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Pesiome

HacnencteeHHble ANCTpoduy ceTUaTKM — KNUHNYECKM U FeHeTUYECKN reTeporeHHas rpyn-
na 3aboneBaHuni, KOTOPble MEIT CXOXKUE CUMMNTOMbI U KapTUHY rnasHoro AHa. MHoraa
TOJIbKO FEHEeTMYEeCKWIA aHann3 nomMmoraeT BepuduumnpoBaTtb NpPaBUIbHbIA KITMHNYECKUI
AvarHos. B paHHOWM cTaTbe NpeacTaBneH KNMHUYECKUIA Clyvall reHeTUYeCK NoaTBepP-
LEeHHON BUTeNNMGOpPMHON Makynoamuctpodumm y pebeHka, BbI3BaHHOW peaKon MyTauuei
reHa IMPG1. PebeHoK Habntoganca ¢ 2016 T. (C 8 neT) ¢ AgnarHo3om «BuTennndopmHasa ma-
Kynoguctpodusa bectar. K pa3sutunio 3a6oneBaHna NpuBoAUT Yallie BCEro MyTaLus B reHe
BEST1. B npuBegeHHOM criyyae NpUYMHON ABMNACb MyTaLWsa B reTepo3nroTHOM COCTOA-
HUKM B 8-M 3K30Me (13 17) reHa IMPG1, nprBogsALan K 3ameHe aMUHOKUCIOTbl METUOHWH
Ha Nn3nH B nonoxeHun 270 (p. Met270Lys, MyTauua Tuna MUCCEHC). MI3BeCTHO, 4To my-
Tauua reHa IMPG1 ob6HapyxmBaeTcs npu poBeomakynapHol BUTENNNGOPMHON JNUCTPO-
bum c Hauanom BO B3POCSIOM BO3pacTe U paHee He BbIABAANAC Y AeTel C KINHNYECKMY
npossneHnamn 3abonesaHus. lNposeaeHne MoeKynApPHO-reHeTUYeCKoro aHasnamsa 6110
HeobxoAVMMO AnA BepuduKaLum AMarHo3a, a Takxke 15 reHeTUYeCKOro KOHCY/bTUPOBa-
HUA POACTBEHHVKOB U3 FPYNMbl PYCKa 1 NpeHaTasibHOro TecTMpoBaHusa 6epeMeHHOCTU C
BbICOK/M PUICKOM.

KnioueBble cnoBa: ButeninbopmHana Makynogmctpodus, HacnencTBeHHble 3abonesa-
HWA CeTyYaTKN, eTU, FeHeTUYECKN aHanus3, MyTauus reHa IMPG1

«OdTanbmonorua BoctouHas EBpona», 2025, Tom 15, N2 3 373



ButennudopmHas makynoanctpodus y pebeHKa, Bbi3aBaHHas pefKkoin myTtaumen reHa IMPG1:
KIVHNYECKNI Cyyan

Sushchenia H." ><, Krasilnikova V.2, Viarenich A.", Davidiuk T.", Smirnov I.3

'Minsk Regional Children’s Clinical Hospital, Minsk, Belarus

2Institute for Advanced Studies and Retraining of Healthcare Personnel of the Belarusian
State Medical University, Minsk, Belarus

310" City Clinical Hospital, Minsk, Belarus

Vitelliform Macular Dystrophy in Child Caused by Rare
Mutation of IMPG1 Gene: Clinical Case

Conflict of interest: nothing to declare.

Authors’ contribution: collection of materials, analysis, processing, writing of the text — Sushchenia H.; concept and design
of the study, critical revision for significant intellectual content and approval, editing - Krasilnikova V.; collection of materials,
writing of the text, editing - Viarenich A.; collection of materials - Davidiuk T, final editing - Smirnov I.

