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PE3IOME

Llenb uccnenoBaHus: 2eHEMUKO-2NUOEMUOTIO2UHECKOE U3YHEHUE HACIEOCMBEHHbIX 3a001€8AHUL OP2AHA 3pEHUS 8 PA3HbIX nonyasyusx Poc-
Cuu u cpasHuMe b oIl AHAIU3 NONYHEHHbIX NoKa3amenell.

Marepuan u MeTonbl: aHaIU3Upyemas 8si0opka npedcmasiena 12 smuudeckumu epynnamu u3 14 pezuoros esponetickoii yacmu P®P. 06-
C1e00BAHO 6Ce HACENEHUE HE3A8UCUMO Om Noaa u 803pacma. J1s noomeepicoeHus KOHKpemno2o muna Hacnedo8anus 015 3a001e6aHull
U3 2emepo2eHHbIX 2pynn 6eCb Mamepuan noo0eepaancs MHO20KOMNOHEHMHOMY AHANU3Y, UCNOIb3YEeMOMY 6 CYHAsSX MHOMECMBEHHOU pe-
eucmpayuu cemell. Yacmoma cezpezayuu oyeHusanacs npobaHoossim memooom Batinbepea. Hcnonwb308ansl MemoObl MOJIEKYNSIPHO-2€He-
mu4eckoz20 aHanusa: npamoe cexsenuposarue no Canzepy, MLPA, AFLP, [T[JP®-ananu3, NOJHOIK30MHOE CEK8EHUPOBAHUE. /115 8biSI8IEHUS]
CIy4aes HAKONJIEHUS HACIEOCMBEHHO20 3A00E8aHUS 8 OMOEIbHBIX NONYJAYUSX U/UNU IMHUHECKUX 2PYNNAax paccyumol8anach e20 pacnpo-
CMPAHEeHHOCMb 8 IMOL NONYAIYUU, UCNONIL308AHO F-pacnpedenerue, npumeHsemMoe 01 CpABHEHUS 8bI0OPOK PeOKUX 3a001€8aHULL.
Pesynbrarbl HCCIen0BaHus: COOPAHbI OAHHbIE U OCMOMPEHO 001ee 46 mbic. NAYUEHMO8 U YJIEHO08 UX ceMell C npednoaoHCUMenbHO HACAeo-
cmeeHHoll namonozuell. Bepuguyuposaro 554 knuHuvecku pasauyHblx HAcaeocmeeHHbix 3abonesanus y 9979 bonvhbix. M3onuposanHas
HacnedcmeenHas opmanvmonamonozus (MHOII) svisenena y 1407 (14,56%) 6onbhvix u npedcmasnena 60 kaunuveckumu gpopmamu. Pac-
npocmparenHocms MHOII @ cpeonem cocmasuna 1:2272 uenogeka (44,01 ra 100 000). Ipu oyerke 3akoHomepHocmeli 8 popmuposarHuu
Hosonozutecko2o cnekmpa u pacnpocmpareniocmu MHOIT 6 kaxcooii nonynsyuu /9smHuyeckoli 2pynne ¢ UCnob306aHUEM AHAU3A 271A8HbIX
KoMnoHeHm 6bl10 8bl0eNIEHO 2 KNacmepd, Nepeblli U3 Komopwix cooepycum 6 pycckux nonynayuil, a emopoii — 5 amuudeckux epynn Iogo.i-
2Cbs1, 0671a0aroWUX OONBLWUM CX00CMEOM C PYCCKUMU NONYIAYUSMU, HeM Hapoowl Ceseprozo Kaskasa.

B obujeti cosokynHocmu § OCMOMPEHHbIX NAYUEHMO8 8bIS8JIEH0 57 HacnedcmeeHHbIx cunopomos (1051 nayuenm) ¢ nopaxcenuem mono-
epaguyecku pa3iudHbIX omoesio8 Op2aHa 3penus (Kak hepedHe2o, mak u 3a0He2o omoena). PacnpocmpaHeHHOcmb CUHOPOMANbHOU HACne0-
cmeeHHol opmanbmonamoiozuu 8 cpeonem cocmasua 1:3040 qenosex (32,89 na 100 000).

3akmouenne: 0aHHble 0 HAKONIEHUU OMOENbHbIX 3a00J1€8AHUL 8ANCHbI OIS PESUOHATIbHBIX 0P2AHO8 30PAB00XPAHEHUS 011 603MONCHOCMU
paspabomku pe2uoH-cneyuduIeckux NPoGUAAKIMUHECKUX NPOZPAMM.

Kniouesble croBa: opmanbMo2eHemuKa, 2eHemMUKO-3nU0eMu0102uieckoe Uccae0o8anue, Cnekmp, IMHUYECKas 2pynnd, mun Hacaeoo8aHus,
cezpezayus, HaKONJeHue, U30UPOBAHHAS U CUHOPOMAJIbHAS HACEOCMBEHHAS 0PMANLMONAMON02us, pacnpoCmpaHeHHOCMb, OUCmMpo@pus
cemyamku.

Jns unruposanus: Kaosiwes B.B., lunmep E.K., Kyyea C.H. u Op. Snudemuonozus HacredcmaeHHblx 601€3Hel 0p2ana 3peHus 8 Nonyasyusx
Poccutickoii @edepayuu. Knunuueckas opmanemonoeus. 2022;22(2):69—79. DOI: 10.32364/2311-7729-2022-22-2-69-79.
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ABSTRACT

Aim: genetic epidemiological study of hereditary eye diseases in various populations of the Russian Federation and comparative analysis of
these findings.

Patients and Methods: the sample included 12 ethnic groups from 14 regions of European Russia. The entire population irrespective of
gender or age was examined. To confirm a certain type of inheritance of diseases from heterogeneous groups, the material was subjected to
the multicomponent analysis used in multiple family registration. The rate of segregation was evaluated using the Weinberg proband method.
Molecular genetic tests (Sanger sequencing, MLPA, AFLP, RFLP, whole exome sequencing) were applied. To identify the cases of hereditary
disease accumulation in individual populations and/or ethnic groups, the prevalence of certain diseases in this population was calculated
using F-distribution to compare the samples of rare diseases.

Results: more than 46,000 patients and their relatives with presumably hereditary conditions were examined and data were collected. 554
clinically diverse hereditary diseases in 9,979 individuals were identified. Isolated hereditary eye disease (60 clinical variants) was identified
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in 1,407 patients (14.56%). The mean prevalence of isolated hereditary eye disease was 1:2,272 (or 44.01 per 100,000). When assessing
patterns of nosological spectrum and prevalence of isolated hereditary eye disease in each population/ethnic group using principal component
analysis, 2 clusters were isolated. The first cluster includes 6 Russian populations and the second cluster includes 5 ethnic Volga Region
groups, which are more similar to Russian populations than the North Caucasus people. In general, 57 hereditary syndromes (affecting
anterior and posterior eye segments) in 1,051 patients were discovered. The mean prevalence of syndromic hereditary eye disease was

1:3,040 (or 32.89 per 100,000).

Keywords: ophthalmogenetics, genetic epidemiological study, spectrum, ethnic group, type of inheritance, segregation, accumulation, isolated
and syndromic hereditary eye diseases, prevalence, retinal degeneration.
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BBEAEHUE

Hacnencrsennsie 60sesHn — 3abo0seBaHusl, BOSHUKHOBE-
HUe M pa3BUTHE KOTOPBIX CBS3aHbl C M3MEHeHUsIMU (MyTa-
LMSIMK) TeHeTHYecKoro marepuana. B 3aBucumoctn ot xa-
paKTepa MyTaLMil BblIeJIsSOT MOHOTeHHble HaCJle[CTBEHHbIe,
XPOMOCOMHbIE, MUTOXOH/JpHasIbHble K MYJbTH(AKTOPHbIE 60-
nesuu [1]. Ha ganublit MomenT onrcano 6onee 7130 renos [2],
ACCOLIMMPOBAHHbIX C KOHKPETHBIMM 3a00J1€BAHMSIMH, KaskIblit
13 KOTOPbIX MIM€eeT MHOKeCTBO eHeTU4eCKUX BApUaHTOB MO-
HOTEHHBIX HACJIe/ICTBEHHbIX Oone3Heit. Kaxplit ron naeHTy-
¢uumpytor 250-300 HoBbIX 3aboneBaHuil. Vayuenue more-
KYJISIPHO# MPUPOJbl OTAENbHbIX HACIIEACTBEHHBbIX OO0Je3Helt
yOenuTenbHO n0Kasajno Hanuuve auddepeHLHalnt Mexny
MONyJNSILUMSIMU B pa3sHO00Opasnu, pacrpoCTPaHEHHOCTH, MX
3THOJIOTMM U TAaTOreHe3e — BbISIBJIEHbl KaK JIOKYCHAsl, TaK
W aJuleNbHAsl TeTeporeHHOCTb. [eHeTHKO-3MuIeMuoornye-
CKMe€ MCCTIe0BaHNs, NPOBeieHHble B eBpOoneiicKoii yactu PO,
TaK)Ke M0Ka3aJu, YTO JJIsl KAKJOro PeroHa, KaskJoi 3THUYe-
cKo¥i rpynmbl (06cnenoBaHo HaceneHue 14 permoHoB — npen-
craButeny 11 9THMUeCKMX Trpynn) pasHooOpasue Hacien-
CTBEHHbIX 3a00JIeBaHMIl XapaKTepn3yeTcs CHeLnPUIHOCTbIO
KaK B CMEKTpe 4acTbix OosnesHeit [3—6], Tak u B Mosekynsip-
HO-reHeTnueckoii npupoge [7—10].

