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WccnepoBaHue PesynbTat KomMmeHTapuit

AbroTpodust ceTyaTKn, TUNM CM.KOMM. MpoBoAMIOCH MCCneaoBaHne Ha NpeaMeT BbisirieHns Abnotpodun
®paHyeckeTTH ceTyaTku, TMn OpaHYecKeTTy.

Pe3ynbTaT npunaraeTcst Ha OTAENbHOM b6/1aHKe.
BHuMaHne! B 3neKTpOHHOM aK3eMnnspe 6r1aHka Ha3BaHWe UCCefoBaHNs COAEPXMT CCbINIKY Ha CTPaHWULY caliTa C OnncaHueM

ncecneaoBaHus. www.invitro.ru
Pe3ynbTaThl UCCNEOBAHUIN He SABNAOTCA AMArHO30M, HEO6X0AMMa KOHCYbTauus CreLuanmcTa.
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MH3 999999999
Onucanue

[TarmenT nporectupoBan B HezaBucumotii naboparopuu
«MHBUTPO» Ha Hanu4me 4acThIX MyTalWid, OTBETCTBEHHBIX 34 Pa3BUTHE
IIATMEHTHOW JIET€HEPAallM CETYATKH, B TOM YHCJIE PUBOIAIINX K BOSHUKHOBEHUIO
abuotpoduu cetuarku Tun OpandeckeTtr (Mpoduias Ne 7803ABCA)

HpOTeCTHpOBaHLI I'C¢HBbI.

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

e RPEG65: c.11+5G>A, ¢.272G>A (p.Arg91GIn), ¢.304G>T (p.Glu102*),
c.370C>T (p.Argl24*);

e GYCY2D : c.2944+1del;

e CEP290: c.2991+1655A>G (p.Cys998%*);

e CNGA3: 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:¢.2480G>T (p.Gly827Val), c.2843G>A (p.Cys948Tyr)

Aouorpodpuss ceryarkm THN @OpaH4YeCKeTTH OTHOCUTCS K  TpYIIe
HAaCJIEICTBEHHBIX 3a00eBaHUM CETYaTKH rJiasa, 00yCIIOBIIEHHBIX
JIETCHEPATUBHBIMU ~ M3MEHEHUSIMU  (DOTOPELCTITOPHBIX ~ KJIETOK IMMUTMEHTHOTO
AMUTENUS U MPUBOISIINX K 3HAUUTEIIbHOMY CHUYKEHHUIO OCTPOTHI 3pEHMUSI.
3aboeBaHMe HAYMHACTCS CO CHUKEHHUS OCTPOTHI IIEHTPAJIBHOTO 3pEHUs, Kak
MpaBWio, B Bo3pacTe 7-9 ner (uHorja B Oosee mo3aHeM Bo3pacte — 10 20 jer),
nporpeccupoBanue  MeqieHHoe.  [lo3zke  MPUCOENUMHSAIOTCS — BBIPAKEHHbIE
HapylIeHUsl LBETOOIIYIIeHUs] Ha Bce mBeTa. Ha rmazHom aHe B 00ouX Tiazax
MOSIBJISIFOTCST MMUTMEHTUPOBAHHBIE KPYIJIbIE TOYKHU, YYaCTKH JEMUTMEHTAllUd U
aTpouu ceTyaTKH, COUYETAIOIIMECS YacTO C KEJITOBATO-OeNOBaTHIMU TOYKAMHU U
M0JIOCaMU B TTapaMaKyJISIPHOM 30HE, MaKyJISIPHON 00JIacTH.

K BO3HHMKHOBEHHWIO JAHHOTO 3a00JIeBaHUs MPUBOASAT MyTanuu B reHe ABCA4
(ABCR). Ha ceromnsiiianii 1eHb u3BecTHO Oosiee 400 pa3HBIX MyTaluii B reHe
ABCA4, npuBoAsSIIMX K HACIEJCTBEHHBIM aOMOTPO(HSIM CETYATKH.

3a0oJieBaHKE HACIIEAYETCS IO ayTOCOMHO-PELIECCUBHOMY THUITY.

Taxoke K HacIeACTBEHHBIM (hOpMaM MUTMEHTHOM JIeTeHepaIlii CETYATKH MPUBOISAT

myTtauuu B reHax RPEG65, GYCY2D, CEP290, CNGAS3, CNGB3, CRB1 u np.



MH3 999999999
B pe3ynbTaTe ucciaenoBaHusi MyTaiuii He 0OHAPYKEHO:

OHK oo 17 YacCTbiX NATOreHHbIX BAPUAHTOB

IRD_294 HE BbISIBNEHO

HOqueHHBIﬁ pE3yJibTaT HC HCKIIOYACT IMUIMCHTHYIO ACTCHCPAIUIO CCTUATKU Y
nmanueHra, TaK KakK OBLI10 MMPOBCACHO TCCTUPOBAHUC YACTBIX MYTaL[I/Iﬁ, a
KIIMHUYCCKUC IIPOABICHHUA TCOPCTHUYCCKH MOI'YT OBITH 06YCJ'IOBJ'ICHLI APYIUMHU,
Ooiece PCAKUMU MyTallUsAMHU.

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