Submitted: 19.05.2025

Accepted: 08.09.2025
Contacts: halina.sushchenia@yandex.ru

Abstract

Hereditary retinal dystrophy is a clinically and genetically heterogeneous group of
diseases that have similar symptoms and pattern of the eye bottom. Sometimes only a
genetic analysis helps to verify the correct clinical diagnosis. This article presents a clinical
case of a genetically confirmed Vitelliform macular dystrophy in a child caused by the
rare mutation of IMPG1. The child has been observed since 2016 with 8 years of age with
diagnosis of Vitelliform macular dystrophy Best. The disease is most often caused by a
mutation in the BEST1 gene. In this case, the cause was a mutation in the heterozygous
state in 8" exome (out of 17) of the IMPG1 gene, leading to the substitution of methionine
amino acids for lysine at position 270 (p. Met270Lys, misse-type mutation). It is known that
the IMPG1 gene mutation is found in feofoamacular-vitelliform dystrophy with onset in
adulthood and not previously seen in children with clinical manifestations of the disease.
Molecular genetic analysis was necessary to verify the diagnosis, as well as for genetic
counseling of at-risk relatives and prenatal testing of high-risk pregnancies.

Keywords: vitelliform macular dystrophy, hereditary retinal diseases, children, genetic
analysis, IMPG1 gene mutation

B BBEJAEHWE

ButennudpopmHana makynoguctpodusa (BMJ]) - pegkoe HacnegctBeHHoe 3aboneBaHne
CeTyaTKy, CBA3AHHOE C WMPOKMM CMEKTPOM MaKyNAPHbIX NOpPa)keHuI, 0OyClioBleHHOe
HapyLeHUAMU NMUIMEHTHOro anuTenusa cetyatku (PM3) n darouyntapHom auchyHkumen,
XapakTepur3yloLieecs HAKOMIEHVEM XeNToro cybpeTuHanbHoro matepuana [1, 2.

3aboneBaHue MOXET BO3HMKaTb B /1060 BO3pacTHou rpynne. O6LWenpuHATO, YTO
€CnN KNUHNYeCcKne nposBneHna obHapyXMBaloTCA Y NaLuMeHTOB B Bo3pacTe oT 3 go 15
neT, TO cynTaeTcs BUTeNMGOPMHON MakynapHon guctpoduenn becta, a y nauneHToB B
Bo3pacTte ot 30 go 50 net — BM/] ¢ Hayanom BO B3pOC/IOM BO3pacTe C OTINYUAMMN B KITNHU-
yeckoli KapTuHe. 1o cyLlecTBy, 3TO KIUHUYECKME JMarHo3bl.

BbonesHb becta (Bbb), unn BM[, y geteir — ogHa 13 Hanbornee YacTbiX HacNeACTBEH-
HbIX MaKynApHbIX AUCTPOPUIA AeTCKoro Bo3pacTta. PacnpocTpaHeHHOCTb 3aboneBaHus
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coctaBnsaet okono 1 cnyyad Ha 10 000 HaceneHus [3]. Bone3Hb nonyymna cBoe Ha3BaHue
B YecTb HemeLkoro odtanbmosnora Opuapuxa becta, kKotopbin B 1905 T. onvican pogoc-
JIOBHYIO C Pa3/IMYHbIMU CTaguAMU 3aboneBaHus. Hayano cMMNTOMOB U CTENEHb NOTepu
3peHunA CUbHO BapbupytoTca [4].

KnuHnueckn bb npossnaeTca AByCTOPOHHMMM, HEPEAKO aCMMMETPUYHbIMU M3MEHe-
HUAMK B MaKyre [5]. 3aboneBaHve BCTPEUYaeTCA B PaBHOW CTEMEHUN Y MY>KUMH Y >KEHLLMH,
6e3 pasnuunii Mo NMoIOBOMY MpPU3HAKY [6]. AyTOCOMHO-AOMVHAHTHAA MaKynsapHas Auc-
Tpodua aBnseTcA Hanbonee PacNPOCTPAHEHHON GOPMON, BbI3BaHHOW MyTaLMAMY B reHe
BEST1, BbisiBnsetcs B 43,3% oT obuiero konvyectsa nayueHtos ¢ BMI. Cnyyan aytocom-
HO-peLeccuBHON H6ecTpodUHONaTK, CBA3aHHbIE, MO AAaHHbIM NIUTEPATYPbI, C peLeccmB-
HbIMK MyTauumamu B reHe BEST1, BcTpeuatotca pexe n coctaBnaoT 13,3% oT Bcex nayu-
eHToB ¢ BM [7].