[lo naHHBIM reHeTHKO-3MMIEMUOJIOTMUECKUX HCCIenoBa-
HUI1, M30JIMPOBaHHble HACJENCTBEHHble 3a00JIeBaHKsI OpraHa
3pennst (H303) cocransior cyuiectBeHHy0 nomo (1o 15%)
cpenu Bceii BbISIBJIEHHOI HAacleACTBeHHON maTonoruu [4, 5].
CymmapHas pacnpoctpaHeHHocTb H303 Bbicoka 1 cocTaBisieT
okoso 1:1700-1:2450 [4, 5].

[lo nanubiv BO3, H303 cocrasnsiior He menee 35% (y zme-
Tel — 10 40%) cnyyaeB 3aboneBaeMOCTH OQTaTbMOJIOTH-
4ecKoro npogus, NpuBoAsALMX B 65—70% K WHBaNIMAHOCTH
[11]. BO3 oT™meuaer HEOOXOAMMOCTb CHMIKEHHSI IOJIM CITy4aeB
CTIenoThl U C1abOBHUAEHNS C YYETOM FeHeTUYEeCKUX 0COOEHHO-
creit [12]. O6uiee uncno Hozonmornyeckux ¢popm, GpeHOTUNoB
Y TEHOB, MYTaLM¥ B KOTOPBIX BBbI3bIBAIOT KOHKPETHYIO MAaTo-
noruto, B OMIM® (Online Mendelian Inheritance in Man®) co-
crasnsier 6osee 2500 (XpPOMOCOMHbBIX ¥ MOHOTeHHbIX). OnHAKO
B HACTOsILLEe BpeMs B 3apyOesKHbIX MCTOYHMKAX MHGOpMALMK
0 KYMYJISITUBHOM paCMpOCTPAHEHHOCTH HACINEACTBEHHON O¢-
TaJIbMONATOJIOTMKU HET, OOJIbLLIMHCTBO MCCIIE0OBaHMI OCBella-
IOT reHeTMYecKe acreKkTbl OJHOrO WM Ipyibl 3a60eBaHuit
WJIM KOHKPETHYIO MaTOJIOTMYECKYI0 HYKIEOTHAHYIO NOCIIEN0Ba-
TEJIBHOCTb, PEIKO NMPUBSI3aHHYIO K KJIMHUYECKUM OCOOEHHOCTSIM
[13-21]. HecmoTps Ha IIMpOKME MCCIEeNOBaHMSI OTIENbHbIX
KJIMHUYeCKUX ($OpM, MO 3MMAEMHUOIIOruK 3a00JIeBaHuil ¢ yue-
TOM PErMOHAJIbHbIX/ITHUYECKMX OCOOEHHOCTEl B MHpe MpoBe-
IeHbl eMHUYHbIE MCCTenoBanus. JlaHHas cutyalysi 00ycioB-
JIeHa BbIPasKeHHOM reHeTHYEeCKOli FeTepOreHHOCTBIO (JIOKYCHOI,
aJlIeNIbHON ), KPYIHbIM pasMepoM OTZHeNbHbIX T€HOB U OTCYT-
CTBMEM eIMHOM KnaccMpUKALUMKM HACNeACTBEHHOI MarToJo-

TMH [71a3, YUUTHIBAIOLLEN TEPBUYHYIO STHOJIOTMUECKYIO TPUPOLY
3aboseBaHys1 (MOHOTEHHYIO, XDOMOCOMHYIO M MyJIbTH(AKTOP-
Hyt0). Bo MHOrMX CTpaHax Ha OCHOBAHWUM PE3ysIbTaTOB IeHETH-
KO-3TMMAEMHUOJIOTMYECKUX ~ MCCIIEIOBAHMIT  pa3palbaTbiBaloTCs
WM y>Ke pa3paboTaHbl crielmduyeckye ieueOHble, peabuimra-
LIMOHHBIE 1 NPOGHIIAKTUYECKHE POrPaMMbl, B MOCTIEHEE Bpe-
M$1 B IOZIOOHbBIX paboTax CTasli YUNTHIBATBCS MOJIEKYIISIPHO-Te-
HeTHyeckne acrektbl. OYeBMIHO, UTO B HACTOSILLMIA MOMEHT
SIBJISIETCS! UPE3BbIYANHO aKTyallbHbIM M3y4eHKe pacrpoOCTPaHeH-
HOCTH ¥ CTPYKTYPbI HACJIEZICTBEHHBIX GOJIE3HEN C 1CMONb30Ba-
HMEM LUMPOKOTEHOMHbIX TEXHOJIOrHIt B Poccyi.

Llesb MCCe0BAHUS: TEHETUKO-3ITMIEMUOJIOTMYECKOE 13-
yUY€eHHe HACIIeNCTBEHHbIX 3a00IeBaHNii OpraHa 3peHust B pas-
HbIX MOMYJIALUSAX Poccuu n CpaBHMTeHbeIVI aHan3 MoJy4yeH-
HbIX 10KA3aTeJIEi.

MATEPYAJ U METO/IbI

[Ipoananu3npoBaHbl pe3ysbTaTbl FeHETUKO-3MNUAEMUOTIOT Y-
YeCKMX MCCIIeI0BaHuiA, TpoBelieHHbIX B 14 pervoHax eBporneii-
cKoit yactu PO, ¢ BbizeneHrMeM NalueHToB ¢ HacenCTBEHHbIM
XapaKTepoM MOpPakeHUs OpraHa 3peHusl, KaK W30JIMPOBaHHO
HacNeCTBEHHO! OPTanbMONaToIOrMK, Tak U BXOASLIEH B CO-
CTaB HACJIEACTBEHHbIX CMHAPOMOB. OGcrnenoBaHMe HaceeH s
MpOoBeeHo Mo pa3paboTaHHOMY MPOTOKOJY KOMIIEKCHBIX Te-
HETHUKO-3M1AEMHOJIOTMYECKHUX UCCIE0BAHMIA, MOAPOOHO OMH-
CaHHOMY B psifie MyOJIMKaLii, KOTOPbII OCTAaeTCsl HEM3MEHHbIM
3a Bce BpeMsl paboTbl (HakorieHus faHHbIX) (1983-2021 rr.),
BKJIIOYasi METOZIbI BbISIBJIEHHS! MALIMEHTOB M 00pabOTKM MaTe-
puana [4-6, 22]. [IpoToKO7 N03BOISIET BBISBASATb B MOMYJISILIM-
SIX MaKCHMasbHO BO3MOXKHOE UMCJIO BPOKIEHHbIX W Haclefl-
CTBEHHbIX 3a00JIeBaHMII C MOPAKEHNEM Pa3JMYHBbIX OpPraHoB
U CUCTEM I10 06LuenanHT0171 MeOULIMHCKON Knaccncbnxaunnz
HEBPOJIOTHUeCcKre, O(TaNbMOJIOTUUECKHE, TeHONePMaTO3bl,
CKeJIeTHblE, HAaCTIeZICTBEHHbIE CUHIPOMBI, HACJIeICTBEHHbIE 3a-
OoneBaHKst 0OOMeHa BelLieCTB, KPOBH, OPraHOB CJIyXa U Zp.

