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WccnepoBaHue PesynbTat KomMmeHTapuit

bonesHb LWTaprapaTa CM.KOMM. lNpoBoannocb nccnenoBaHne Ha NpeaMeT BbisiBIeHNS bonesHu

LLtapraparTa.
Pe3ynbTaT npunaraetcs Ha OTAeNbHOM 6naHke.

BHuMaHve! B 3neKTpoHHOM 3K3eMnispe 61aHKka Ha3BaHWe nccneaoBaHus COAEPXUT CCbIIKY Ha CTpaHuUy caliTa C onMcaHueM

mnccnenoBaHus. www.invitro.ru
Pe3ynbTaThbl UCCEN0OBAHUIN He SABNAIOTCA AMArHO30M, HeObX0aAMMa KOHCYbTauus CreLuanmcTa.

M.M. / Noanuck Bpaya

cTp.1m3l


https://www.invitro.ru/analizes/for-doctors/1007/7592/
http://www.invitro.ru/
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Onucanue

[Tanment mporectupoBan B HezaBucumoit 1abopatopuu
«MHBUTPO» Ha Hanu4ue 4acThIX MyTalllil, OTBETCTBEHHBIX 32 PA3BUTHE
MUTMEHTHOW JIET€HEpal CETYaTKH, B TOM YHCJIE MPUBOASIINX K BOSHUKHOBEHUIO
6one3nu lraprapara (mpoduis Ne 7819ABCA4)

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 RPE65 : C.11+5G>A, ¢.272G>A (p.Arg91GlIn), ¢.304G>T (p.Glu102%),
c.370C>T (p.Argl24*);

e GYCY2D: c.2944+1del;

e CEP290: c.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:¢.2480G>T (p.Gly827Val), ¢.2843G>A (p.Cys948Tyr)

boaesns Wraprapara sBmsercs oaHOW U3 Hambojee 4YacThiXx (GopMm
HACJIEJICTBEHHBIX MUTMEHTHBIX JE€re€HEpaluidi CETYATKU U MPOSIBISAETCS B JETCKOM U
mosiofoMm Bo3zpacte (7-20 ner). 3aboneBanue NeOIOTUPYET CHIKEHHEM OCTPOTHI
LEHTPAJbHOTO 3pEHHUs, KaK MpaBUio, B Bo3pacte 7-9 ner, 3areM MEIJIEHHO
MPOTPECCUPYET C MPUCOECIAUHEHUEM IPYObIX HAPYIIEHUN LIBETOOUIYIIEHUS HA BCE
nsera. KiuHWYECKMMM  TPOSBICHHSIMH  Takxke  ABISIOTCS  (poTtodobdus,
napareHTpajibHas CKOTOMa U ciadast aganTanus K TeMHOTe. I3MeHeHus Ha rl1a3HOM
JTHE XapaKTEepPU3YIOTCs, B TOM YHCIIE, OSBICHUEM KEITOBATO-0€I0BATHIX TOUYEK U
MOJIOC C M3MEHEHUAMH B MakyJspHoM oOnactu win 6e3 Hux («fundus
flavimaculatusy).

K BO3HUKHOBEHHIO JaHHOTO 3a0oJieBaHUs MPUBOAAT MyTaluu B reHe ABCA4
(ABCR). Ha ceronnsiiianii neHb u3BecTHO Oosiee 400 pa3HBIX MyTalluii B reHe
ABCA4, npuBoAsSIIMX K HACIEJCTBEHHBIM aOMOTPO(HSIM CETYATKH.

3a0oJieBaHKE HACIIEAYETCS IO ayTOCOMHO-PELIECCUBHOMY THUITY.

Taxoke K HacneACTBEHHBIM (hOpMaM MUTMEHTHOM JIeTeHepaIiii CETYaATKH TTPUBOIST

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



MH3 999999999
B pesynbrare ucciaegoBaHus MyTalluii He 0OHAPYKEHO:

OHK DHUo 17 HacTbIX NaToreHHbIX BAPHUAHTOB

IRD_311 HE BLIABMNEHD

HOJ'Iy‘IeHHI)II\/'I PE3YyJIbTaT HC HCKIIHOYACT IIUITMCHTHYIO ACTCHCPALMIO CCTUYATKH Y
InanucHTa, TaK Kak OBL10 IMpOBCACHO TCCTUPOBAHUC YaCTbIX MYTaHHﬁ, a
KIIMHUYCCKUC IIPOABICHHUA TCOPCTHUYCCKH MOI'YT OBITH O6YCJ'IOBJ'ICHBI APYIUMH,
Ooee PCAKUMU MYyTallUsAMHU.

I[JISI IMOJIYy4YCHUSA HOHOHHHTCHLHOﬁ HH(i)OpMaHI/II/I 10 pe3yiibTaTaM TCCTHPOBAHUA
PCKOMCHAYCTCA O4YHAA KOHCYJIbTAallWA Bpadad-IrCHCTHUKA.

Bpau-renerux