«Cneyndryeckan LeHTpasbHas AMCTPODUSA XKENTOro NATHa» Obla BNepBble onvcaHa
B 1974 r. k. JoHanbaom Maccom y 9 mauMeHTOB, Y KOTOPbIX HAabMOAANUCh pas3finyHble
CUMMTOMbI, HO NpU 0pTaNbMOCKONMU OBGHaPYKMBANOCh ObLlee sABAEHUE: CUMMETPUY-
HOe, MPUMOJHATOE, XeJToe CybpeTuHanbHoe 06pa3oBaHve C LeHTPasbHbIM MUTMEHTU-
pPOBaHHbIM NATHOM B ¢oBea. ITa CBOeOOpasHas AUCTpodus, Kotopas Ternepb M3BECTHA
Kak poBeomaKynsapHas ButennndopmMHas AUCTpodursa C HaYaiomM BO B3POCSIOM BO3pacTe
unu ButennndopMHasa MakynsipHasa guctpodus B3pocnbix (BMIB), ¢ Tex nop m3ydyanacb
MHOTMMMM Fpynnammn nccnepgosatener no scemy mupy [71.

MN3BecTHO, uto BM[IB - pesikoe 3aboneBaHue, 1 0 ero pacnpoCcTPaHEHHOCTM coobula-
NOCb HevacTo. [lansBuH 1 ap. coobLmnu, 4To pacnpocTpaHeHHocTb AOFVD B okpyre Onm-
cTen, wraT MuHHecoTa, coctaBnaet oT 1 cnyyas Ha 7400 go 8200 uenosek [8]. bonbLnH-
cTBO cniyyaes BM[B aBnAaloTca cnopagnyecknmm 1 He NOAUMHAIOTCA YeTKOMY NPUHUMNY
HacnenoBaHuA. Tem He meHee ¢ AOFVD cBA3bIBAOT HECKOJIbKO reHOB, B TOM uncie PRPH2,
BESTT, IMPG1 n IMPG2 [7, 9, 10].

TeHbl UHTepPHOTOPELLENTOPHOrO MAaTPUKCHOTO NpoTeornukaHa 1 (IMPG1) n 2 (IMPG2)
ObINN HelaBHO UAEHTUOULMPOBaHbI Kak reHbl, cBA3aHHble ¢ AOFVD. IMPG1 6bin naeHTur-
¢duumposaH B 2013 1., a IMPG2 - B cnegytoliem rogy. 3Tu 2 reHa KogupytoT 6enku, KoTopble
CEKPEeTUPYIOTCA BO BHEK/ETOUHbIN MAaTPUKC CETYATKM M UTPatOT pPoJib B aAre3nm cetyar-
k. MyTtauun IMPG1 1 IMPG2 cpepm nauneHToB ¢ cemeriHon dopmoin AOFVD, y KOTOpbix
HeT myTauun PRPH2 unu BEST1, cocTtaBnaoT 4 13 49, nnu npumepHo 8%. Takum o6pazom,
pacnpocTpaHeHHOCTb 3TOro 3aboneBaHnA cpean Bcex nauueHToB ¢ BMB, BepoaTHo, co-
cTaBnseT meHee 8% [7, 111.

XapakTepHON 0CO6EHHOCTbI0 060MX 3aboneBaHNil ABNAETCA CTAQUNHOCTD TEUEHNS.
3aboneBaHus pa3BMBalOTCA B 4 KIIMIHUYECKMX CTaAuu, BNepBble onucaHHbIX KBepkecom 1
ap. B 2011 r. c nomowpbto SD-OCT [12]. KnuHnyeckue ctagmmv onpeaensanTca cneqyowmnm
0o6pazom.

JoknuHnyeckas ctagua (npeeutennndopmMHas): BUAUMbIX UBMEHEHWI B MaKyie HeT
UM HabnoaalTCA CriaXeHHOCTb GpOBEONIAPHOro pedriekca 1 TOUEUHbIE >KENTOBATble
NATHBILIKW Ha YPOBHE NUrMeHTHOro snutenua (M3) cetyatku. [Npu 3TOM BbIABNAETCA aHO-
MasnbHaA aneKkTpooKynorpamma (30r) [13].