Mamepuan. Ananuzupyemasi BbIOOpKa MpenCcTaBieHa
12 3THMYECKMMU Tpynnamy, NPOXMBAOLIMMU Ha eBporeii-
ckoii yactu P®: pycckue u3 6 nonynsumit PO (Kuposckas,
Kocrpomckasi, Teepckas, Bpsuckas, PocroBckas ob6nactu
1 KpacHonapckuit kpait), 5 9STHUIeCKUX Iy, TPOKUBAIOLLIMX
Ha Tepputopun [loBomKbs (TaTapsl M3 Pecny6muku Tatap-
craH, 6awkupsl n3 PecryGnuku Tarapcran, Mapuiiubl u3 Pe-
cny6amkn Bawkoprocran, vyBamm u3 Yysauickoii Pecny-
Onvky, yamypTbl U3 Yamyprckoit Pecny6inkn) n 6 HapozioB
CeBepnoro KaBka3za (ocerutbl u3 Pecriy6nmiku CeBephast Oce-
THst — Anauusl, anpireiiupl U3 PecrniyOnvku Anpirest, abas3uHbl,
yepKechl, HOTaiillpl M KapauyaeBlpl U3 Pecry6nmmku Kapauae-
Bo-Yepkecus) (tabs. 1). O6cnenoBaHo Bce HaceneHKe Hesa-
BUCHMO OT noJia 4 Bo3pacra. C yueTom TOro, 4yTo B aHaIU3
BKJIIOYEHO He Bce 00CeloBaHHOe HacesleHne, a TOJIbKO Mpef-
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Ta6bnuua 1. YMCneHHOCTb U STHUYECKMIA COCTaB 06CNefOBaHHOrO HaceneHus cyobekTo PO
Table 1. The size and ethnicity of the population of Russian Federation regions

ITHUYECKMIA coCcTaB

YucneHHocTb 06ce0BaHHbIX
(4McneHHocTb NpeacTaBuTENei
TUTYNBHON HaLmK)
Population size (of title ethnicity)

Ethnicity

Koctpomckas o6nactb / Kostroma Region Pycckue n ap. / Russians and other 444 476
Kuposckas o6nactb / Kirov Region Pycckue n ap. / Russians and other 286 600
KpacHopapckuii kpai / Krasnodar region Pycckue n ap. / Russians and other 426 600
PocToBckas o6nactb / Rostov Region Pycckue n ap./ Russians and other 497 460
bpsHckas o6nactb / Bryansk Region Pycckue u ap./ Russians and other 88 200
Tsepckas o6nactb / Tver Region Pycckue n ap. / Russians and other 75000

Pecny6nuka Mapwuit 3n / Mari El Republic

Mapwiiubl, pycckue u gp. / Maris, Russians, and other

276 000 (171 571)

Republic of Bashkortostan

Pecny6nuka Yysawmus / Chuvash Republic Yysawwm, pycckue u ap. / Chuvash, Russians, and other 264 419 (178 722)
Pecny6nuka Yamyptusa / Udmurt Republic YamypTbl, pycckue u ap./ Udmurts, Russians, and other 267 655 (155 356)
Pecny6nuka Taraperan / Republic of Tatarstan Tatapsl, pycckue v ap. / Tatars, Russians, and other 264 098 (209 265)
Pecny6nuka bawkoprocra bawkupsl, pycckue u ap. / Bashkirs, Russians, and other 250 110 (173 765)

Pecny6nuka Appbires / Republic of Adygea

Anbireiiupbl, pycckue u ap. / Adygeis, Russians, and other

101 800 (65 000)

Pecny6nuka Kapayaeso-Yepkecus

KapauaesLibl, 4epKecbl, aba3nHbl, HOranLibl, pyccKue u ap.

Republic of Karachay-Cherkessia Karachays, Circassian, Abazins, Nogias, Russians, and other 410368
Pecny6nuka CeepHas Ocetus — Ananus ) )

Republic of North Ossetia — Alania OceTtuHbl, pycckue u ap. / Ossetians, Russians, and other 192 760 (162 308)
Beero / Total 3845546 (3 195 054)

CTaBUTENIM THUTYJIbHOI HALMW PErvOHOB, pacueT MpoBefieH
Ha uMCNeHHOCTb Hacenenus 3 195 054 uenoseka.

Memoodbl. OcMOTp cemeit, B KOTOpbIX XOTs Obl OfMH Ma-
LUMEeHT MMeJ KJIMHUYECKUe MPOSIBJIeHMS MPennonoXUTeNIbHO
HaCJIeZICTBEHHON TMaToJIOTMM B COOTBETCTBUM C OOLUENpH-
HSATOI MEIMLUMHCKO! KiaccuduKalueil (HeBpoJorMueckue,
oQTaabMOJIOTMYeCcK1e, TeHOAepPMaTo3bl, CKeJIeTHble, HACTIeA-
CTBEHHble CHHJPOMBI, HAC/IeICTBEHHble 3a00ieBaHKsl 0OMeHa
BeLeCTB, KPOBU, OPraHoB CIIyXa U Jip.), IPOBelleH B pexxuMe
KOHCWJIMyMa TpYNION Bpavedl pasiM4HoOro npoduisi, crneuu-
ANIM3MPYIOLIMXCSl HA COOTBETCTBYIOLIMX HACIENCTBEHHBIX 00-
71e3HsIX (TeHeTHK, eauarp, opraabMOJIOr, HEBPOJIOT, ICHXUATP,
ZlepMartoJIor, OpTOMNez, OToNapUHrosor, cypgosnor). [lpu ocmo-
Tpe A71sl TOCTaHOBKM KJIMHWYECKOro JIMarHo3a B 3aBUCHMOCTU
OT THIA MaTOJIOTMK UCMOJIb30BaHa HEOOXOAMMAst MEMLIMHCKAs!
IOKyMeHTalLust ¢ 00CenoBaHieM MapakIMHAYECKUMK MEeTO-
namu (MPT, KT, 931, RH, muorpacdus, 6uorncus u T. 1i.).

Ins nonTBepKIeHNs KOHKPETHOrO THMIA HacjeloBaHMs
(ayrocomHo-momMuHaHTHOrO (A]l), ayTOCOMHO-pELeCCMBHOTO
(AP) u X-cuennenHoro (X-cu.)) fist 3a607€BaHMit U3 reTepo-
reHHbIX TPYMIN BeCb Marepuay MoABeprasucsl reHeTUYecKoMy
aHaNM3Yy, MUCMOJb3yeMOMY B CJly4asiXx MHOXKECTBEHHO peru-
crpauuu cemeii [23]. YactoTy cerperaumm oLeHnBanu npodaH-
noBbIM MeTozioM BaiinGepra [24]. [Tonteepskaatotuast JHK-au-
arHoctvka nposezeHa B nabopatopusx OIBHY «MI'HL».
Vcnonb3oBaHbl MeTOIbl  MOJIEKYJSIPHO-T€HETHUECKOro aHa-
nM3a: npsimoe cekBeHrpoBaHue no Csnrepy, MLPA, AFLP,
[1IP®-aHanu3, Nos1HO3K30MHOE CEKBEHHPOBAHME.

Jlng  u3yyeHMst HACNeNCTBEHHbIX 3aboJeBaHMil opra-
Ha 3peHusl ObUT COCTAaBJIEH PeecTp BbISIBJIEHHON B pervoHax
M30JIMPOBAHHOI UM CHHAPOMAIbHOI  O(TaNbMOMATONOIMH.
Jlnst Bcex HO307m0rMueckux GpopM yKasblBasICs HOMep I10 Karta-
JIoTy MeHIeNUpYIOIMX NpU3HAKoB venoBeka B. Mak-Kbtocu-
Ka [2] 1 paccunTblBanachb pacrpoCcTPaHEHHOCTb MO (OpMyJIe:
f = n/N, roe n — abcomoTHOe uncao OonbHbIX, N — uncieH-
HOCTb 00C/IeIOBAHHO} MOMYNALMK (ITHUUECKON rpymbl). Pac-
npocTrpaHeHHOCTb paccunTbiBanack Ha 100 000 B cooTBeTCTBUM
¢ Procedural document on Epidemiology of rare disease in
Orphanet (2019) [25]. X-cu. peLieccMBHasi MaTONOrKsl Paccuu-
thiBasnach Ha 100 000 mMy>kuuH 1 B cpeniHeM coctasuna 46,44%.

