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Clinical and genetic characteristics of 14 patients from 13 Japanese families

with RPGR-associated retinal disorder: report of eight novel variants.

RPGR BT EEBEEELET 5 HARAANBRED 13 FZ 14 FlOBERNE L OSEEFH
B 8 SO REKORE

[ F]

BEEMMEEZE £ (inherited retinal disorder: IRD) %, fREELDO EELRFE TH D57,
T % retinitis pigmentosa GTPase regulator (RPGR) Bi=TI%. X EEHME IRD OFEEXR
JREEET Th D, AME. EERAIZ IRD & 2B S 41, 2008 225 2018 DO HAMIZ Japan
Eye Genetic Consortium (Z & #k SV /ZJERI D 5 &, whole exome sequencing % ZE i L 72 H
AN T30 KR 1294 Bl xt5 & L. RPGR BinFEEMERE (RPGR-RD) H£E DERIK
BB X OEBRFRFBROBELHRE L, 7305205 6 13 5% (14 floREE) I
RPGR BT OFREMERERBRHIN, 3FRNL, TNETNERD 13 0EENFEE
STz, 13ERD 5 B ExonS-14 8N D 6 BE (46%) . ORF1S5 fHIE L 7 E R (54%)
M[EE S 4, Exon5-14 fRIRD 6 DDZEREM, ORF15 fHIKD 2 DOERKITHHOLR
EKTHotz, 14FIOFREEED > B, 86512 RP, 64128 CORD DEHEAEZZL TEY,
RHEALEBICFRLBELZRD, ZDX D ITEAMERD RPGR-RD AR — MIIBNT
MR ENT-HHRECFERIZIBRNGEE DBGFHEELTET S0 LFERTITT
W5,

Kiwd, BARICHEEFHICOEERFHRANTEIN TR Y, FAEmET 5
Ho LHET LT,