Cragus |, ButennndopmHas CTagus: Ha STOM CTaguu HabnogaeTca Knaccuyeckoe BU-
TennMMPopPMHOe MOpaKeEHME B BUAE «ANYHOTO XeNiTKa» — CybpeTMHaibHOe OT/IOKEHMWE
XKeNITOBaToro NMnodycLMHONOA0OHOMro BELLECTBA, KOTOPOE BMAHO Npu odTanbMOCKONUK.
B penkux cnyyasx NceBAOKMCTa MOXET ObITb OHOCTOPOHHEN, PAcMosiaraTbCsA BHE 30HbI
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MaKyJbl, Ui 06pasyroTca HECKONTbKO BUTENNMGOPMHbIX o4aros (MynbtudokanbHas dop-
Ma). OCTpOTa 3peHnA 0CTaeTCA BbICOKOM.

Cragusa ll, nceBOOrMNONMOHHAA CTauA: 3Ta CTaAMA XapaKTepu3yeTcA OTNoKeHUeM
nunodycumHa B cTeknosugHom Tene. JinnodycumHonogobHbI MaTepuan pas uxaeTca
N CMeLlaeTcs KHU3Y noj AeliCTBUEM rPaBMTaLMIOHHBIX CUJ1, @ TakXKe MPopbIBaeTCA yepes
I3 ceTuatkm.

Cragusa lll, BuTennupyprmuyeckasa ctagua: Ha 3Tol cTagun ButenimdopmHoe nopaxe-
HuWe pacnagaetca u pe3opbupyetcs. PaHee nprobpeTeHHOe BUTENNTMHOPMHOE Mopaxe-
HMe MOKeT BbIrNALeTb Kak «B30MToe ANLO» NpU 0dTanbMOCKONUN.

Crapus IV, aTpoduryeckas cTagua: 3Ta 3aKnioumnTeNbHasA CTagmua HacTynaeT nocne pac-
cacblBaHMA BUTENNUPOPMHbBIX M3MeHeHU. HabniogaeTca oBanbHas 30Ha atpodun M3 n
XOpUOoKanunnapoB HepefKko ¢ pokycamm cybpeTrHanbHoro ¢pnbposa. NpubnusntensHo B
5% cnyvaeB npoucxoaut GopmMmnpoBaHne XOprovaanbHOM HEOBACKYNAPHON MemMOpaHbl
[7,13].

MepcnekTnBbl Tepanuu: Jlio Ix. n ap. B 2020 r. coobwanu, 4To Manble Monekysnbl 4PBA
1 2-NOAA moryT BOCCTaHaBNMBaTb ro6anbHyo 1 MeEMOPaHHYHO SKCNPeCcuo MyTaHTHOTO
6ecTpoduHa 1, CcBA3aHHOIO C ayTOCOMHO-AOMUHAHTHbIM 3aboneBaHuvem (Best vitelliform
macular dystrophy — BVMD) n aytocomHo-peLeccuBHon b6ectpodurHonatuen (ARB), un
3TV Masble MOseKy bl UMEIOT pa3finyHble MexaHn3Mbl AencTeuA. Kak 4PBA, Tak n 2-NOAA
3HauMTENbHO yBenuuMBanu GyHKUMIO KaHanoB MmyTaHTHoro BVMD n ARB-6ectpoduHa 1
B Knetkax HEK293T un iPSC-RPE, nonyyeHHbix oT nauneHTos ¢ BVMD n BPA. na 4PBA no-
BblleHHaA GyHKUMA MyTaHTHbIX KaHanos B BVMD n ARB iPSC-RPE 6bina paBHa TakoBow y
iPSC-RPE pgurkoro Tnna 6ectpoduHa 1. Takum obpasom, nprumeHeHne npenapata 4PBA mo-
XeT paccMaTpuBaTbCA B KauecTBe NepCcrnekTYBHOro TepaneBTUYeCKoro MeToaa fieueHuns
6ectpoduHonaTuii [14].

