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Genetic characteristics of retinitis pigmentosa in 1204
Japanese patients
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M 328 ME (Retinitis pigmentosa: RP) 13, MO ZEMEIZ L0 1T M O HLR R E
EETTEBEORBR T, e REaERE80 ML EOFRRKE R TN HRE I N
TWb., /77 ADRPIZOWTIE, BIRAIBREBZKMA LY HIENZ ERRE
NTWDER, B ROEFMINIIEIZZEOENZ AW RIENPLETH 5.

HEEE 1T, BARNEIER DL1%IZF Y T 51,2044 (2% LT, BEAIFIA s 7831
OFRE Z it RIC~ L FF L w7 2 PCREKRMN Y —r =S —F W& —4
v NV = T ERToTe, EORER, STEAR T H 2 350FHEH D ik i 4 B3 R E
SNz, INHOFRMERICESS BEBNZK ZEREICITo72 & 2 A, 38EET
H1 D 200FE K D I A B K - T356EH] (29.6%) D BARIEIN Z i T X 7=, fifik
JIE 1 0 65.4% 72 EYS, USH2A, RP1L1, RHO, RP1, RPGROZE R A2 H L T\ Z &b, H
EHITING6EETHAHAARPO TEARFKBELE T THD EE LT, BROMEEE
(RN 2 &, Y o (R PE T 2450 B v I, EYSO Bl AA 3 25 B 2 FE % [ p.(Ser1653fs)
Ep.(Tyr2935*)] , 4BETHOET U7 AR RAZE R [USH2A p.(Gly2752Arg), RP1
p.(Arg658+*), EYS p.(Gly2186Glu), PDE6B p.(Ile535Asn)] 3 J (RUSH2A [p.(Cys934Trp)]
NIEFILL ETRWE & h, IRIEF DO645% N Z N HTHEOERZH L T\,
— 0, HY R EBEMESSE B Tk, 438z DAL R [RHO p.(Pro374Leu), RP1
p.(Arg872fs), CRX p.(Arg41Trp), PRPF31 p.(Gly38fs)] 2 =N F I AEFILL E TRV X
NN, ZhHOERITIVTFREET 7 AEHICBWTH ZRUADERIZE N
THHMRTH DI D THZ2 NV T hThHo 7z,

UEDORERIZT, BARAORPO FEFTKBIRFZH LML, BT U7 ANFFER 72
EROBEMA TR LELEROOIMFELEZEZOND.

KR LIZHONWTOREBRIZINTIE, ETRAR - HiE - EEFER R SIZOWTHEE
IR &R D72, FtW T, KRBT B A RBLRD GRS A K N Z AU B L 7= FI1H
[ZOWTHE A OD-ERZ1TRo 720, Wz o0 T bl e XX EE a5, £z,
AAFIE D EEE % HahE BN Y L2 2 LB T & 7=,

LT, AELZEGHOME, HRIIGHK L E L.



