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Pesrome

AkTyanbHOCTb. Ilo JaHHBIM BCeMUpPHOII opra-
HM3aL MUY 3[paBOOXPaHeHN A, HaCc/leICTBEHHAs
matonorus riaas (HIIT) cocraBnsioT He MeHee 35%
(y merckoro Hacenenus — o 40%) 3aboneBaeMo-
¢ty 0P TATBMOTIOTMYECKOT0 IPOUIIS, IPUBOJIS-
mux B 65-70% K MHBa/IMAHOCTY. [laHHBIX O pas-
HOObOpasuu u pacripocrpanénnoctu HIII B PO
HeT. VIsydeHne pacipOCTPaHEHHOCTHU U 3TUOJIO-
TMYeCKOII IPUPOALI 3a00/eBaHui (C UCIIOIb30Ba-
HYEM COBPEMEHHBIX TeHOMHBIX TEXHOIOT ), [T
BO3MOYKHOCTY BBISIBJIEHUS I OTIMCAHNUS YaCThIX
¢ opM, paHHETO BBLABICHNA 3a00/IeBaHNII y leTell
U paspaboTKy JIe4eOHBIX U MPODUIAKTIIeCKIX
MEPONPUATUI ABNAETCA aKTYaIbHbBIM.

ITenb: oLleHUTb pacIpOCTPAaHEHHOCTDb HACTIE]I-
CTBEHHBIX 3a00jIeBaHMIl I71a3 y fieTell (M301upo-
BAHHOI U BXOJAIIEN B COCTaB HAC/IENCTBEHHBIX
6ore3Helt M CMHIPOMOB) B 7 ceMu peruoHax PO
C BBIfIe/IEHNEM YaCThIX HO30/IOTMYECKUX HOpPM.

Marepuansl u Metopapl. IIpoBeneHo snu-
IeMUOJIOTNYeCKOe U KIMHUKO-TeHETUIeCKOe
JICCeTOBaHMe HAC/IeCTBEHHO MaTONOTUN
(BK/IIOYasA BCIO HAC/EeACTBEHHYI0 0(pTaNIbMO-
IIATOJIOTNIO) y HaceneHusA 60 pajioHOB 7 peru-
oHoB P® (PocroBckas, Kuposckas obnacru,
Pecny6mukn YyBammsa, Yomyprus, bamxknpus,
Tarapcran, KapauaeBo-Yepkeccusi), 061meit ymuc-
JIEHHOCTBIO 00CIEJOBAHHOrO Haceenus 2434460
yel., B ToM uncie 480575 gereit. OOCnenoBaHmIo
MTOJIJIEXKATIO BCE HAaceTIeHe MI3YYEHHDIX PallOHOB,
He3aBMUCUMO OT BO3PACTHOI KaTeropuu, u Ipo-
BOZAMJIOCH B COOTBETCTBUM C OPUTMHA/IbHBIM
IIPOTOKOJIOM T'€HeTUKO-3MNIeMIOIOINYeCKUX

MCCIIeIOBaHMIT, pa3pabOTaHHbBIM B 1abopaTopumn
TeHeTUYEeCKON SMMIEMUOIOTUI. MeTobI ncce-
TOBAHMS: KIMHUKO-TeHETUYECKIIT, TeHealorye-
CKUI, KIMHUKO-MHCTPYMEHTAIbHBIN, KIMHNUKO-
abOpaTOPHBIN, MOJIEKY/IIPHO-TeHeTIYeCKUIA
(BK/IIOYasI TIOTHO9K30MHO€E CEKBEHMPOBAHNE).

Pesynbrarpl. BeiaBneno 449 mannueHTOB
¢ 56 HacIenCTBEHHBIM M30/MPOBAHHBIM 3200-
nepanueM (MHIIT') oprana spenus (pacmpo-
crpaneHHOCTH 1:1070 preteit) u 507 marnueHTOB
JeTCKOTo Bo3pacTa ¢ 50 Hac/lIefCTBEHHBIMU 3a-
60/eBaHUAMM U CUHPOMAMU, IPU KOTOPOM
3apeructpupoBaHsl nopaxenus rmas (CHIII)
(1:954 nererr). Takum 06paszom, mopaxeHue pas-
NVYHBIX CTPYKTYP 3PUTEIbHOTO aHAIM3aTOPa
C HAaCJIeACTBEHHON 3TMONIOTMEN CYMMapHO BbI-
ABJIEHO y 956 MaleHTOB JETCKOI0 BO3PacTa,
pacmpocTpaHeHHOCTh coctaBua 1:504 pebenka.
OmnpefieneHpl yacTble HO30/OrMYecKe GOpMbI
st obenx rpymn 3abonesanuit — VIHIIT v CHIIT
(17 n 14 coorBeTcTBeHHO). Hamu mmokasaHo, 4To
BbISIBJIEHHbBIE YaCThle HAC/IECTBEHHbIE 3a001eBa-
HUA [71a3 aKKyMyIupylot 6omee 80% BceX BBIAB-
JIEHHBIX OOIBHBIX C HAC/IECTBEHHON ITATOIOTHEN
(83,30% 1 88,10% COOTBETCTBEHHO).

3axmouenne. [TonmydyeHre HOBBIX 3HAHUIT 00
stupnemuonorun HIIL, onncanme yactoix ms PO
3a60/IeBaHMIl, TO3BOJIAIOT YCOBEPIIEHCTBOBATD
MIPAKTHUKY HAYIHO-MCCIIE[OBATETbCKON 1 KIIMHM-
4eCKOil pabOThI, paCIIMPUTD CIMCOK HO30/IOT WA
C BO3MO>XHOCTDBIO JIe4eHN s, YTOYHUTD U pamu-
OHA/M3MPOBATh IPOTPAMMBI ¥ MEPOTIPUATUA
B cepe OXpaHbI 3T0POBbSI JIETEN.