Jl51s1 BbISIBNIEHMS! CITy4aeB HAaKOIJIEHMS! TOTO UJIM MHOTO Ha-
CJIeCTBEHHOrO 3a00JIeBaHMsl B OTHEJbHBIX MOMYJSLMSX W/
WM 3THUYECKUX TPYMIax pacCUMThiBagach ero pacrnpocrpa-
HEHHOCTb B 9TOi MOMyJSUMM, Jajee OHA CPaBHUBAIACh CO
CpeniHeil pacrpoCTpPaHEHHOCTbIO 3a00JieBaHMSI CpPEN BCEro
00crenoBaHHOrO HaceneHusl. B kauecTBe cTaTHCTHYECKOro Me-
TOJA OLIEHKM MCIONIb30BanK F-pacnpenenene, nprmeHseMoe
A7sl CpaBHEHHst BLIOOPOK penkux 3aboseBanuii [26], ypoBeHb
sHauumoct 0<0,01. F-pacnpenenenue BbIUUCTSTIOCH Cllely-
oM o6pasom: paccumThiBanu Bennuuny F, no ¢opmyre:
F,=[1-q/q] x [n, / n, + 1], raie n, — 4nMCIEHHOCTb NEPBO¥i
(1) monmynaumMu; n, — YUCIEHHOCTb BTOPO# (2) MOMyJSALMU.
Ecnu monyyennoe 3nadyenue F, mpesbliiaeT noporoBoe 3Ha-
ueHue pacnpeniesienns F (v,, v,) C NPUHATBIM YPOBHEM 3Ha-
UAMOCTM 0. M PACCUUTAHHBIMM CTerneHsIMU CBOOOmIb V,=2
(n, + 1), v,=2n,, TO pacnpoCTPaHEeHHOCTb JAHHOTO IeHa B Mep-

/]
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OPUIrMHAABHbIE CTATbU

BOii BbIOOpKe JOCTOBEPHO 0OJIblle YacTOThI €r0 BO BTOPOW
TpyY YpOBHe 3HaYMMocCTH o. Ecm F <1, To cnenyer BbIUMCINTD
«peuunpokHyio Benuuuny» F,=[q /1 - q]x [n,n, / n, + 1].
[Tpouenypa cpaBHeHus Ta xe: ecu F, mpeBocxonut noporosoe
3Hauenue pacnpenenenus F (v,,v,) C IPUMHATBHIM yPOBHEM 3Ha-
YMMOCTH 0. ¥ CTENEHSIMH CBOgoﬂbl v,=2(n, +1),v,=2n,, T0 pac-
TMPOCTPaHEHHOCTb FeHa BO BTOPON BbIOOpKe Ooblile pacrpo-
CTPaHEHHOCTH €ro B NepBOii BHIOOPKe Ha YPOBHE 3HAYMMOCTH O
B Tex cnyuasx, xorna o6e Benmuunbl F, n F, He npesocxozst
KpUTHYECKUX 3HaueHnit F-pacripenenenus, fenaeTcsi BbIBOZ
0 HE3HAYMMOCTH Pa3JIMUMii MEXy YaCTOTaMU peaKoro (GpeHo-
THUIA B MCCTIENOBAHHBIX BLIOOPKAX MPH YPOBHE 201

CpaBHeHVe reHeTH4ecKoi 6M30CTH MOMYJISILMIA / STHUYe-
CKUX IPYII Y BblsIBJIEHNE 3aKOHOMEPHOCTE}! pacnpoCTpaHeH-
HOCTM MO MOMYJSILMSM M 3THAYECKWM Tpymnam MpoBeieHO
TpY MOMOLLIM aHa/I13a [J1aBHbIX KOMIIOHEHT C UCMOJb30BaHWEM
nporpammsl Statistica 16.

O¢pmanvmonozudeckue memoosl 00caedoganus. Buinosn-
HEHbl CTaHJJapTHbIE U CMeLManM3upoBaHHble 0PTaTbMOJIOTH-
uecKue UCCTeJOBaHNsl: BU30METpHsl 63 KOPPEKLIMM M C MaKCH-
MaJlbHO BO3MOXKHOW ONTUYECKOV KOppeKLUen, onpeneneHne
LIBETOOLLYLIEHHs], CKHUACKOMNHSI, TOHOMETPUSI 10 MakiakoBy,
pedpakToMeTpHsi, GUOMUKPOCKOMHUS], MUKPOKOHTAKTHas TO-
nomertpus (ICare), odpranbmockonus. 1o nokasanusiM npoBo-
IWIUCh epPUMETPHUS], ONTHUEeCKasl KorepeHTHast Tomorpagust
(OKT) u anektpodusnonoruyeckue uccnenosanus (ION).
Wccnenosanne OKT npenycmarpuBano aHanms CTPYKTY-
pbl BCeX CJI0EB CeT4aTKU, XOPMOWAEH, UCKA 3PUTESbHOro
HepBa. JOU BKIOUaNM perucTpaumio 3pUTENIbHO BbI3BaH-
Hpix mnoteHuuanos (3BII), anexrpoperunorpaguio (IPT)

no crangaptam ISCEV (the International Society for Clinical
Electrophysiology of Vision [27]).

[pu ocmortpe, coope HaHHBIX M GUOIOrMYECKOro MaTepua-
J1a NaLMeHTbl NPeROCTaBJIsIIM MMCbMeHHOe HHOPMUPOBAHHOE
corzacue Ha poBeJleHKe IaHHOTro uccnenoBanust. Mccnenosa-
H1e 6b110 01100peHo aTndeckM KomureroM GI'BHY «MIHLI».

PE3Y/IBTATBI M OBCY>KIEHUE

B pesynbrate KOMMIEKCHOro MeJULMHCKOTO W reHeTHde-
CKOro o0cyiefIoBaHKs HacesIeH!s1 COOpaHbl IaHHbIe U OCMOTpe-
HO Oosiee 46 ThIC. NALMEHTOB U YWIEHOB MX CEMEI C MPEeANnoo-
KUTEJIbHO HacJe[CTBEHHOIA marosorueit. [locre o6cnenoBanus
BCeX MaLMeHTOB BepU(ULMPOBAHO 554 KJIMHUYECKU pasiiny-
HbIX HACJIEZICTBEHHbIX 3a0071eBaHNs Y 9979 GOMbHBIX.

M3011MPOBAHHASI HACJIEACTBEHHASI O®TAJIbMOMATOJIOT S

AHanu3 CTPYKTYpbl M PacrpOCTPAHEHHOCTH BbISIBIIEHHBIX
3aboJieBaHMi1 B COOTBETCTBUH C KlacCUHKaLMeii 0 OpraHHo-
My ¥ CUCTEMHOMY THMaM 3aboneBaHusi (0pTanbMosIornyeckasl,
HEBPOJIOTMYEeCKas, CKeJleTHasl MAaToJIorusl, TeHOIepMaro3bl,
HaC/IeZICTBEHHbIE CHHPOMbI, HACJIEACTBEHHble OO0nesHn 00-
MeHa, KpOBH, OPraHoOB CJIyXa U Jip.) OKasaJl, YTO M30JIMPOBaH-
Hasl HacnencrBeHHast opranpmonarosnorus (MHOIT) BoisiBneHa
y 1407 (14,56%) 60nbHbIX 1 NpescTaBieHa 60 KIMHUUECKUMU
dopmami. BonbLIMHCTBO U3 BbISIBJIEHHBIX 3a0071€BaHMI Xapak-
TepHbl ¥ A7 ctpa Esponbl [28]. PacnpocTpanennocts MHOI
B cpenHeM cocTaBuna 1:2272 yenoseka (44,01 na 100 000).
Ha pucynke 1 npexcraBneHo pacrnpenesieHue 10au GOJbHbIX
1 Hozosoruveckux Gpopm MHOIT oT Bcex BbISIBIIEHHDBIX OOJIbHBIX

%25
B [lons 6onbHbIX / Proportion of patients
B [lons chopm / Proportion of clinical variants
20
= 2 2
S 2 ok ® *la
15 = > = = =
" ~ )
- g Py -
S =
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Ocer A6a3  Mepk An Hor Kap Tar baw Yom Map Yys Kup Koc T bp Poc Kp
Qsset  Abaz Circ Ady Nog Kar Tat Bash  Udm Mar  Chuv Kir Kos Tv Br Ros Kras

Puc. 1. Pacnpepenenve nonu 6onbHbIx 1 Ho3onornydeckmx popm ¢ H303 oT Bcex BbIBNEHHbIX 60SbHbIX C pa3nMyHOW Hacneq-

CTBEHHOW MaTonoren no perMoHamM 1 3THUHECKUM rpynnam

3neck n Ha puc. 3, B Tabn. 2 n 3: Ocet — oceTuHbl Pecriy6imkn CesepHasi OceTus — Ananusi; Abas — abasnHbl n3 KapadaeBo-Yepkecckovi Pecriybnvku, Yepk —
Yepkecbl n3 Kapa4aeso-Yepkecckovi Pecrniybnvkn, Ag — aabirevilbl n3 Agbirevickov Pecrybnvku; Hor — Horaviubl n3 Kapayaeso-Yepkecckovi Pecriybrimku; Kap —
KapadaesLUbl n3 Kapa1aeso-Yepkecckoui Pecriy6iku; Tat — Tatapbi 3 Pecriy6nnkn TatapctaH; bal — 6allukmpsl u3 Pecrly6rmku ballkopTocTaH, Yam — yamypTsi
n3 Yamyprckoni Pecriy6nvku, Map — mapwiilbi n3 Pecriy6nvku Mapui 3n; Yys — dyBaium n3 Yysalickovi Pecriy6rvku; Knup — pycckme nd KnpoBckowi obnactu;
Koc — pycckume nz Koctpomckoii obnactn; Ts — pycckue n3 Teepckowi obnactv; bp — pycckme na bpsiHckoni obnactu; Poc — pycckme n3a PocToBckou obnactu;

Kp — pycckume u3 KpacHoapckoro kpasi.