B LIEJTb NCCJTIEOOBAHUA
OnvcaHue KNMHNYECKMX NPOABNEHMI ciyYasa BUTENTMbOPMHON MakynogucTpobum y
pebeHKa, BbI3BaHHOW paHee He ON1CaHHON B TepaTtype myTaumeli reHa IMPG1.

B MATEPWAJIbI U METObI

MpepcTaBnAeTca cnyyal reHeTUYECKU NOATBEPXKAEHHON BUTENNNPOPMHON MaKyno-
anctpodun y pebeHka, Bbi3BaHHON MyTaLMell B reTepo3nroTHOM COCTOAHMM B 8-M dK30Me
(13 17) rena IMPG1, npuBogasLlen K 3aMeHe aMUHOKNCIOTbl METUOHWUH Ha JIN3UH B NOJIO-
XeHun 270 (p. Met270Lys, myTauma Tvna MUCCEHC) MO pe3ynbTataM buonHdopmaTmye-
CKOro aHanm3a fJaHHbIX cekBeHnpoBaHua [1HK, nogTBepAeHHON CeKBEHNPOBAHMEM MO
CerpeHy.

OdTanbmonornyeckoe obcniefoBaHMe BKIOYAN0O BU3OMETPUIO C onpefeNieHeM MaK-
CUMaNbHO KOPPUrMPOBaHHOW OCTPOTbl 3peHnsa (MKO3); Henpamyio odpTanbmMocKonuio
C noMoLbio 6eckoHTakTHoM nnH3bl MaxField 90,0 D n ocmoTp ¢ 3-3epKasibHON NMH30M
lfonbamana (Ocular Inc., CLLA); onTryeckyto KorepeHTHyto Tomorpaduio (OKT), Copernicus
(OPTOPOL Technology, Monblua); doTopernctpaLmio rnasHoro AHa NpoBoaunn Ha GyH-
pyc-kamepe Visucam 500 (Zeiss, lfepmaHua).

[MonHO3K30MHOE CeKBeHUpOBaHME 6GENOK-KOAMPYIOWMNX FEHOB YesloBeka MeToLoM
NMapHO-KOHLIEBbIX NPOYTEHMI BbINO NPOBEEHO C UCNONb30BaHMEM LieneBoro oborate-
HuA reHomHon JHK.
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[JlaHHble ceKBEeHVPOBaHWA OblIVM NPOaAHaNU3NPOBaHbI C MOMOLLbIO aBTOMATU3UPOBaH-
HOro anropuTMma, 3aKnoyatollero B cebe oLleHKy NapaMeTpoB KayecTBa CEKBEHNPOBaHUA
(mogynb FASTQC); yoaneHne apanTepoB 1 nocnefoBaTeflbHOCTelN C HU3KMM KauyeCTBOM
(mogynb SEQPURGE); BbipaBHMBaHMe npouTeHnii Ha Bepcuio hg19 reHoma uenoseka (Mo-
nynb BWA MEM); dunbtpauuio ontuyecknx u MNMUP-gy6nunkatos (mogynb SAMBLASTER);
NoKanbHylo ONTUMM3aLMIO BbipaBHMBaHMI (Mogynb ABRA2); obHapyeHne BapnaHToOB ”
nx punbTpaumio cornacHo Kavectsy (naket FREEBAYES) 1 aHHOTaLuio BapuaHTOB OTHOCU-
TenbHO 6a3 AaHHbIX C KNnHYeckon nHdopmaumen (mogynb ENSEMBL-VEP).

Anroputm 6bin MPOTECTUPOBAH Ha SK30MHbIX JaHHbIX, A1 KOTOPbIX CyLecTByeT pac-
wndpoBKa reHoMa 30110TOro cTaHfapTa (daHHble Genome in a Bottle). YyBcTBUTENBHOCTD
anropuTtma coctaBuna 98,6%, cpefHaa cneunduyHocTb — 99,1%.