KiroueBsbie cmoBa: Oq)TaTIbMOI’CHeTI/IKa, JE€TCKOE€ HACC/IEHME, TEHETUKO-3IINOEMIMOTIOTIMYECKOE UC-
ClIeflOBaHME, CIIEKTP HACTIENCTBEHHBIX 3a60HeBaHI/H7[, TUII HACI€NOBAHNA, PACIIPOCTPAHEHHOCTb,
M30/IMPOBAHHAA VI CMHIPOMa/IbHAs HACIENCTBEHHAA 0(1)Ta}IbMOHaTO}'IOI‘I/IH
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diversity and prevalence of hereditary eye pathology
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Research Centre for Medical Genetics, 1, Moskvorechie str., 115522 Moscow, Russian Federation

Summary

According to the World Health Organization,
hereditary eye pathologies (HEP) constitute a sig-
nificant proportion of ophthalmologic diseases
(at least 35% in total and up to 40%in children),
resulting in substantial disability (65-70%).
However, there is a lack of data on the prevalence
and diversity of HEP in the Russian Federation.
Therefore, it is crucial to study the prevalence
and etiological nature of these diseases using
modern genome technologies, in order to identify
frequent forms, enable early detection in children,
and develop effective therapeutic and preventive
measures.

Objective: The objective of this study was to
estimate the prevalence of HEP in children, both
as isolated conditions and as part of hereditary
diseases and syndromes, in seven regions of the
Russian Federation, while identifying frequently
occurring nosological forms.

Materials and methods: An epidemiologi-
cal and clinical genetic study was conducted in
60 districts across the regions of Rostov, Kirov,
Republics of Chuvashia, Udmurtia, Bashkortostan,
Tatarstan, and Karachay-Cherkessia, encompass-
ing a total population of 2,434,460 individuals,
including 480,575 children. The study encom-
passed the entire population of the selected areas,
regardless of age, and followed an original proto-
col for genetic and epidemiological research estab-
lished at the Laboratory of Genetic Epidemiology.

The methods employed included clinical-genetic,
genealogical, clinical-laboratory, and molecular-
genetic techniques, such as full-exome sequen-
cing. The prevalence of visual organ diseases was
calculated.

Results: The results revealed a total of 449
patients with 56 different forms of isolated
hereditary eye pathology (IHEP), indicating
a prevalence of 1:1070 children. Additionally,
507 pediatric patients were identified with eye in-
volvement as a symptom of 50 hereditary diseases
and syndromes (SHEP), resulting in a prevalence
of 1:954 children. Overall, hereditary eye lesions
affecting various eye structures were identified
in 956 pediatric patients, yielding a prevalence
of 1:504 children. Frequent nosological forms
were identified for both disease groups: 17 in
IHEP and 14 in SHEP. Notably, these frequent
hereditary eye diseases accounted for more than
80% of all identified patients with hereditary
pathology (83.30% and 88.10% for IHEP and
SHEDP, respectively).

Conclusion: This study provides new insights
into the epidemiology of hereditary eye patho-
logies in the Russian Federation and describes
frequent diseases within this population. These
findings will contribute to improving research and
clinical practices, expanding the range of treatable
conditions, and informing targeted programs
and measures in the field of children’s healthcare.

Keywords: ophthalmogenetics, pediatric population, genetic and epidemiological study, spectrum
of hereditary diseases, type of inheritance, prevalence, isolated and syndromic hereditary

ophthalmopathology
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BBenenue

MomnorenHble HacnencTBenHbie 6onesun (HB)
B OOJIBLINHCTBE C/Ty4aeB OTHOCATCS K PEAKUM
(opdanHBIM) 3a60/1eBaHMAM U XapaKTepuU3y-
FOTCSA IIMPOKUM Pa3HOOOpasueM KIMHNYIECKNX
u reHeTndeckux popm — oxono 8000 (7300 ¢ oru-
CaHHOIT MOJIEKY/IAPHO-TeHEe TUYeCKOII IPUPOTOIL)
[1]. Manndecranms HacIeCTBEHHBIX O0IE3HEN
(HB) B 90% cny4aeB IpUXO[UTCA Ha JETCKUI
Bospacr [1, 2, 3]. B HacTosi1ee BpeMst JaHHbIe
0 pacIpoCTpaHEHHOCTU MmupoKoro kpyra Hb
cpenu meTell M BCero HaceleHns: B MUPOBOIT
UTEpaType IMPUBOJSITCS TONBKO B BUJE Ile-
puopndeckux oryeroB BO3, uccnenoBanuit
0 JIEVICTBUIO PafiuaIini, 1160 B OT/ENbHBIX
MOHOTPadUIX, MOCBAI[EHHBIX PA3TNIHBIM 9T~
HocaM. YacTOTHI 1 pacIpoCTPaHEHHOCTD HEKO-
topsix HB my6ImMKyI0TCsl B €XKerofHbIX OTYeTaxX
EBpomeiickoit 6a3s1 Opdaner [3]. Vimerormmecs
B Poccunt perucTpsl yYnTHIBAIOT OTPAHNIEHHOE
YICIIO HO30/IOTUIL: BPOXK/IEHHBIE TIOPOKY Pa3BM-
THsL, 3a00/IEBaHNMsI HEOHATAIBHOTO CKPUHIHTA,
u 17 oppaHHBIX O0Ie3HeIL.