Fig. 1. Distribution of patients and clinical variants of hereditary eye diseases (proportions of all patients with different hereditary

diseases) by regions and ethnicities

Here and on the figure 3, in table 2, table 3: Osset, Ossetians of the Republic of North Ossetia-Alania; Abaz, Abazins of the Republic of Karachay-Cherkessia; Circ,
Circassians of Republic of Karachay-Cherkessia,; Ady, Adygeis of the Republic of Adygea; Nog, Nogais of the Republic of Karachay-Cherkessia; Kar, Karachays of
Republic of Karachay-Cherkessia; Tat, Tatars of the Republic of Tatarstan; Bash, Bashkirs of the Republic of Bashkortostan; Udm, Udmurts of the Udmurt Republic;
Mar, Maris of the Mari El Republic; Chuv, Chuvash of the Chuvash Republic; Kir, Russians of the Kirov Region; Kos, Russians of the Kostroma Region; Tv, Russians of
the Tver Region; Br, Russians of the Bryansk Region,; Ros, Russians of the Rostov Region; Kras, Russians of the Krasnodar region.
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Ta6bnuua 2. Ho3010rM4eckmii CNeKTp 1 pacnpocTpaHeHHocTb (Ha 100 000 4enoBek) Hanbonee 4YacTbIxX M30MpoBaHHbIX H303
Table 2. The spectrum of nosologies and prevalence (per 100,000) of the most common isolated hereditary eye diseases
Yucno 6onbHbIX ¢ H303 B peruoHax / aTHU4eckux rpynnax P®
Tun Ha- Number of patients with isolated hereditary eye diseases in Russian regions/ethnicities §
cneno- =
[uarHo3 BaHua | 3 N| o = > =
Diagnosis Typeof | & 23 S § @
inheri- | N 5 5 g
<
tance é S K S > S
HacnepcTBenHble 3a6onesanns ¢ natonoruei 3afHero oTpeska rnasa/ Hereditary diseases of posterior eye segment
MUrmeHTHbINA pe-
PS268000 | Tunut* / Retinitis A/ AD 14 | - - - 4 25 | 9 - 2 2 - 3% 20 13,6 -2 131 410
pigmentosa*
MUrMeHTHbII pe-
PS268000 | Tunmt / Retinitis AP/ AR 5 - - 3 - 11 9 5 6 10 | - |27 27 |13 |18 4 | - | 138 | 432
pigmentosa
bonesHb LLTap-
woago00  TATRIAATAN g et Lo g 74 1 o -1 319 6 2 1 - 4 125
Stargardt disease
type 1
bonesHb LLTap-
rapara, 3-it tun/
#600110 Stargardt disease A/ AD - - - - - - - 5 - - - 5 - 3 2 0 -2 17 10,53
type 3
BpoxpeHHblit
PSp04000 | IMaBRO3TIEGEPAT/ | p e |y L 3 5 4 4 6 2 - 1 3 2 2 1 - -3 |og
Leber congenital
amaurosis*
ButpeopeTuHans-
TP ket ALY, V70 N N R B S N O O S S S O I R R PR
Vitreoretinal
degeneration
XopeopeTuHanb-
Has becnurMeHTHas
#lg3ppo  RereMERAUMA™/ - f,nan L Lo 2 oo o e o oo oo 12 o3
Non-pigmented
chorioretinal
degeneration*
Xopuopepmus* / X-cu./ " _ _ 1
#303100 ' ohoroideremia® Xlnked =~ | "~ - -1 B S1-1-13 8 11069
Atpodus 3putenb-
PS165500 | HbIx HepBoB* / AL/ AD 6 - - 6* | - - 1 4 1 1 - 1 3 4 7 - 4 44 11,38
Optic atrophy*
Arpochus 3puTenn-
PS165500 | HbIX HepBOB* / AP/ AR - - - - 1 4* - 2 - 2 - - - 4 - - - 13 | 0,41
Optic atrophy*
Twnonnasus 3pu-
#6550 | TCTBHBIXHEPBOBT/ | an o | L g ler 2 | oo oo oo oo oo 14 o4
Optic nerve
hypoplasia*
Kon6o4koBo-
PSi20970 | "ANOWOBARAMEppip | - - - - 4T 2 1 - - - -2 7 2 -1 2 08
Tpochus* / Cone-
rod dystrophy*
#180200 | PeTWwoGnactoma®/ | #1203 2 2 1 1 - - - -2 - 16 050
Retinoblastoma
CemeitHas muonus
BbICOKOIA CTENEHN / "
PS160700 Familial high A/ AD - - - - - 10 - - - - - - - - - - - 10 | 0,31
myopia
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MpoponxeHne Tabnuubi 2
Table 2 (continued)

[lnarHo3
Diagnosis

Tun Ha-
cnepo-
BaHuA
Type of
inheri-
tance

Ocer/ Osset

Yucno 6onbHbIX ¢ H303 B peruoHax / aTHU4eckux rpynnax P®
Number of patients with isolated hereditary eye diseases in Russian regions/ethnicities

Aba3/Abaz
Yepx / Circ

bai / Bash

Yys / Chuv

HacnepcTeenHble 3abonesaHus ¢ naTonoruei NPUAATOYHOro annapara 1 nepeaHero oTpeska rnasa/ Hereditary diseases of the ocular adnexa and anterior eye segment

CpepHee / Mean

178300

HacnefcTBeHHbIN
BPOX[EHHbIN NT03 /
Inherited congenital
ptosis

AL/ AD

15

18

19

385

#110100

bnechapothumo3s

€ NTO30M U 3NMKaH-
Tom* / Blepharophi-
mosis, ptosis, and
epicantus inversus
syndrome*

AL/ AD

g*

13~

31

0,97

#120200

Kono6oma rnasa/
Eye coloboma

AL/ AD

10

40

1,25

#106210

BpoxpeHHas aHu-
puaus* / Congenital
aniridia*

AL/ AD

10*

6*

31

0,97

#122200

PeweTyatas auc-
Tpochua porosuubl* /
Lattice corneal
dystrophy*

AL/ AD

5*

18

0,56

PS148300

KepatokoHyc* /
Keratoconus*

AL/ AD

17

26

0,81

PS107250

[ucreHes nepesHero
oTaena rnasa, 1/
Anterior eye segment
dysgenesis, 1

AL/ AD

15

0,47

PS116200

BpoxpeHHas Kata-
pakta* / Congenital
cataract*

AL/ AD

10

1 2 | 10*

11

23

34

33

PS116200

BpoxpeHHas Kata-
pakta* / Congenital
cataract*

AP/ AR

14*

13

10

15

#129600

BpoxzaeHHas akTo-
nus xpycTanuka* /
Congenital ectopia
lentis™

AL/ AD

6*

14

0,44

156850

MukpodTanbmus
130NIMPOBaHHas /
Isolated microph-
thalmia

AL/ AD

19

0,59

PS251600

MukpodTanbmus
13onmpoBaxHas, 1/
Isolated microphthal-
mia, 1

AP/ AR

19

0,59

#611040

MukpodTanbmus
130/MpoBaHHas, 5/
Isolated microphthal-
mia, 5

AP /AR

10

0,31

Russian Journal of Clinical Ophthalmology. Vol.

