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WccnepoBaHue PesynbTat KomMmeHTapuit
MUrMeHTHas gereHepaunsi  CM.KOMM. MpoBoAMNOCh UCCneaoBaHMe Ha NpeaMeT BbisiBNeHNs MrMeHTHoOw
CeTyaTku JereHepaumnmn ceTyaTKu.

Pe3ynbTaT npunaraercst Ha OTAENbHOM b1aHKe.
BHuMaHne! B 3neKTpOHHOM aK3eMnnspe 6r1aHka Ha3BaHWe UCCefoBaHNs COAEPXMT CCbINIKY Ha CTPaHWULY caliTa C OnncaHueM
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Onucanue

[TanuenTtka nporectupoBana B HezaBucumoii naboparopuu
«MHBUTPO» Ha Hann4ue 4acThIX MyTalllil, OTBETCTBEHHBIX 32 PA3BUTHE
MUTMEHTHOM Jierenepanuu cetyaTku (Tect Ne 7853RP2).

IIpoTrecTUPOBAHBI IeHbI:

e ABCA4:¢.1622T>C (p.Leu541Pro), ¢.1957C>T (p.Arg653Cys), ¢.3113C>T
(p.Alal038Val), ¢.4469G>A (p.Cys1490Tyr), ¢.5882G>A (p.Gly1961Glu);

e RPEG5: c.11+5G>A, ¢.272G>A (p.Arg91GIn), ¢.304G>T (p.Glu102*),
c.370C>T (p.Argl24*);

e GYCY2D: c.2944+1del;

e CEP290: ¢.2991+1655A>G (p.Cys998™);

e CNGAS3: c.1641C>A (p.Phe547Leu);

e CNGB3:c.819 826del (p.Arg274Valfs*13), c.1148del (p.Thr383llefs*13);
e PDEG6H : ¢c.35C>G (p.Serl2*);

e CRBL1:c.2480G>T (p.Gly827Val), ¢.2843G>A (p.Cys948Tyr)

IlurmenTHasi JereHepanmMsi CceT4YaTKM — OTO TpyNla HACIEICTBEHHBIX
3a00JIeBaHUM CETYATKU IJ1a3a, 00YCIOBJICHHBIX JETCHEPATUBHBIMU W3MEHECHUSIMU
(GOTOpEENTOPHBIX  KJIETOK MUTMEHTHOTO DJNUTEIUsS U OPUBOIAIIUX K
3HAYUTEIIHHOMY CHUKEHUIO OCTPOTHI 3PEHUS.

3abosieBaHue J€OIOTUPYET CHIIKEHHEM OCTPOTHI IIEHTPAIBHOTO 3pEHHUs, Kak
npaBuJio, B Bo3pacte 7-9 net (uHora B 6osee nmo3aHeM Bo3pacte — 110 20 neT), 3aTeM
MEJUICHHO  MPOTPECcCUpyeT C  TNPHUCOCAWHEHHEeM  TpyObIX  HapylIeHUM
LBETOOLIYIIEHUSI Ha BCcE 1BeTa. KIIMHMYECKUMU MPOSBICHUSMHU TAKKE SIBIISIOTCS
dboTodobus, mnapareHTpaidbHas CKOTOMa W cjadas afanTanus K TEMHOTE.
N3MeHeHNsT Ha TJIa3HOM JIHE XapaKTepU3yrTCSd, B TOM YHCIIE, MOSBICHUEM
YKEITOBATO-0EJIOBATHIX TOUEK M MOJIOC C M3BMEHEHHUSIMU B MaKyJISIPHON 00JIacTH WA
6e3 nux («fundus flavimaculatusy).

K BO3HMKHOBEHHWIO JaHHOTO 3a00JICBaHUS TMPUBOAAT MyTanuu B reHe ABCA4
(ABCR). Ha cerogusmHuii aeHb u3BecTHO Oojiee 400 pa3HbIX MyTalUil B TeHE
ABCA4, npuBoAsIIMX K HACIEACTBEHHBIM aOHMOTPO(USIM CETUATKHU.

3aboJieBaHUE HACEIYETCS IO ayTOCOMHO-PEIIECCUBHOMY THUITY.

Takke K HaclneACTBEHHBIM (hopMaM MUTMEHTHOM JIeTreHepalui CETYATKU MTPUBOISAT

mytanuu B renax RPEG5, GYCY2D, CEP290, CNGAS3, CNGB3, CRB1 u ap.



MH3 999999999
B pe3ynbTaTe ucciaenoBaHusi MyTaiuii He 0OHAPYKEHO:

AOHK DUO 17 4acTeIX NATOreéHHELIX BAPHAHTOR

IRD_374 He BLIABNEHO

[lony4yeHHBIH pe3ynbTaT HE HCKIIOYAECT NMUTMEHTHYIO JIETE€HEPAlHI0 CETYATKU Y
NAIMeHTKH, TaK KakK OBbUIO MPOBEIECHO TECTUPOBAHUE YACTBIX MYyTaluil, a
KJIMHUYECKHE TPOSIBICHUS TEOPETUYECKH MOTYT OBITh OOYCIOBJICHBI APYTHUMH,
0osee peIKUMHU MyTalUsIMU.

I[J]H IMOJIYy4YCHUA I[OI'IOJIHHTGJIBHOﬁ PIH(I)OpMaIII/II/I IO pE3ylibTaTaM TCCTHUPOBAHUA
PCKOMCHAYCTCA O4YHAA KOHCYJIbTAallWA Bpada-ICHCTHUKA.
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