Pa3BuTue COBpeMEHHBIX TEXHOIOTUI CITO-
coOCTBYeT BCe OOJIbIIel MHTErPAL Uy TFeHeTUKA
€O BCeMU 0OIACTAMU MeIUIIVHBI, B TOM YLCIIe
¢ odrampmornorueit. Vcrmonp3oBaHmMe MEXINC-
[UIUIMHAPHOTO MTOAXO0Aa B (pyHAaMEHTaIbHBIX
MCCIeTOBAHMU X TTO3BOIMIIO BBIIENIUTH HOBOE
HayYHO-K/IMHMYeCKOe HalpaBieHue — od-
Ta/bMOTEHETUKA, TO3BOJIAIONIEE TPUMEHNTD
IIOC/IE[JOBATE/IPHYI0 CUCTEMY JIeICTBUIL: BbIAB-
JeHue > obcnenoBanye > BepupuKanya gua-
THO3a (C MpUMeHeHeM COBPEMEHHBIX METOIOB
0 TaIbMOTOT MY M MEIUIIMHCKOI T€HETUKIM) >
JIe9eH1e > MPOTHO3 KIMHMIECKOTO TEIEHNUS >
paspaborka mporpamMm peabunuranum / abu-
nutanuu > npodunaktuka. HacrencrBeHHbIe
3a00/IeBaHNA I7Ia3 XapaKTepU3YIOTCS pasHo-
00pasHBIMI KIMHUYECKUMY TIPOSBIEHUSIMI,
BO3HUKAOIINMU BCIEICTBIE TTATONIOTUYECKOTO
M3MEHEHM s B TEHETMYECKOM aIlliapaTe Ye/I0BeKa —
MYTauysiMu (TeHHBIMM, XPOMOCOMHBIMIL, MITO-

Marepmnanbl 1 METObI

IIpencraBieHbl 06001 eHHbIE pe3yAbTAThI
TeHeTVKO-3MN/IEMUOIOTNYeCKUX MCCTIeJOBAaH A,
IIPOBEJIEHHBIX HAMMU B 7 PETMOHAX €BPOIIEIICKO
yactu PO, ¢ BbifieneHeM manueHToB-merei (ot 0

XOH/[puanbHbiMM). HeoOX0a1MO OTMETUTD, 4TO
IUIS TAaHHBIX COCTOSHUI TPO/IEMOHCTPYPOBaHa
LIVPOKasi FeHeTUYeCKasl TeTePOreHHOCTb [4].

CornacHO BCeMMPHOI OpTaHM3AINN 3[[PaBO-
OXpaHEHU s, HaC/Ie[ICTBEHHAa ITaTOIOT U I71a3
(HIIT) cocraBnaioT He MeHee 35% 3a60meBaeMo-
¢ty opranbMonornyeckoro npoduis (y jeTcko-
ro HaceneHus1 — 10 40%), mpuBoOAsIMX B 65-70%
kx maBanupHocTu [5]. HIIT BcTpevaeTcst Kak
B dhopme nzonuposannoi naronornu (VIHIID),
TaK U SABIATHCSA CUMIITOMOM HaCeICTBEHHbBIX
6onesneit n cungpomos (CHIIT). ITo gaHHBIM
OMIM (Online Mendelian Inheritance in Man)
o6ugee uncno MMHIIT u CHIIT HO30/10rM4ecKmux
¢$hopM, peHOTHUIIOB U F'eHOB, MYTaLlUU B KOTOPBIX
BBI3BIBAIOT KOHKPETHOE XPOMOCOMHOE /U
MOHOTeHHOe 3a00JIeBaHMe COCTaBIsIEeT boee
2500 [1, 3]. B HacTOs1111e€ BpeM sl eAMHCTBEHHBIM
TOCTYIIHBIM 3TMOTPOIIHBIM JiedeHneM B Poccun
SIBJIACTCS CPEJICTBO I'eHHOM Tepanuy Bopeturen
HerapBoBeK (Voretigene neparvovec) [6], koTo-
poe NIpMMEeHNMO TONBKO J/IS1 ABYX KAMHUKO-
reHeTn4yeckux ¢popm — amaspo3s Jlebepa 2-ro
TUIIA I IUTMEHTHBIN peTHUT 20-T0 TNna, CBA-
3aHHBIX ¢ OMa/UIe/IbHBIMM MYTallusAMY B TeHe
RPEG65.

YuursiBasi, uto s 6onpummactsa HIIT pac-
NIpocTpaHeHHOCTh B PD He ommcaHa, a TaK>Ke OT-
CYTCTBYeT IIOHMMAaHMe STMOTPOITHOTO Ie4eHN A,
M3y4eHNe pacIpoCTPaHEeHHOCTH, STHONIOTMYe-
CKOJI IIPUPOJBI C UCIIONTb30BAHNIEM COBPEMEH-
HBIX TeHOMHBIX TEXHOJIOT A, I/TS1 BO3SMOXXHOCTY
BBISIBJIEHU I 9aCTHIX (DOPM, pAHHETO BBISIB/IEHN ST
3ab0/IeBaHMI Y ieTell U pa3paboTKM IedeOHbIX
1 npodrIaKTMIeCKMX MEPOIPUATIIA SIBISETCS
AKTYa/IbHBIM.

ITenp MccmegoBaHMA: OIIEHUTD PACIPOCTPa-
HEHHOCTH HAC/Ie[CTBEHHBIX 3a00/IeBaHMIT I71a3
y meTeil (M30/IMPOBAHHOI U BXOJAILEI B COCTAB
HaC/Ie[[CTBEHHBIX O0Ie3Hel M CUHIPOMOB) B 7
cemu pernoHax PO c BbIie/leHMEM 9aCcTHIX HO-
30/I0TMYeCKIX HOPM.