AHanmM3 HyKNneoTMAHOW MoCnefoBaTeNbHOCTU METOAOM MPAMOro CeKBeHMpPOBa-
H1A no CaHrepy NpoBOAMIICA Ha aBTOMATUYECKOM reHeTuyeckom aHanmsatope Applied
Biosystems 3500 DNA Analyzer.

KnuHunuecknin cnyuaii. Pogutenn pebeHka A. Bnepsble 06patunuch B 2016 T. € Xa-
nobamu Ha CH/XXeHKe OCTPOTbI 3peHKA y Manbunka 8 net. Co CoB pofuTenei, CHUXeHre
noABMNoch B TeyeHve roga. MNpw npegbigywem npodunakTMyeckoM ocMoTpe, nepeq Ha-
YyasioM roga, NaTonorMm He OTMeYanoch.

Mpu ocmoTpe ocTpoTa 3peHunsa Ha oba rnasza 0,5/0,5 c koppekuuen 0,7/0,6 (MKO3
20/32 no CHenneHy). OnTuyeckune cpefbl Npo3payHbl. [lepegHun otpesok 6e3 natono-
run. Mpu odtanbmockonumn B 061acTi Makynbl BM3yann3npoBasnca KACTO3HbIA OKPY-
bl oYar C YeTKMMUN KOHTYpaMu, C UHTPapeTMHaNbHbIM HaKOMEHNEM »KeNnToro Coaep-
Xumoro, gnametpom o 0,8 grameTpa ArcCKa 3pUTENbHOIO HePBa, MPOMUHUPYIOLWMIA B
cTeknoBuaHoe Teno. [13H 6negHo-po30Bble, KOHTYPbI YeTKre. Xof 1 Kanubp cocyioB He
n3mMeHeH (puc. 1).

OKT 16.02.16: oTcnolika HEMPO3NUTENUA ceTyaTky B 0611acT GOBEOSIbI C HAKOMIEHU-
eM rnneppedeKTMBHOIO BellecTBa CybpeTmHanbHo (puc. 2).

A B

Puc. 1. laHHble poToperncrpayum rnasHoro gHa npasoro (A) n nesoro (B) rnasa pe6eHka A. (KUCTO3HbIe
MaKynspHble N3MEHEHUA C XKeNTbIM COAePKUMbIM OTMeYeHbl CTpenKamu)

Fig. 1. Photorecording data of the eye bottom of right (A) and left (B) in child’s eyes A. (cystic macular
changes with yellow content marked by arrows)
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A B

Puc. 2. lanHbie OKT npaBoro (A) u neBoro (B) rnasa pe6eHka A. (poBeonsipHble cy6peTnHanbHble
n3mMeHeHUA B 060MX rnasax oTMeueHbl CTpenkamm)

Fig. 2. OCT data of the right (A) and left (B) eye of child A. (foveolar subretinal changes in both eyes are
indicated by arrows)

PebeHok Habnopanca go 2025 r. ¢ NepuoanYHOCTbIO OCMOTPOB 1 pa3 B 6 MecsALeB.
OcTpoTa 3peHna ocTaBanacb CTabWbHOWM, KapTUHA FMa3HOro AHa MeHsnlacb He3Hauu-
TenbHO 1 cooTBeTcTBOBaNa lll ctagum (nceBgornnonunoHa) (puc. 3, 4).

Mone 3peHusi Ha NPOTAXKEHMM Nepuoda HabNaeHNA He U3MEHSNOCh U COOTBETCTBO-
Basio HOPMaJibHbIM BO3PACTHbIM NOKa3aTenam, npu mmkponepumetpun B 2025 r. nsmeHe-
HWI TaK»Ke He OblNo BbIABIEHO.

