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NccnepoBaHue PesynbTar KoMMeHTapuit

MurmeHTHas aereHepaums CM.KOMM. MNpoBoannocb nccnefoBaHne Ha NPeaMeT BblsIBIIEHUS
ceTHaTku MUrMEHTHOMN AereHepaLmn CETHaTKM.

Pe3ynbTaT npunaraeTcs Ha oTAenbHOM 6raHke.

BHuMaHne! B a3neKTpOHHOM 3K3eMnnsipe 6/1aHKka Ha3BaHUE UCCef0BaHNS COAEPXMUT CChIIKY Ha CTpaHULY caiTa
C onmncaHneM nccneaoBanus. http://www.invitro.ru/

PesynbTaTbl NCCnenoBaHnii He SBMSOTCS AnarHo3om, Heobxoamma KOHCY/bTauuda cneunanncra.
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Onucanmne PE3YJIbTATOB UCCJICAOBAHUA
HH3 999999999

®.N.0., 2008 r. p., obcnenoBaica B OO0 «HezaBucumas nadoparopust UHBUTpO»
c uenplo moucka vacteix MyTranui B 8 reHax (ABCA4, BEST1, RPEG65, GYCY2D,
CEP290, CNGA3, CNGB3, CRB1), oTBETCTBEHHBIX 3a MUITMEHTHYIO JETCHEPAIHIO
cetyatku (mpoduip Ne 7853).

[lurmMeHTHas HereHepanusi CEeTYaTKh — TETEPOreHHAsl rpylia HACJEICTBEHHBIX
3a0oneBaHuii. OHM XapaKTEPU3YIOTCS 3HAUUTEIIBHBIM CHUKEHHEM OCTPOTHI 3pEHUS,
OBICTPO MPOTrPECCUPYIOT, COIIPOBOKAAIOTCS IETEHEpAIIME CEeTYaTKHU I1a3a, MPUBOIAIIEH
K TIOJIHOM moTepe 3peHusi. B ceTuatke ria3a NpouCcXoAUT OTJIOXKEHUE IIIbI00K MTUTMEHTa
B BUJIC TaK Ha3bIBAEMBbIX «KOCTHBIX TEJICID.

VY Takux OOJIbHBIX BBISBIAIOT CYKEHHE TPAHUIl TOJIEH 3pEHHUs], PE3KOE CHUKEHUE
TEMHOBOM afnanrtanuu. [lepenHnii OTpe30K ria3a u NpeIOMIISIOIINE CPE/Ibl, KaK TPaBUIIO,
HE M3MEHEHBI, a Ha TJa3HOM JIHE, MPEUMYIIECTBEHHO Ha mepudepun, oOHAPYKUBAIOT
«KOCTHBIE TEJbI[a», YEPHbIE MTUTMEHTHBIE OTPOCTYATHIE 00PA30BaAHMUS .

AHK ®.1.0. 16 yacTbIX NaTOreHHbIX BApuaHTOB

IRD_1.1 HE BbISIBNIEHO

HpOBeI[eHO HCCICAOBAHUC HA HAJIMYNUC YaCThIX IIATOI'CHHBIX BAPHUAHTOB B I'CHAX
ABCA4 (NM_000350): ¢.1622T>C (p.Leu541Pro), c¢.1957C>T (p.Arg653Cys),
c.3113C>T (p.Alal038Val), ¢.4469G>A (p.Cys1490Tyr), ¢.5882G>A (p.Gly1961Glu);
BEST1 (NM _004183): ¢.297C>A (p.Asn99Lys); RPE65 (NM_000329): c.11+5G>A,
.272G>A (p.Arg91GIn), ¢.304G>T (p.Glu102*); GYCY2D (NM_000180): c.2944+1del;
CEP290 (NM_025114): c¢.2991+1655A>G (p.Cys998*); CNGA3 (NM_001298):
€.1641C>A (p.Phe547Leu); CNGB3 (NM_019098): ¢.819 826del (p.Arg274Valfs*13),
c.1148del (p.Thr383llefs*13); CRB1 (NM_201253): ¢.2480G>T (p.Gly827Val),
€.2843G>A (p.Cys948Tyr), peructpupyeMbiXx MpU Pa3NUUHBIX (POopMax MUTMEHTHOMN
ACTCHECpAal CCTUATKH.

[TaTOoreHHbIX BapUAHTOB HEe 00HAPYKEHO.

HpOBeI[eHHOG HCCIIEA0BAHUEC IIOJIHOCTBIO HE HCKIKOYACT AJUAarHo3 IMUTMEHTHOH
ACTCHCPpAllM CCTYATKH, TaK KadK BO3MOXKHO HAJIHW4YHUC ooiee PCAKHUX MYTaHHﬁ,
MNPpUBOAANIMX K PA3BUTHIO JAHHOI'O 336OHeBaHI/Iﬂ, dHaJIN3 KOTOPBIX HEC OBLI IIPOBCACH B
paMKax JaHHOI'O TCCTa.

[Tpu HEOOXOUMOCTH MOTYUYEHHUS JOTOTHUTEIBHOW WHGOPMAITUH 110 pe3yJbTaTaM
HCCJICTOBAHUA PCKOMCHIOBAHA OYHAA KOHCYJIbTAallA Bpada-rcHCTHKaA.

K.m.H., Bpau-reHeTuk MLII. / Iloamnuce