1o 17 nonubix net) ¢ HIIT, kak n3onmmnpoBaHHOI,
TaK U BXOJAIIEN B COCTaB HaC/IeCTBEHHBIX 00-
nesHeit v cuHApoMOoB. OOCIe[oBaHNe HaCEeTeH ST
IIPOBELEHO N0 pa3pabOTaHHOMY IIPOTOKOTY



KOMIIJIEKCHBIX T'€HETMKO -3 AeMIOTOT MTIeCKIX
MICCTIeJOBAHMIT IOMY/IALIMIL YeJIOBEKa, TOLPO0-
HO OIVCAHHOIO B psAJie IyOIMKauil, KOTOPbII
OCTaeTCsl HeM3MEHHBIM 3a BCe BpeMs paboThl
(1983-2023 rr.), BK/II0Yast METO/IbI BbIABIEHIS
U 00c/IefoBaHNA OONBHBIX, KaMepaTbHOI 00-
pabortku marepuana [3-6]. [I[poTokosn mo3BossieT
BBIAB/IATD B IMONMY/TALMAX MaKCYMaTbHO BO3-
MOYKHOE 4JIC/I0 BPO>KIeHHBIX ¥ HAC/Ie[ICTBEHHbIX
3ab0/IeBaHMIT C TOpa’keHVeM Pa3IMYHbIX Opra-
HOB ¥ CYICTEM I10 OO PMHATON MEIMLIMHCKO
K1accUUKaLV: HeBPOJIOrMYecKue, oprab-
MOJIOTMYeCKNe, TeHONePMaTO3bl, CKeJIeTHhIE,
HaCJIeZICTBEHHbIE CUHIPOMBL 1 JIp.

Marepua. BeiOpannble momynaunn gis o6-
Cllef[oBaHNA HaCe/IeHN s MIPeiCTaB/IAT Bomro-
Ypanbcknit peruoH (6 pajioHoB Pecny6nuku
Yysamus, 8 paitonoB bamkupun, 6 paitoHoB
YaomypTuu, 8 paitoHoB Tatapcrana), CeBepHbIl
Kaskas (8 paitonoB KapauaeBo-Hepkeccun),
LenTpanbHas Poccus (12 paitonoB Kuposckas
obmacte), 'or PO (12 paitonoB PocToBckast 06-
nactb). O0C/IenoBaHO BCe HaceleHNe He3aBUCH-
MO OT [1071a ¥ BO3PACTa, la/iee U3 peecTpa BbIOpa-
HBI ITAIIVIEHTHI IeTCKOTO Bo3pacTa. CymMMapHas
YYICJIEHHOCTb 00C/Ie[JOBAHHOT'O HaCeIeHUs CO-
craBuia 2434460 e, B Tom uncne 480575 fereit.

Meroppr. O6¢cnenoBanme OONMBHBIX IIPOBO-
IOMIOCh OpUrajioi Bpaveil: mefguarp, reHeTnK,
HEeBPOJIOT, 0(pTaIbMOJIOT, LePMaTOJIOT, CYyP-
Zojor, opromnex. B mpouecce o6cneoBanus
1 BepuduKanyy KIMHUYECKOro JUarHosa

Pe3ynbraThl 1 06CyXAeHNA

B pesynbprare npoBefeHHOTO T€HETUKO-3MN-
MeMMOIOTMYEeCKOTO UCCIeJOBAHNUS C Ie/TbI0
BBISIBJIEHU I HaC/IeICTBEHHBIX MOHOTEHHBIX
3abojeBaHMIl B 00CIeJOBAaHHOI BHIOOPKE Jie-
Teit BpIsABIEHO 420 HO30/mOrn4eckux gopm:
217 — ¢ ayTOCOMHO-JOMVHAHTHbBIM TUIIOM Ha-
cnenoBanus, 160 — ¢ ayToCOMHO-peLleCCUBHBIM
1 42 — ¢ X-crerieHHbIM HacegoBauueM. Obigee
KOJIMYECTBO OOMBHBIX cocTaBmio 4082 us 3469
cemeii. V3 ob1ero peectpa 60TbHBIX BbI/e/IEHBI
MMAIVIEHTHI C PasIMYHBIMY TOPA>KeHMAMM T71as.
V3onnpoBaHHbIe TOPa>KeHNA I71a3 BBISABICHBI
y 449 manueHToB (11% ot ob1iero KonuyecTsa
601bHBIX) ¢ 56 3aboneBanusamu (13,33% 3abo-
JIeBaHUIT) TIepeJHero U 3a/{HEr0 OTpe3Ka Ias.
CpenHAsA pacIpoCTPAaHEHHOCTDb COCTaBUIA

ApxuB neguarpum u geTckoi xupypruu Nel, mionb 2023 ropa @

B 3aBUCUMOCTU OT IIATOJIOTUV HAMU MCIIOJb-
30BaHbl JaHHbIE COMATUYECKOTO KIMHUKO-
nacrpymenranpaoro (MPT, KT, OKT, 93T,
RH, muorpadusi, 6uoncus u T.1.) u odranb-
MOJIOTYECKOT0 06cmeioBaHms (BUBOMETPHS,
6MOMMKpoCcKonMs, 0PTaTbMOCKOIIM S, ONTH-
Yyeckas KorepeHTHas tomorpadus u ap.). s
noparsepxpatomeit JHK-guarsoctuky ucnosnn-
30BaHbI MOJIEKY/LIPHO-TeHETNYEeCKIe METOJbI
(cexBenuposaHue 1o Caurepy, MLPA, FISH,
[TIP®-ananu3, BBICOKOIIPOU3BOAUTENIbHOE CEK-
BEHMPOBaHIeE), BBIIIOJTHEHHbIE B TaO0PaTOPUsIX
OTBHY «MI'HII».

