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Mon: Myxx

Bospacr: 50 ner

NH3: 999999999

[ata B3aTus obpa3ua: 02.02.2023

[ata noctynnenus obpasua:  03.02.2023

Bpau: 21.02.2023

[aTa neyatu pesynbTaTa: 03.03.2023

WccnepoBaHue PesynbTat KoMMeHTapuit

AbunoTpodus ceTyaTkm, Tvn CM.KOMM. MpoBoannoOCk UccnefoBaHNE Ha NpeaMeT BbiSIBNIEHUS
®paH4ecKkeTTn AbuoTpodun ceTyaTkm, TMN GpaHYECKETTL.

Pe3ynbTaT NpunaraeTcs Ha OTAeNbHOM 6/1aHKe.

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUe UCCeNoBaHNs COAEPXMUT CChIIKY Ha CTpaHULY canTa
C onucaHmeM uccnenoBanus. http://www.invitro.ru/

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABJTIAKOTCA ANArHO30M, Heobxoanma KOHCY/bTauusa cneunasancra.
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https://www.invitro.ru/analizes/for-doctors/990/7565/
https://www.invitro.ru/analizes/for-doctors/990/7565/
http://www.invitro.ru/

Onncanue pe3yjibTaTOB UCCJIET0OBAHUSA
MNH3 999999999

®.U.0., 1973 r. p., nporectupoBan B HezaBucumoii maboparopuu « MTHBUTPO» Ha
HAJIMYUE YaCThIX MYTalldd, OTBETCTBEHHBIX 3a PAa3BUTHE IMHMTMEHTHOW JeTeHEpaIuu
CETYATKH, B TOM YHCJIC IPHBOJANIMX K BO3SHHKHOBCHHIO aOMOTPO(MUU CETYATKH THIT

®panueckertu (mpodwis Ne 7803ABCA).

HpOTGCTHpOBaHLI 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);

RPEG5 : 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)

AbGuotpodus cetyatku TN PpaHUECKETTH OTHOCUTCS K TPYMIE HACIEACTBEHHBIX
3a00JIeBaHUIN CETYATKW TJla3za, OOYCIOBJEHHBIX J€T€HEPATUBHBIMU H3MEHECHUSIMU
(bOoTOpEENTOPHBIX KIETOK MUTMEHTHOTO AMUTENUS W MPUBOASIIUX K 3HAYUTEILHOMY
CHIKEHHIO OCTPOTHI 3pCHUS.

3a0osieBaHUE HAYMHACTCS CO CHIDKEHHUS OCTPOTHI ILIEHTPAJIBHOTO 3pEHUSs, Kak
npaBuio, B Bo3pacte 7-9 ner (uHorga B Oosiee mo3aHeM Bo3pacte — g0 20 jer),
nporpeccupoBanre MeayieHHoe. [lo3ke MpUCOETUHSIIOTCS BBIPAKEHHBIC HapYIICHUS
[[BETOOINYIICHUS] Ha Bce IBeTa. Ha TmasHoM gHEe B 00OMX TJia3axX TMOSBIISIOTCS
MUTMEHTUPOBAHHBIE KPYTIbIE TOYKH, YYACTKU JACTUTMEHTAIIMH W aTpOpUU CETUATKH,
COUCTAIONIMECS] YacTO C OKEITOBATO-0€IOBaTHIMM TOYKAMU M TOJOCAaMH B
napamaxkyJsIpHOW 30He, MaKyJISIpHON 00J1acTH.

K BO3HHMKHOBEHHWIO JaHHOTO 3a00JIEBaHUS MPUBOAAT MyTanuu B TeHe ABCA4
(ABCR). Ha ceroansimauii geHb u3BectHo 0osee 400 pasHbix myTaiuii B rene ABCA4,
MPUBOSIINX K HACIEACTBEHHBIM a0MOTPO(DUSIM CETUATKH.

3a0oeBaHue HacleIyeTCs IO ayTOCOMHO-PELIECCUBHOMY THITY.

Takxe K HaCJIEJACTBEHHBIM (popMaM MUTMEHTHOM JiereHepaIuy CeTYaTKu IPUBOIST
myTtanuu B reHax BEST1, RPEGS, GYCY2D, CEP290, CNGA3, CNGB3, CRB1 u ap.

B pe3ynbrate ucciaeqoBaHus MyTaluil He 00HAPYXKEHO:

OHK ®.1N.0. 16 yacTbIX NaToreHHbIX BApUaHTOB

IRD 4.1 He BbISIB/IEHO




[Tony4yeHHBIM pe3yabTaT HE HCKIIOYAET MUTMEHTHYIO JEreHepaluio CeTYaTKu y
NalMeHTa, TaK KaKk ObUIO MPOBEICHO TECTUPOBAHUE YACTBHIX MyTallui, a KIMHHUYECKUE
NPOSIBJIICHUSI TEOPETHUYECKH MOTYT OBITh OOYCJIOBJICHBI JAPYTUMH, 0OJiee pPEeIKUMU
MYTaIUSIMU.

Jlis mogydeHus! AOMOJIHUTENbHON HMH(OpMAaLUU MO pe3ysibTaTaM TECTHPOBAHUS
PEKOMEHAYETCS] OYHASI KOHCYJIbTAllMsl Bpaya-reHEeTUKA.

K.M.H., Bpau-reHeTHK ML.IL. / [Toamuck



