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Mon: Myxx

Bospacr: 21 rop

NH3: 999999999

[ata B3aTus obpa3ua: 16.01.2023

[ata noctynnenus obpasua:  18.01.2023

Bpau: 09.02.2023

[aTa neyatu pesynbTaTa: 01.03.2023

WccnepoBaHue PesynbTat KoMMeHTapuit

bonesHsb LUTaprapara CM.KOMM. MpoBoAMNOCH NUCCNefoBaHNe Ha NPeaMET BblsiBlieHUs bonesHu

LTaprapara.
Pe3ynbTat npuiaraeTcs Ha oTAaenbHOM 6naHke.

BHuMaHuve! B aneKTpoHHOM ak3eMnnspe 611aHKa Ha3BaHWe UCCNIeA0BaHMS COAEPXXMUT CCbIIKY Ha CTPaHWLY caiTa

C onucaHmeM uccnenoBanus. http://www.invitro.ru/

Pe3yanaTbI VICC}'IeﬂOBaHVIﬁ HE ABNAKTCA ANArHO30M, Heobxoanma KOHCYNbTauua cneunaancra.
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M.IM. / MNoanuce Bpaya


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

Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA
MNH3 999999999

®.N.0., 2002 r. p., mpotectupoBan B HezaBucumoii maboparopuu « MTHBUTPO» Ha
HAJIMYUE YaCThIX MYTalldd, OTBETCTBEHHBIX 3a PAa3BUTHE IMHMTMEHTHOW JeTeHEpaIuu
CETYATKH, B TOM YHCJIC MPUBOIANINX K BOSHUKHOBEHHIO 0oJie3Hu [lTaprapara (mpoduiib

Ne 7819ABCA4).

HpOTeCTHpOBaHLI I'CHbI:

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

BESTL1 : ¢.297C>A (p.Asn99Lys);

RPEGS : c.11+5G>A, ¢.272G>A (p.Arg91GIn), ¢.304G>T (p.Glul02%*);

GYCY2D : ¢.2944+1del;

CEP290 : ¢.2991+1655A>G (p.Cys998%*);

CNGA3 : c.1641C>A (p.Phe547Leu);

CNGB3 : ¢.819 826del (p.Arg274Valfs*13), c.1148del (p.Thr383llefs*13);

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

bonesns HlTaprapara siBnsieTcs 0IHOM U3 Hanbosee 4acThiX (POpM HacIeACTBEHHBIX
MUTMEHTHBIX JIETCHEPALINI CETYaTKU U MPOSIBIISIETCS B IETCKOM M MOJIOJI0OM Bo3pacte (7-
20 net). 3aboneBaHue AEOIOTUPYET CHMIKEHHWEM OCTPOTHI IIEHTPAJIBLHOTO 3pPEHUS, Kak
npaBuio, B Bo3pacte 7-9 5er, 3aTeM MEMJIEHHO MPOTPECCUPYET C MPUCOEAUHEHUEM
rpyObIX HapyIIEHUN LBETOOILIYIIECHHS Ha Bce lBeTa. KIMHUYECKMMU MPOSBICHUSIMU
Takxke sBisOTCS (potodoOusi, mapaineHTpaibHas CKOTOMa M cjabas ajanTanus K
TeMHOTE. MI3MeHEeHHsI Ha TJ1a3HOM JIHE XapaKTEepU3yIOTCA, B TOM YHCIIE, MOSBICHUEM
KEJITOBATO-0EJIOBATHIX TOYEK M MOJIOC ¢ U3MEHEHUSIMUA B MaKyJISIpHOU 00JacTH uiu 0e3
Hux («fundus flavimaculatusy).

K BO3HHMKHOBEHHWIO JAHHOrO 3a00JIEBaHUS MPUBOAAT MyTaluu B reHe ABCA4
(ABCR). Ha cerogusinuii neHb u3BectHo 0osee 400 pa3ubix myrtanuii B rene ABCA4,
MPUBOJSIIUX K HACIEACTBEHHBIM a0UOTPO(DUSIM CETUATKH.

3a0oJieBaHrE HACIIEAYETCs IO ayTOCOMHO-PELIECCUBHOMY THUITY.

Taxoke Kk HacIeACTBEHHBIM (JOpMaM MUTMEHTHOM JIeTeHEPAIIN CETYATKH MPUBOJISAT
myTtaruu B rerax BEST1, RPEG5, GYCY2D, CEP290, CNGA3, CNGB3, CRB1 u ap.

B pesynbraTe rccnenoBanus MyTaluii He 0OHAPYKEHO:

AHK ®.1.0. 16 yacTbix NaToreHHbIX BApUaHTOB

IRD_3.1 He BbISIB/IEHO




[Tony4yeHHBIM pe3ynbTaT HE HCKIIOYAET MUTMEHTHYIO JEreHEepaluio CeTYaTKu y
MaIlMEeHTa, TaK KaK ObLJIO MPOBEIECHO TECTUPOBAHHUE YACTBIX MYTAlMi, a KIMHUYECKHUE
MPOSIBJIICHUSI TEOPETHUYECKH MOTYT OBITh OOYCJIOBJICHBI JAPYTUMH, OOJiee pPEeIKUMU
MYTaIUSIMU.

Jlis mogydeHus! JAOMOJHUTENbHON HMH(OpMAaLUK MO pe3ybTaTaM TECTHPOBAHUS
PEKOMEHAYETCS] OYHASI KOHCYJIbTALlHsI Bpaya-reHEeTUKA.

K.M.H., Bpau-reHeTux ML.IL. / [loamuck