Ha ocHOBaHMM IIOTTY4YEHHBIX JaHHBIX HAMU
COCTaBJIEH peecTp BBISBIEHHOI B pernoHax
WHIIT u CHIII, koTopblil paHXMPOBaH IO Ya-
CTOTE BCTPeYaeMOCTH 3a00/IeBaHMIA.

[l Bcex Ho3omornyeckux popM yKasaH HO-
Mep 1o karanory OMIM [2] u paccunrana pac-
IPOCTPaHEHHOCTDH 3a00/1eBaHA 110 popmyie: f =
n/N, rie n — abCOMOTHOE YMCI0 OOMBHBIX JETEN,
N - 4ncIeHHOCTD 00CIeJOBAaHHON O Y/IALN
nereit [3-6].

[Tpn ocmorTpe, cbope JaHHBIX 1 OMOTOTMYe-
CKOTO MaTepuasa MaiueHTsl / pOfUTenn nin
3aKOHHBIE MTPEeJCTABUTENN PeOCTABIISIIN
nCbMeHHOe NHGOPMIUPOBAHHOE COTIacye Ha
IpOBefieHle JaHHOTO MICCTIeJOBAHNA Y ITyO/MKa-
IJVII0 B OTKPBITOJ IIeYaTy C y4eTOM COXPaHEeHU A
KOH(MIEHI[MATBHOCTY IIEPCOHAIPHBIX JJAHHBIX.
NccnenoBaHme ofo6peHO 3TUYECKUM KOMUTE-
tom O®I'BHY «MFHH».

1:1070 peteit. B mabnuye I npepcTaBieHbl HaN-
60mee yacteie 17 3ab6oneBannii ¢ VIHIIT (pac-
npocTpaHeHHOCTH 1:100000 u wae). Yucio
ITALIEHTOB B JAHHO IrpyIie — 374 pe6eHKa, 4TO
cocraBuio 83,30% ot obuiero ymcaa 60IbHbIX
¢ VIHIIT.

C pacnpoctpanenHocTu 1:20000 u yame
BBIAIBJICHO YeThIpe 3aboneBaHusA. Hanbonee
gacToil popMoIl 3aperncTprpoBaHa BpOK/eH-
Has HacJIe[ICTBEHHAs KaTapakKTa (30HY/IApHas,
HepefHsAA NOAPHasd, 3aJHeKaIICy/IApHasi, aTh-
nuyHas) - 24,94% o1 0011ero Yymc/ia maueHToB
¢ VIHIIT (pacnpocrpaneHHOCTD 1:4291 peTeit).
B 91% ciy4aes 60je3Hb MMeIa BYCTOPOHHMIL Xa-
paxrep. Bropoit no pacupocrpanennoctu ¢pop-
morii (1:8145) B HAIIMX MCCIEJOBAHMUAX OIIpefie-
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Tabnuua 1. Ne OMIM | AnarHo3 Yucno 6onbHbIX | Tn HacnegoBaHWA | PacnpocTpaHeHHOCTb
Hosonoruuecknit
CMeKTp YacTbIX (pac— I/Isonmpor;al-maﬂ HacCneaCTBEHHAaA IIATO/IOIMA I71a3
NPOCTPaHEHHOCTb PS116200 BpoxxpeHHasA KaTapakTa 112 AJll, AP 1:4291
1:100000 1 vauye) 178300  BposjeHHbII ITO3 59 ALl 1:8145
:Z;’;Eﬂg:‘:;:‘::(:iz_ PS310700 Bpo>XmeHHBI HUCTarM 56 AJl, AP, X-ciI. 1:9403
rnasy peTeii. PS268000 ITMrMeHTHBI PeTHNUT 35 AJll, AP 1:15044
#120200  BpoxjeHHas Konmo6oMa Imasa 2 All 1:23934
#231300  BpoxpeHHas rmaykoma 20 AP 1:26327
PS251600 MukpodTanbmus 17 AP 1:30973
M30/IMPOBAaHHAs
PS300345 MuxkpodTansm, MIKPOKOpPHea, 14 AJl, AP 1:37610
Komoboma
#180200  PermnHo6macroma 13 ALl 1:40503
#248200  Bomesus IllTaprappra (1, 3 Tim) 12 AP Al 1:43878
PS165500 Atpodwist 3puTenbHOrO HEpBa 10 ALl 1:52654
#165550 Iunomrasms n yacTuIHas 10 ALl 1:52654
aTpouA 3pUTEIbHBIX HEPBOB
#611040  MuxkpodTanbm, MUKPOKOpPHea, 10 AJl, AP 1:52654
KaTapakTa
#110100  Bredapodumos c mrozom 9 ALl 1:58505
#106210  AHMpupus 7 ALl 1:75220
PS204000 BpoxpeHHBIT aMaBpo3 Jlebepa 7 AP 1:75220
ITaTonorus rias npy HaCIeACTBEHHBIX CHHAPOMAaX U 60Ie3HAX
PS130000 Cunppom dnepca-Jlanno 134 All 1:3571
#162200  Heitpodubpomaros, Tum I 56 ALl 1:8569
PS203100 Anp6MHU3M, ITa30-KOXKHAS 41 AP 1:11704
dopma
#154700  Cungpom Mapdana 40 Al 1:11997
PS236600 BpoxpenHas rugpouedas 36 AP 1:13330
PS191100 Ty6eposHblii cKIepo3 29 ALl 1:16547
PS163950 Cunpgpom Hynan 26 ALl 1:18457
#185300  Cunuppowm IllTypre-Bebepa 22 ALl 1:21812
PS276900 Cunpgpom Amepa 16 AP 1:43625
PS154500 Cunpgpom Tpuyepa Konnmusa- 7 ALl 1:68553
OpaHYecKeTTn
#194050  Cunppom Baappen6ypra 6 ALl 1:79979
#216550  Cunpgpom Kosna 6 All 1:79979
234100 Cunppom Xamnepmana-Illtpaitda 5 ALl 1:95975
#160900  MuoroHndeckas gucTpodusil 5 Al 1:95975