22,Ne2,2022

/4



Originql Research

Russian Journal of Clinical Ophthalmology. Vol. 22, Ne2, 2022

OKoH4YaHue Tabnuubl 2
Table 2 (continued)

Yucno 60nbHbIX ¢ H303 B peruoHax / aTHUYecKux rpynnax P®

Tun Ha- Number of patients with isolated hereditary eye diseases in Russian regions/ethnicities §
cneno- =
NlnarHo3 BaHua | 3 N| o = > o
Diagnosis Typeof | & 23 S § o
inheri- | X N 3 3 o
o)
tance § 2 o S = )
W3o0nupoBaHHbIi
MUKpOpTanbm ¢ Ko-
#611638 | nobomoi* / Isolated ALl / AD 1 - - - - 42 - - - 2 - -3 - -112 038
microphthalmia and
coloboma*
1130n1poBaHHbIN
MUKpOdITanbm
300345 ¢ kono6omon / Isolated | AP/ AR - - - - 2 1 - 2 1 - -1 - 2 2 - -1 11 034
microphthalmia and
coloboma
MepsuyHas
#231300 | BPOXMEHHAA lapyaR 2 - - 1 23 11 2 1 -5 - | - 8 - 1 27 085
rnaykoma / Congenital
glaucoma
MepBu4Has OTKPbITO-
parrgo | VIOMHERMAWOMZ/ pap e o o oo oo o - 13 o
Primary open-angle
glaucoma*
MepBuUyHas rnaykoma
#137750 | toeHunbHas / Juvenile | Afl/AD - - - - 1 2 - - - - -3 - 2 | - | - -1 11 034
glaucoma
BpoxpaeHHbIA
PS310700 | wucrarm* / Congenital | A1/ AD - - - - - 9% 13| 4 1 2 - - 2 - - - -3 097
nystagmus*
BpoxneHHblit
PS310700 | wuctarm* / Congenital | AP /AR - - - - - - - - |45 | - | - - -1t -1-110 031
nystagmus*
BpoxpaeHHbINA XP/
PS310700 = nuctarm*/ Congenital X-linked 1 1 - 1 - 7 - |15 5 3 3 1 - 3 /10 - - 60 | 376
nystagmus*

C rog4epKnBaHneM — pacrpocTpaHeHHoCTb Bbilue 2:100 000.

Mpumeyvanwue. 3geck 1 B Tabn. 3: OMIM — oHnaiiH-kaTanor MeHAenmpyoLnX npu3Haxkos Yenoseka, PS — ¢peHotunnyeckas cepums no OMIM ans reteporeHHbix
3aboneBaHwi, AL] — ayTOCOMHO-AOMWUHaHTHbIN, AP — ayTocoMHO-peleccnBHbiv, X-CL. — X-CLernIeHHbI.

XKUPHBIV LLpNGDT — HacTble [1s1 peroHa uim 3THU4ECKOW rpyrrbl 3a6oneBaHus; * — 3ab01eBaHus C JI0OKaslbHOM akkymynsymedi (p<0,01); XupHbii Lwpngt

Note. Here and in table 3: OMIM, Online Mendelian Inheritance in Man, PS, Phenotypic Series, AD, autosomal dominant, AR, autosomal recessive.
In bold, common for a region or ethnicity diseases. *, diseases with local accumulation (p<0.01). In bold underlined, prevalence >2 per 100,000.

C pasjM4YHOM HAC/IEeACTBEHHOM MaTOJIOrKel Mo pernoHaM u T-
HUYECKMM TpynnaM, Kotopast B cpeaHeM cocrasuna 15,07%
1 13,67% cooTBeTCTBEHHO. B pesysbrare nccnenoBaHust BbisiB-
JleHa BapHaLys 10511 60JbHbIX M Ho3omornyeckux ¢popm MHOIT
10 MOMYJSLUSM eBponeiickoit yactu PO.

B Hawem uccnenosaHuM nojlydeHHble 4acTOThbl cerpera-
LMY coOTBeTCTBOBaNM okunaembiM — 0,25 npu AP n X-cu.
peLieccuBHOM TUnax Hacneposanus u 0,5 npu Al u X-cu. go-
MMHaHTHOM.

Hosonoruyeckuit cnexTp M pacnpocTpaHeHHOCTb Hau-
Gosnee yactbix (uncio GonbHbix OoT 10 1 Gonee Ha 100 000)
Ans pervoHa wiau sTHudeckoit rpynnel MHOIT (3a6onesa-
HUsI ¢ JloKanbHOM akkymyssumeit (p<0,01), All, AP u X-cu.)

npexncrasnetsl B Tabnuue 2. Penkue ¢opmbl (5—9 60sbHBIX
Ha 100 000) npexncraseHb! ClIeyOLMMH NAaTONOTMIMU: X-CLL.
MMIMEHTHbII PETUHUT, JereHepauust CETYaTKU C HaHOQTallb-
MOM, MakynsipHas ButesnmdopmHas auctpodusd, All Butpe-
opeTuHasbHas ferenepauus Baruepa, AP ButpeopetunanbHas
nereHepauusi, atpodusi 3pUTesIbHbIX HEPBOB C KaTapakTO.
OcranbHble MHOIT (19 Ho3050rMit) BCTpeyatoTcs KpaiiHe peni-
KO, B OCHOBHOM C PacnpoCTpaHeHHOCTbio pesxe uem 1:200 000.

CpaBHUTeNbHBI aHANIM3 [I0OKa3aj, YTO BeCb CHEKTP
MHOIT MO>HO yCIOBHO paszfenuTb Ha IPyMIbl B 3aBUCUMOCTH
ot pacnpocrpadeHHocti: 1) 1:50 000 u yawe, 2) 1:50 001—
1:100 000, 3) 1:100 001-1:200 000, 4) 1:200 001-1:300 000,
5) 1:300 001-1:400 000, 6) pexe uem 1:400 001 (puc. 2).

/0
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% 60 . .
° 5205 B Jlons 6onbHbIX / Proportion of patients
. M Jlons chopm / Proportion of clinical variants
50
38,33
40
30
23,33
22,17
20 16,67
10 8,81 9,03
10 5 6,67
l 077 4,26
0 H =il =
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and more often Less than 1:400 001

Puc. 2. PacnpegeneHne 60MbHbIX U HO30/I0MM4YeCKMX hopm
¢ H303 B 3aBMCUMOCTM OT pacnpoCTpaHeHHOCTH 3aborne-
BaHUM

Fig. 2. Distribution of patients and clinical variants of
hereditary eye diseases based on disease prevalence

lepBast rpymnma, «dactble U3 penKHX», BKIOYaeT 6 3ab6o-
neanuit (10% ot Bcero pasHooOpasust MHOIT), BbisiBeHHbIX
y MaKCMMaJbHOTO KoyMuecTBa OonbHblX, — 745 (52,95%):
pasnuuHble reHeTHueckue (OPMbl BPOKIEHHOM KaTapakTbl
¢ Al tunom HacnenoBanus (1:17086), BpoxkneHHast KaTapakTa
¢ AP tunom Hacnenosanus (1:30 142), mUrMeHTHbII PETUHUT
¢ AP tunom HacnenoBanus (1:23 153), mUrMeHTHbI peTH-
Hut ¢ AIl TvunoMm HacnenoBauus (1:24 390), HacnenCTBEHHbIN
BpoxkAeHHblit nTo3 (1:25 976), BpokneHHbli1 X-CL. HUCTarM
(1:26 625 MyskuMH).

Bropas rpynna (8,81% 6onbHbix) BKIoyaer 3 3abornesa-
HUs: aTpodust 3putenbHbix HepBoB ALl (1:72 615), GonesHb
Wraprapara (1:79 876), konoboma rnasa Al (1:79 876).

OcranbHble Tpynnbl NpeAcTaBeHbl PeIKUMU GpopMaMu —
51 3aboneBanue (85% Bcex 3abonesanuii ¢ MIHOIT), uncio Bbi-
SIBJIEHHBbIX OOJIbHBIX C JJAHHBIMM [JMarHo3amy COCTaBUIIO 568
(38,54% BCex OOJIbHBIX).