C D

Puc. 3. laHHble ¢poTOoperncrpaymum rnasHoro gHa npaBoro 1 IeBoro rasa pe6exnka A. B 2016 (A),
2019 (B), 2021 (C), 2025 (D) rr. lntHaMnKa LieHTPaNbHbIX N3MEeHEeHU He3HaYuTeNnbHasa

Fig. 3. Data of photo recording of the eye bottom of the right and left eye of child A. in 2016 (A),
2019 (B), 2021 (C), 2025 (D) years. Central change dynamics minor
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Puc. 4. laHHble OKT maKynsipHoii 30Hbl NPaBOro U IieBOro rnasa pe6eHka A. B 2016 (A), 2019 (B),

2021 (C), 2022 (D), 2023 (E), 2025 (F) rr. luHamnKa LieHTpanbHbIX U3MeHeHul (cTagna
NceBAOrMnonnoHa) HesHaunTeNnbHas

Fig. 4. OCT data of the macular area of right and left eye of child A. in 2016 (A), 2019 (B), 2021 (C),

2022 (D), 2023 (E), 2025 (F) years. The dynamics of central changes (pseudo-hypotropic stage) are minor

B 2024 r. 6b11 NpoBeAeH MONIEKYNIAPHO-TEHETUYECKNI aHaNn3 Y pebeHKa. O6Hapy»KeH
paHee He OMMCaHHbIV B INTEePaType BapuaHT B reTepO3nroTHOM COCTOAHMM B 8-M SK30Me
(13 17) reHa IMPG1, nprBoaALWmMIiA K 3aMeHe aMUHOKUCTIOTbl METVIOHWH Ha JIM3UH B MOSO-
XeHnn 270 (p. Met270Lys, MyTaumsa TNA MUCCEHC) MO pe3y/bTaTaM 61OMHPOPMATUYECKO-
ro aHanu3sa faHHbIx cekBeHnpoBaHua OHK (puc. 4), noaTBepXAeHHOW CEKBEHMPOBaHNEM
no CerpeHy.

K passutuio bb npmnsogut vawe Bcero mytauua B reHe BEST1. B npusegeHHom cny-
Yyae NPUUYNHON ABUIACb MyTaL A B reTeEPO3MrOTHOM COCTOAHUM B 8-M 3K30Me (13 17) reHa
IMPG1, npuBogAllasa K 3ameHe aMUHOKMCIOTbl METMOHWH Ha AIN3UH B MONoOXeHun 270
(p. Met270Lys, myTauma Tuna mucceHc). MyTtauma reHa IMPG1 obHapy»xmnBaeTca npu dposeo-
MaKynapHoWn BUTENTMGOPMHON AMCTPOdUMN C Ha4yanom BO B3POCSIOM BO3pacTe N paHee

«OdTanbmonorua BoctouHas EBpona», 2025, Tom 15, N2 3 379



ButennndopmHas makynoanctpodus y pebeHKa, Bbi3aBaHHas pefkoi myTtauven reHa IMPG1:
KIVHNYECKNI Cyyan

He BblABNANIACb Y JeTen C KINHUYECKNMU npoAaBneHnAMmn 3aboneBaHus. HPOBEAEHVIG
MOJIEKYJTAPHO-TEHETNYECKOIro aHaJin3a 6bl510 HEO6XOJJ,VIMO anAa BepVId)I/IKaLI,VIVI onarHos3a,
a TakKxe AN11A reHeTn4eCckoro KOHCynbTnpoBaHWA POACTBEHHUKOB U3 Fpynnbl pycKka 1 npe-
HaTaJIbHOro TeCTpoBaHNA 6ep6MEHHOCTI/I C BbICOKM PUCKOM.

B 3AKJTIOMEHUE

JaHHbIN KAMHNYECKNIA CyYaln UNNIOCTPUPYET, YTo noBpexaeHune reHa IMPG1, BepoAT-
HO, BCTpeYaeTca yalle, YeM NPUHATO CUMTaTb, MOXKET Bbi3blBaTb 3aboneBaHne B TOM Yncie
1 B [leTCKOM BO3pacTe. [eHeTnYeCKUin aHanm3 He MPOTUBOPEUMNT KIMHNYECKOMY iNArHo3y
«makynognctpodua becta», nuiub nofguyepKMBaeT BaKHOCTb NPOBEAEHMA JaHHOTO nccre-
[0BaHMA ANA NOHUMaHWA NPUYNH BO3SHUKHOBEHNWA, TeYEHWA, PaCcnpoCTPaHEHHOCTA U Ha-
cnepoBaHuA 3aboneBaHus.
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