JIeH BpOXKJIeHHBIi1 O/1eaponTos (HegopasBuTie  jeTell B 60NbIIMHCTBe cnydaeB (6omee 80%)
MBIIIIIBL, IO/{HUMAIOIIelT BepXHee BeKo). TpeTnit  BCTPETUIICS B IIOPOCTKOBOM BO3pacTe.

110 yactore Bcrpedaemoctn (1:9403 mereit) Hamu ITopaxxeHue ry1a3 B KayecTBe CUMIITOMA 3a-
3apernCTPUPOBAH BPOXK/CHHBII IBYXCTOPOH-  0OO/IeBaHVA BBISABIECHO Y NIPY HAC/IEACTBEHHBIX
HIIT HUCTArM, 4anie ¢ X-ClerieHHbIM TunomM  6onesusax u cungpomax (CHIIT). B o61ert coBo-
HacnenoBaHKA. [IMTMEHTHBIN peTUHUT, BBIAAB- KYINHOCTU AMArHOCTMPOBaHO 50 HacnefCcTBEH-
JICHHBIJI HAMM C PaCIIpOCTpaHeHHOCThI0 1:15044  HbIX 3a6omeBaHuit y 507 HaljeHTOB JeTCKOTO
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Bospacra. CpefHAA pacCIpOCTPAHEHHOCTD CO-
craBmia 1:954 fereir. B rabnune 1 npencrasieHsl
14 HanboOsIee YaCTBIX HO30/I0IMYeCKUX popM,
AKKyMYUpyIoLye MaKCYMaTbHOE KOMUYEeCTBO

O6cyxpnenne

HacnencrBenHble IasHble 00NIE3HM IIPECTaB-
JIAIOT MAacIITaOHYIO IPYIINY HEOLHOPOLHBIX
I10 TeHEeTUYeCKM IPeAMKTOpaM 3a00jIeBaHNIi,
3a4acCTYIO C TAXKEIBIM VHBaNIUAU3APYIOIUM
TedeHueM [4, 7, 11]. BHegpeHye MONIEKYIAPHON
TeHETUKM B MIPAKTUKY Bpayell pasINyYHbIX CIle-
LIMaIbHOCTEl 3HAYMTEIbHO paCIIMpPUTIO NIPef-
cTaBjIeHNe 00 3TUOIaTOreHe3e 60Ie3Hell, B TOM
yiciie ¥ Ia3HbIX ¢popM. Ecnm B 2012 rony rene-
THYecKas MpUYMHA OblIa U3BECTHA TOIBKO J/IS
3600 ¢enoTHMOB, TO K Havary 2023 rofa onmca-
Ho 6oree 7300 3a00/1eBaHMII C M3BECTHO I'eHe-
TUYeCKON Tpupooit. ExxeroqHo MoneKkynsapHas
NpuYMHa yCTaHaBauBaercs eme ansa 250-300
Hosonorndeckux dopm [5]. Oxupmaercs, 94To
yXypAlleHye 3peHns OyfeT pacTy 1o Mepe pac-
NPOCTpaHeHM A NaTONOTUII, UMEIIIMX KOMIIO-
HEHTbI TeHeTNYECKO 3TUONOTUY, O JAI0IIecs
IMArHOCTMKE U KOMIUIEKCHOMY M3y4eHMIo [12].

ITpo6nemaTuKa sNMUeMIOIOT Y, TeHeTIYe-
CKOJ1 TeTePOTEHHOCTH, KIMHNYECKOTO MOJN-
Mopdr3Ma Hac/leiCTBEHHDIX ITIa3HbIX 60JIe3Hel
oCTaeTcs OFHOI 13 Hambosee CJIOKHBIX pasfie-
JIOB COBPEMEHHOI 0()Ta/IbMOIOI MM Y TeHETHUKIL.
B 3apy6e>xHOII IpaKTUKe MaclITabHbIe IIOIMY-
NALVOHHbIE UCCTElOBAHNA HAaCIeACTBEHHOM
o TaIbMONAaTOIOr UM IPOBOJMINCDH B IIKOIAX
CJIETIBIX U CMA0OBUALINX, IPU 9TOM U3y4YeHUEe
SMUJEMUOIOTUN MM POKOTO KPyra Hac/e,CTBEH-
HOJI [TaTOJIOTUY I71a3 He TPOBOJMINCH, TaKXKe
KaK, ¥ He U3y4Yasach MaTONOrUA I71a3 NpU Ha-
CJ/IEACTBEHHBIX O0JIE3HAX 1 CUHAPOMAX.

bonbioii BKkaz B M3y4eHme pacnpoCcTpaHEH-
HOCTY BHOCAT I€HeTUKO-3MNIEMUOTIOTYeCKIEe
UCCTIENOBAHN, OIPee/NA0I e OCHOBOIIOATa-
I0lIe 3HaYeHNA CYMMapHOI pacIpoCTpaHeH-
HOCTU U OTJIe/IbHBIX HO30JIOTMYeCKUX HOopM,
a TaxoKe Mo3BosAmNe fuddepeHPOBAHHO
OLIEHUTb PacCIpOCTPAHEHHOCTD M30MMPOBAHHBIX
HaC/Ie[ICTBeHHBIX 3a00/IeBaHNII OpraHa 3peHus
Y IATOJIOT M I71a3, BXOJAIIMX B COCTaB Hac/e[-
CTBEHHBIX 00JIe3Hel ¥ CUHPOMOB.