Takke OblT MPOBEIEH CTATUCTUYECKMII aHaJIN3, MO3BOJIMB-
LM MaTeMaTU4eCKU BbISIBUTb CJTy4au HAKOMJIEHUs! U JIOKaJlb-
HO BbICOKMX 3HaueHMi1 pacrpoCTpaHEeHHOCTH TOrO MM UHOTO
HACJIEICTBEHHOrO 3a00IeBaHNsl B OT/EJIbHBIX MOMYJISLMSIX W/
WM 9THUYecKMX rpynnax. Takux 3abosneBaHuii okasanoch 22.
BosblHCTBO M3 3abosieBaHMil, MOKA3aBLUMX HAKOIUIEHHE
10 pervoHam, He SIBJISIOTCA yacTbiMu s PO, a xapakTepHbl
VIMEHHO 17151 IAHHOTO perMoHa Wik 3THUYeCKO rpynbl. C yue-
TOM aHaJM3a HaKOIIeHNs 3a00JIeBaHMil 110 MOMYJIALMIM pas-
HbIX PErMOHOB CTpaHbl, HA OCHOBAHMM PACCUMTAHHBIX MOKa3a-
Teseil KpUTHUEeCKHX 3HaueHnit no F-pacnpenenenuio (ypoBeHb
3Haunmoctu a<0,01) ycTaHOBJIEHO HAKOIIJIEHHE:

+ AJl pernno6nacromsi (21,45 Ha 100 000) cpeny abasu-
HoB 13 KapauaeBo-Yepkecckoit PecnyOnuky;

¢ AJl cemeiiHoi Muonuu Bbicokoi crenenu (13,17), ALl
MMIMEHTHOrO peTuHKTa (2,74), AP atpodun 3puTenbHbIX Hep-
BOB (4,14), All aTpodum 3pUTENbHBIX HEPBOB C KaTapakToi
(6,21), Al konboukoBo-nanoukoBoit gucrpoduu (3,75), ALl
M30JIMPOBaHHOTO MHUKpo(TanbMa c Konobomont (4,46), All
TIepBUYHOI OTKPBITOYTrOJIbHOM I1aykoMbl (7,25) y Tatap us Pe-
cny6nmkm TatapcTan;

¢ All runonnasuu 3putenbHbiX HepBoB (11,2) y kapauaes-
ueB 13 KapauaeBo-Yepkecckoit Pecry6nmku;

+ AP BposxzenHoro amaBposa Jlebepa (3,66) y yamypToB
u3 Yomyprckoi Pecny6nviky;

+ AP BuTpeoperuHanbHoi1 pereHepauuu (23,32) u X-cu.
atpo¢um 3putenbHbIX HepBoB (31,30) cpenu anbireiites u3 Pe-
cny6nmky Anpiress;

¢ AJl XOpUOpeTHHAJbHO 6ecnUrMeHTHOM JereHepaluu
(4,22) y pycckux u3 PoctoBckoit obnacry;

¢ X-cu. xopuonepmun (7,06) u AP BposkieHHOI1 KaTapak-
ol (2,22) y uyBateit u3 Yysatickoit Pecrybmuku;

¢ X-cu. BpoxkzaeHHoro Hucrarma (3,37) y uepkecos 13 Ka-
pauaeBo-Yepkecckoii Pecry6muky;

¢ Al kepaTokoHyca y uepkecoB u3 KapauaeBo-Yepkec-
ckoit Pecny6nviku (13,26) 1 ocetnn u3 Pecny6nviku CeBepHast
Ocetust — Ananusg (11,76);

¢ A]l 6nedapodumosa ¢ NTO30M M IMUKAHTOM Y TaTap
u3 Pecniy6nuku Tarapcran (4,08) u Gaikup u3 Pecrny6n-
ku batkoprocras (7,09);

¢ AJl BpOKIEHHOI aHUpUauK y pycckux u3 Koctpomckoii
(2,62) u BpsiHckoit (6,45) obnacreii;

¢ AJl peweruaroii auctpoduu porosutisl (4,65) y Mapwii-
ueB 13 PecryGnvku Mapwit I;

¢ AJl BpOXIEHHOI KaTapakThbl y uepkecoB u3 Kapauae-
Bo-Yepkecckoit Pecry6muku (3,17); 1 yamypToB u3 YamMypr-
ckoii Pecriy6nmku (2,39);

¢ AJl BpoxkzeHHO#1 akTonMu xpycranuka (3,71) y pycckux
13 Kpacnonapckoro kpasi;

¢ AP nepBuuHOi1 BpOxIeHHO! rmaykombl (3,14) y pyc-
ckux 13 KupoBckoit obnacry;

¢ AJl BpoknmeHHOro Hucrarma y Tatap M3 Pecny6nu-
ku Tarapcrat (4,06) u 6awkup u3 Pecniy6nmku BatukoprocTaH
(7,48);

+ AP BposkIEHHOro HycCTarmMa y mapuiiteB u3 Pecrny6in-
ki Mapwit 911 (6,42) 1 uyBaueit u3 Yysaruckoit Pecry6mmku
(7,71);

¢ X-cL. BpPOXKIEHHOr0O HUCTAarmMa y oceTH u3 Pecry6nmku
Ceepnast Ocetust — Ananus (3,37) u yaMypToB U3 YomypT-
ckoii Pecriy6nmku (4,80).

Jlns BO3MOXKHOCTH OLi@HKM 3aKOHOMepHocTeil B ¢op-
MMPOBaHNM HO30JIOTUYECKOrO CHEeKTPa ¥ pacnpoCTpaHeH-
Hocti MHOIT B Kaxkno#t monynsiuyuy / 3THUYECKOii rpyrre
VICTIOJIb30BAH AHAJNU3 IJIaBHBIX KOMIOHEHT, IO3BOJISIOLIMI
OLIEHMBATb T'€HETMYECKYI0 OJM30CTb MOMYJISILIMIL/3THOCOB.
Ha pucynke 3 MOxxHO 4eTko Bbimenutb 2 knacrepa. Ilep-
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Puc. 3. AHanu3 rmaBHbIX KOMMOHEHT MO PacnNpPOCTPaHeH-
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rpynnax eBpornenckon 4actn PO

Fig. 3. Principal component analysis by the prevalence of
isolated hereditary eye diseases in populations and ethnicities
of the European Russia
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Ta6nuua 3. Ho3010rM4eckumii CnekTp 1 pacnpoctpaHeHHocTb (Ha 100 000 4enoBek) Hanbornee 4YacTbiX HACNEOCTBEHHbIX CUHOPO-
MasibHbIX 3a60neBaHU C MOPaXEHNEM OpraHa 3peHus
Table 3. Clinical variants and prevalence (per 100,000) of the most common hereditary syndromal eye diseases
Yueno 60nbHLIX B PEroHax / aTHUYECKuX rpynnax Pd
Tun Number of patients in Russian regions/ethnicities IS
Hacne- =
Duarto3s / Diagnosis AOBaHUA | "o § 2 3 = @
Typeof | & =ERS & S =
inheri- | S E S = E
<
tance § S S S = S
Cunpgpom Akcenchenbpa —
PS180500 | Purepa, 1/ Axenfeld-Rieger AL/AD | - 2 | - - -2 7| -1-1-]-]2 - - - 11|14 044
Syndrome, Type 1
PS276900 | CHHAPOM Auepa AP/AR | - - - 1| - 4 1 23 2/1/8 8 7 7 1 - 45 14
Asher Syndrome
Cuxpapom Baappep6ypra,
PS193500 | tun1/Waardenburg Ami/m | - - | - -3 2|3, -3 -/ -6 7 - -]-1-12 075
syndrome, Type 1
FemuchaumanbHas MUKpoOCo-
164210 mus (cunpgpom MonbpeHxapa) AL/AD | - - | - 1T 3 2 2 3 2 A1 -5 51 1 1 - 30 | 0%
Craniofacial microsomia
Cuugpom Knunnens —
149000 Tpexone — Bebepa / Klippel- AQ/AD | - | 1 1 - 116 1 - -2 -2 - -1 - - |15 047
Trenaunay-Weber syndrome
Cunppom Koprenuu pe
PS122470 | Naure / Cornelia de Lange All/ AD 1 - 1 - 1 2 3 - 1 -2 2 - 1 1 - - | 15 | 047
syndrome
4216550 | CMMARom Kogka AP/AR | 2 - - - 2 2 - - |- -/3 1 1 - - - 11 o034
Cohen syndrome
#123500 | CMMAROM Kpysowa AMI/AD 2 - - | - -1 -2 -1 - -1/ 2 2 - - 11 o034
Crouzon syndrome
Cuxgpom LEOPARD
PS151100 LEOPARD syndrome AR/AD | - - |1 - - - = - - =T 1 - - - 110 031
#154700 | CM#AROM Mapthana AL/AD 5 1 2 10 11 16 9 23 7 6 - 34 33 9 18 - 4 188 588
Marfan syndrome
#154780 | CMHAROM Mapuwana AR/AD | - | - - - -9 - - oo o2 oo o1 034
Marshall syndrome
Cuugpom HyHau
#163950 Noonan syndrome m/aA0 0t - |1 -3 5,6 11 3 -|-/2|- 38 - 1) 68 213
Cunppom Py6eHwTeil-
#180849 Ha — Teit6u / Rubinstein-Taybi | AQR/AD 2 | - | - - |2 1 3|1 | - |- /1 1| -3/ 2|-]1/]17 053
syndrome
Cuupapom Tpuuep — Kon-
PS154500 | nuH3 — dpaHyeckeTTn All/ AD - - - - - - 1 4 @ - 1 - 1 4 - 11 - - | 24 075
Treacher Gollins syndrome
185300 | CWMmpomllirypre —BeGepa | apan o L L 43 14 2 - 1.8 1 2 4 - |- 33 103
Sturge-Weber syndrome
Cuupgpom 3nepca — [launo
PS130000 Ehlers-Danlos syndrome AD/AD |37 13|22 38 45 49 31 |7 |3 7 29 73 2 14 20| 3 | - 393 1230

