~ B ~ ~ B B 90739
Peters plus syndrome

4203100 | |Ma30-KOKHLIA ankGuANIM - 4629 | o0 | - - 3765 | 24651 - - - - 18148
Oculocutaneous albinism

CymmapHble fJaHHble N0 panoHam

L 2295 | 1322 @ 4970 @ 1242 2108 | 1255 & 3522 @ 3326 - 1748 196 2268
Total by district

X-CLIENNEHHASA NATOJI0TUA
X-LINKED PATHOLOGY

BpoxpaeHHbie Nopoku pa3BUTUS OPraHa 3peHus
Congenital malformations of the eye

#309300 Meranokopxea B 4629 ~ ~ ~ ~ ~ _ ~ ~ ~ 45370
Megalocornea

#305000 | CPOXACHHbIA HUCTArM T S Ty v
Congenital nystagmus

HacnencTsesnas natonorus 3agHero CermesTa rnas
Hereditary pathology of posterior segment of the eye

#303g00 | Dewepanonu - - - 3106 - - - - - - - | 45370
Deutan color blindness

CymMMapHble JaHHbIE N0 paitoHam
Total by district

CBOAHbIE aHHbIE N0 BCEM HO30J10rMAM
Grand total

- 4629 - 3106 - - - - - 3496 - 15123

675 842 1243 518 602 342 948 832 1401 583 973 671

Mpumevanue. Y/ — Yetb-[xerytuHekmi, MK — Manokapayaesckuii, K — Kapadaesckuid, [K — [Mpuky6aHckwid, 3J1— 3eneHqykckuid, Y — Ypynckuii, 4 — Hepkecck,
A — AbasuHckuid, AX — Agbire-Xabnbckuii, X — Xabeackuii, H — Horavickuii.

Note. UD — Ust-Dzhegutinsky, MK — Malokarachayevsky, K — Karachayevsky, PK — Prikubansky, ZL — Zelenchuksky, U — Urupsky, Ch — Cherkessk (city), A —
Abazinsky, AKh — Adyge-Khablsky, Kh — Khabezsky, N — Nogaysky.
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SAK/IOYEHUE

B pesynbrate reHeTHKo-3MMAEMHOTIOrMYECKOrO 00CIE-
noBaHust erckoro Hacenenuss KYP BeisiBnen 121 pebeHok
u3 109 cemeii ¢ HECMHAPOMAJbHOI HaCJIeCTBEHHOH O¢-
Ta7bMOJIOTMUECKOM naTosorueil. Hoszonormueckuii - criektp
npencrasned 45 ¢opmamu. bonbliyio yacTb HaciencTBeH-
HOJA T71a3HOIi MAaTOJIOTMM COCTABJISIIOT ayTOCOMHO-JJOMHUHAHT-
Hole ¢popmbl (t=2,3). OCHOBHO!I BKJIaZ B CTPYKTYpPY CIEKTpa
BHOCSIT BPOKJIEHHbIe TIOPOKM Pa3BUTHMS OpraHa 3peHusl U Ha-
CTIeACTBEHHAs! MATONOTHs] 3a/JHETO CerMeHTa J1a3Horo s16710Ka
(58%). Ob111ast pacnpocTpaHEHHOCTb HACIEICTBEHHOI [T1a3HOM
naTosiornu cocrasuna 1:671.

HcmouHuk punancuposanus/Acknowledgement

Hccnedosanue 8binonHEHO npu  (UHAHCOB0OL NOOOepIHCKe 2paH-
ma POPU Ne 18—015-00090 / Supported by Russian Foundation
for Basic Research grant Ne 18—015-00090.

Csenenus 06 aBTopax:
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papmakonozuu Kageopsl 0p2aHU3AYUOHHO-NPABOBO20 0becne-
Yerus MeOUYUHCKOL U papmayesmuieckoli desmeabHocmu.
'@IBHY «MT'HL]». 115522, Poccus, 2. Mockea, yn. Mockeo-
petve, 0. 1.

2@re0Y BO PHUMY um. H.U. INupozosa Murn3sdpasa Poccuu.
117997, Poccus, 2. Mocksa, yn. OcmposumsHosa, 0. 1.

SIBY3 MO MOHHKH um. M.®. Bnaoumupckozo. 129110,
Poccus, e. Mockea, yn. Lllenkuna, 0.61 /2.
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crynuna 06.12.2018.
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