B Hacrosmem mccnemoBaHMM HaAMU IPO-
BefleH CKPMHMHT HaceJleH!s Ha BbIABJIEHME

ApxuB neguarpum u geTckoi xupypruu Nel, mionb 2023 ropa @

nanueHTos 88,10%. IToparkenne rnas npeacras-
JIEHO TTOPa’KeHMEM Pa3HbBIX CTPYKTYP I/1a3a: BeK,
Pamy>XKI, XpYCTa/NMKa, CETYaTKM, 3PUTEILHOTO
HepBa, yI/Ia IIepe/iHel KaMepbl U Ip.

BPO>K/IEHHBIX U HACTIE[ICTBEHHBIX 3a00/IeBaHNUIT
B ceMu pernoHax P®, cyMMapHOIi 41C/IEHHOCTbBIO
06CIemOBaHHOTO [JeTCKOro Hacenennsa 480575
meTteit. BorsaBiaeno 449 manueHToB ¢ 56 3a60-
JIeBAaHUAMMU C M30/IMPOBAHHBIM IIOpPaXXKeHMeM
oprana 3penust (1:1070 gereii) u 507 manueHTOB
IeTCKOI0 BO3pacTa C IOpaXkeHMeM I71a3 B Ka-
yecTBe CUMIITOMa 50 HacaeqCTBEHHBIX 3a60-
neBaHui u cuHApomMoB (1:954 nmereir). Takum
06pasoM, mopakeHue pa3IndHbIX CTPYKTYP
I71a3a HaC/lIeACTBEHHOI 9TUOMOTUY CYMMapHO
BBISIBIEHO Y 956 NALIMEHTOB IETCKOTO BO3PACTa,
pacmpocTpaHeHHOCTh cocTaBua 1:504 pebenka.

OmnpepieneHsl YacTbie HO30MOrMYecKme GopMbl
I o6enx rpymn 3abonesanuii —- VIHIIT u CHIIT
(17 n 14 cooTBeTCcTBEeHHO). HaMu mokasaHo, 4TO
BBISIBJICHHBIE YacTble 3a00/IeBaHUA aKKyMYy-
MUpyIoT 607ee 4eM y 80% OONBHBIX ¢ HACTIeH-
cTBeHHOM maronorueit (83,30% u 88,10% coot-
BETCTBEHHO). PaspaboTka nmpodumakTmaeckmux
IIpOTpaMM, IIpeII0/IaraloIX CYUCTeMaTuecKue
OCMOTPBI JIeTeli pasHbIX BO3PACTHBIX I'PYIIII I10-
3BOJIAT BBIAB/IATD NIALIYIEHTOB HA paHHel CTafiuy
IIATOJIOTMYECKOTO IIPOL[eCCa, YTO KpaliHe Ba>KHO
IS TTAHMPOBAHMS JTedeOHBIX 1 TPOPUIAKTI-
YeCKUX MEPOIPUATHUIL.

Il7151 60/BIIHCTBA BBIABIIEHHBIX 3a00/IEBAHMIT
BO3MOYKHO TO/IBKO CUMIITOMATIYeCKOe JIeYeH e,
6o nedeHme 3a60MeBaHNI OTCYTCTBYeT Ha
HACTOALMNI MOMEHT. VICK/TI04eHre COCTaBIAIOT
BpOXXJIeHHas KaTapaKTa, BpOXK/IeHHa s I7IayKoMa,
IJ11 KOTOPBIX BO3MOJKHA OllepaTUBHAs KOPPeK-
nus. [IpoBefieHne MONEKyIApHO-T€HETUYECKON
IMATHOCTUKY TaK)Ke HEOOXOMMMO IS OLIEHK U
MPOTHO3a TeyeHU s 3a00/IeBaHNs M Pa3BUTUS
BO3MO>KHBIX OCJIOXKHEHUTA.

B 2021 r. B Poccuiickoit @efepanun co3fian
¢doup «Kpyr gobpar /1 IOAAePAKKI IeTell C Ts-
JKENIBIMU, )KM3HEYTPOXKAIOIMIMMI ¥ XPOHUYeE-
CKVMM, B TOM YMCIIe PeKUMIU, 3a00/IeBaHU M.
B utorne 2021 r. HO30/10TMM, CBSI3aHHAS C OMat-
JIeIbHBIMY MyTalysAMu B rene RPE65 (amaBpo3
Jle6epa 2-ro TvIa M MUTMEHTHBIN peTUHUT 20-T0
THUIA), ¥ Ipernapar Boperuren nenapsosex (BH)
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I'eHeTnka