BbIIl KjacTep BKjOuYaeT 6 pycckux nonynsuuii (Koctpom-
ckasi, Kuposckas, TBepckas, Bpsinckas, PoctoBckast o6na-
cti, KpacHonmapckuit kpait), pacronaratioLinxcst KOMHIaKTHO,
C HaMMEHbLIMM pa3dpOCOM 3HAueHMii, YTO MOATBEPKAA-

€T FeHeTUYeCKOe CXOJCTBO PYCCKUX MOMYJSUMI KakK MO pas-
HO0Opasuio, Tak 1 no pacrnpocrpanentocti MHOII, HesaBu-
CUMO OT TepPUTOPHAJIbHOI yAaNeHHOCTH pacCMaTpUBaeMbIX
MOMYJIALWA.
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OPUIrMHAABHbIE CTATbU

Bropoii knacrep cocront 13 5 sTHMUeckux rpynn [1oBosxkbs
(yaMypTbI, MapuiLbl, 4yBallM, TaTapbl M OALIKUPbI), pacrona-
TaloLLMXCs TPAaKTUYECKU 10 OJHON JIMHUU B BEPTUKAJIbHON OCH
KoopZaMHart. Pe3ysbTarhl MOKa3bIBAIOT GOJIbLLIEe CXOLCTBO C pyC-
CKUMH TTONyJISILMAMY, YeM Y HapooB CesepHoro KaBkasa.

HanGonbiumit  pasbpoc 3HaueHuit pacnpoCTpaHEHHOCTH
M MakcuMasbHasi ylaJeHHOCTb OT PYCCKMX M Haponos [lo-
BOJIKbsl BBISIBJIEHBI 10 Pa3HOOOPA3HIO 1 PacrpoCTPaHEHHOCTH
6 atHocoB CeBepHoro KaBkasa (oceTuH, abasuH, anpireiiLes,
4epKecoB, HOTaiilleB 1 KapauaeBLeB). [JaHHbIIl CTaTUCTHYECKHI
aHasM3 IeMOHCTPUPYeT HajlMuKe 3aKOHOMepHOCTe! B popMU-
poBaHuy pa3Hoobpasust u pacnpoctpanersoctr HOIT no no-
NyJSILKMSM M 3THUYECKMM TpyInam eBpornefickoit yactu P,
3aBHCsILLee OT ITHOreHe3a HapoJ0B U UCTOPUU pOPMUPOBAHKS
MOMYJIALIMNA.

CUHOPOMAJIbHASI HACTEZICTBEHHASI O®TAJIbMOIATO/IOTHSI

B nacrosiiieM MccrenoBaHuM Takske NPOAHATM3MPOBAHbI
HacJIe[ICTBEHHbIe CUHIPOMbI, COCTaBHON 4YacCTblO KJIMHUYE-
CKO#1 KapTHHbI KOTOPBIX SIBJISIETCSI MATOJIONMS! OpraHa 3peHusl.
B 06111eit COBOKYMHOCTH Y OCMOTPEHHBIX MALMEHTOB BbisIBJIe-
HO 57 HacnencTBeHHbIX cuHApoMoB (1051 nauueHT) ¢ nopa-
’KeHueM TonorpaduiecKky pasjIniHbIX OTAEJI0B OpPraHa 3peHus
(kax mepeniHero, Tak 1 3afHero otnena). PacnpocrpaHeHHOCTb
CHHIPOMAaNbHOM  HACNeNCTBEHHO!  OQTarbMONAaTOJIOTUK
B cpenHeM cocraBmwia 1:3040 yenosek (32,89 na 100 000).
YacTble HacnencTBeHHble CHMHAPOMBI (uMcno GonbHbIX 10
1 6osiee Ha 100 000) npexncrasnens! B Tabnuue 3. [Nepeunc-
JIeHHble CUHZPOMBI BblsiBiieHbl y 649 (61,75%) nauueHToB.
OTHOCHTEJIBHO «4aCTbIMU M3 PefKMX» ObUIM TaKske CHHAPO-
mbl Arepa — 1,41 na 100 000 (1:71 001) u Lrypre — Be-
6epa — 1,03 Ha 100 000 (1:96 820). BbisiBnennast pacrpo-
CTpaHeHHOCTb 3a0071eBaHNi1 XapaKTepHa 1 st cTpaH EBporbl
[28]. Penkue dopmbl (5-9 GomnbHbix Ha 100 000) npexncras-
JleHbl crefyoWKUMU cuHapoMamu: Anbnopta (Al n AP tunbl
HacnenoBaHus), bapne — bunnsg, Bonbdpama, JloypeH-
ca — Myna, Harepa, Cerpe — Yorsena, Ctuknepa, Xannepma-
Ha — LlTtpaiida, nuctuxuasa, TMMQPaTUUECKOrO OTEKa, «HOT-
TH-HAZIKOJIEHHNK». OCTasbHble HAC/EeNCTBEHHblE CHHIPOMbI
(30 Ho3omoruit) BCTpevaroTCsl KpaiiHe peiKko, B OCHOBHOM
C pacnpocTpaHeHHOCTbi0 pexe yeM 1:200 000.

3AKJIIOYEHUE

B pesynbrare npoBeeHHOro KOMIIJIEKCHOTO MEAMULIMHCKOTO
¥ reHeTHYecKoro 00crenoBaHust HaceneHust 14 peroHoB eB-
pornerickoii yactu P® (11 3THUYECKUX IPyIIN) BIiepBble Onpene-
JIeHa pacrpOoCTPaHEHHOCTb M30JIMPOBAHHON HACIeNCTBEHHOM
0o TasbMONATOJIOTMK, COCTaBUBLLIAs B cpefHeM 1:2272 uesno-
Beka (44,01 Ha 100 000), BoisiBeHO 60 KIMHMYECKUX HOPM
y 1407 OGonbHbIX. PacmpocTpaHeHHOCTb HacieNCTBEHHbIX
CHHIPOMOB C TOpaskeHHeM opraHa 3peHusi coctasuna 1:3040
(32,89 na 100 000), BeIsIBNIEHO 57 HAC/IENCTBEHHBIX CHHAPOMOB
y 1051 naumenta. [Ins1 kaxa0¥ U3 aHaIM3UPyeMbIX IpyNn ycTa-
HOBJIEHbI YacTble 3a00JIeBaHMsl, ONpeeseHbl PertoH-CreLy-
¢duueckne GopMbl HacleACTBEHHO O0QTanbMOMNATONOTMH,
13yueHbl 3aKOHOMEPHOCTH (pOPMUPOBAHKSI HO30JIOTMUECKOro
CIEeKTpa 1 pacnpoCTpaHeHHOCTH 3abosneBaHHii. CpaBHeHNe pe-
3yJIbTaTOB HACTOSILLErO UCCIIEN0BAHNS C 3apyOesKHBIMM AaHHBI-
MU He MPEeICTaBJISIeTCsl BO3MOXKHBIM, Tak KaK O0JIbLIMHCTBO pa-
60T 3a pyOeskOM OPUEHTHPOBAHO HA KOHKPETHYIO MaTOJIOrHIO
1160 rpynny 3a607eBaHMii, CyMMapHbIX JaHHBIX HeT. [TonyueH-
Hble faHHble A7 Poccuy no3BossSIT KOPPEKTHO MJIaHMPOBATh

AMarHocTHueckue, JieueOHble, peabuInTaLoOHHble U NpodU-
NAKTUYECKWe MepONpUSITUsl IS KaXAOro CcyObekTa CTpaHbl
C y4eTOM JIOKaJIbHOTO HaKOIUIeH!s 3a60JieBaHuit 1 0COOEHHO-
CTeil HO30710rM4ecKux GpopM.
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