BK/TIOUEHBI B [lepeYeHb MEAUIIMHCKOT0 obecre-
YeHM 3a CUeT CPefCTB faHHOro ¢poHpa. B Ha-
crosiee Bpems B Poccun nponeueno 19 pereit
Ha 6ase demepanpHbIX 0TATBMOMTOTUYECKNX
yupexpenuax. Ha ocHoBaHNYM MOHMTOPYHTA I1a-
LIMIEHTOB I10C/Ie T€HO3aMeCTUTe/IbHOI Tepanny,
IIPOBOAMMBIX Ha 06a3e HayYHO-KIMHIYECKOTO
L[eHTpa TeHeTUKM rasHbix 6onesnert PIBHY
«MI'HI», ycTaHOB/IEHO, YTO NPUMEHEHNE T'€H-
HOJT Tepanuu Mpu HACAeNCTBEHHBIX TUCTPOPU-
ax ceryatku (HJIC), BbI3BaHHBIX OMaIeTbHbI-
MM MyTanuAMu B reHe RPE65 Ha TeppuTopun
Poccuiickoit @epepannu, nmeeT HEOIPOBEpP-
JKMMBI€ TIOJIOKUTENbHbIE Pe3yNbTaThl y BCEX
TapreTHBIX al[eHTOB, COIJIACHO KOMIITIEKCHOI
oneHk 3G dEKTUBHOCTH, B TOM YKCIIE TOMIINU-
HBI CeTYaTKY B 30He (oBea, IIBETOOLYIICHN S,
TeMHOBOII aflaniTalluy, oseit speHus. IlepBoii
OIIBIT IPUMEHEHM I TeHO3aMeCTUTEIbHOI Te-
panuu npu HJIC Ha KoropTe poccuiickux ma-
I[MI€HTOB II0Ka3ajI BBICOKYI0 3¢} (PeKTUBHOCTD,

3aKaoueHne

1. O6mas pacrnpoCcTpaHeHHOCTb IATONIOT NN
I71a3 HAC/IeACTBEHHOTO XapaKTepa COCTaBILs-
et 1:504 pebenka.

BKJTAZl ABTOPOB

COIIOCTAaBMMYIO C pe3y/IbTaTaMy 3apyOeXHbIX
xoier [13]. Ilony4yeHHbIe pe3yIbTaThl SIUTE-
MIOJIOTTY€CKOTO VCCIIe/JOBAHNS TIO3BOISIOT
OIIPeeNTh PACIPOCTPAHEHHOCTh KOHKPETHOTO
3a00/1€BaHVIS M YUUTHIBATH 3TO B IIPAKTIIECKOIT
mesATenbHOCTM 0¢TaNTbMOIOroB. Tepanus mo-
ITOOHBIX aNVeHTOB Hanbonee s exTrBHA IpU
PpaHHeM BbISIB/IEHN TATO/IOTMYECKOTO IIPOIiecca.

Takum 06pas3oM, monydeHne HOBBIX 3HAHMIT
006 3M1eMIOIOrnN HAC/Ie[CTBEHHBIX 3a0071e-
BaHMII I71a3, ONMCAHME YacThIX GpopM mst PO
3a60/IeBaHNIL, TO3BOJIST YCOBEPIIEHCTBOBATD
[PAKTUKY HAY4YHO-VMCCIEL0BATEIBCKO 1 KIIN-
HIYECKOII pPabOTBI, PACIIMPUTD CIIVCOK HO30/I0-
IMIT C BO3MO>KHOCTBIO JIEIE€HMSI, YTOYHUTD U pa-
[[MIOHA/IM3VMPOBATH IIPOTPAMMBI 1 MEPOIPUSATISI
B cepe OXpaHbI 3[[0POBbsI IETElL, M B COUETAHNN
C IIPAKTUYIECKUM OIIBITOM OPraHU3ALVN IMIIN-
PUYECKUX UCCIEOBAHNIL B IPeMETHOI chepe
obecrieyat GopMupoOBaHIE IEPCIIEKTUBHOTO aJl-
TOPMUTMA K/IMHVMKO-TEHEeTIYECKOI IMaTHOCTUKIAL.

2.YacTble Hac/le[CTBEHHBIE 3a00/IeBaAHNA 3PU-
TelbHOTo aHanu3aropa (31 hopma) akKyMymu-
pyior 60ree 80% BceX BbLABIEHHBIX O0/IBHBIX.

P A. 3MHUYEHKO — MOWCK 1 aHanW3 nuTepaTypbl, CTaTUCTUYeCKas 06paboTKa v HTepNpeTaLyA pe3ynsTaTos MCCNeA0BaHUA.
A.B. MapaxoHoB — cTaTncTnyeckas 0bpaboTka pe3ysbTaToB NCCeA0BaHNA.

C. /. Kyues —CTpyKTyprpoBaHyie Mateprana, 06CyaeHne pyKonvcK 1 TeXHUUYECKOe CONPOBOXAEHME.

B.B. Kaapbiles — HAabop KNMHMYECKOro MaTepuana — KIMHWYeCKi OCMOTP NaLMeHTOB, ONCaHWe PesysbTaToB 1CCefoBa-

HIA, PeIaKTUPOBAHME.

Bce aBTOPbI O,ElO6pl/IJ'IM d)MHaJ'IbHy}O BEPCUIO CTaTbn nepen I'I)/6J'WIKaLlI/Iel7I, Bblpa3ny Cornacne HeCcT OTBETCTBEHHOCTb 3a
BCe aCneKTbl pa6OTbI, noApasyMeBatoLLyto Hagnexalyee nsyyeHre 1 peleHre Bonpocos, CBA3aHHbIX C TOYHOCTBIO M

J006POCOBECTHOCTBIO 1000 YaCTV PabOThI.
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(DUHAaHCMPOBaHYIE JaHHOM PabOTbI HE MPOBOAMIOCH.
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