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Visual outcomes in Japanese patients with retinitis pigmentosa and Usher syndrome
caused by USH2A mutations

(USH2A oA RIC L HMRGETREMR LT v v —EGEHO AARNDEITE
F % HAERRERF )

ML ONKDEE
LI U ®iz]

HANEL (0 35 25 M (Retinitis Pigmentosa, RP) (3., AN & M a3 B OREZ OV F
AMEICRE T DB B0, EITHEORE T, K - $EEROEMIZD 5 HITF R ME
MRS SO AERHER S A b e 7 ¢ OFFEE D, RPITKE B HIHIERD Z
ENL L EATT D EROMEICHIBF I L, EEIINTRIIZED Z LA Z0N
IREHEIL Tl & EEREE TH 5, BB ULH Ye a8 (autosomal dominant,
ad). YLt R% 1 (autosomal recessive, ar), XESEMENHISN D, — ., T v v
¥ —JEMERE(Usher Syndrome, USH) i, RP (Z& & #EE &2 A 095 ar D@ fatEr R
T, JEMEME RP O TR OBENE Y, USH ITEEEOFRE & A e RErE S o
HEIZ LY 13T pF S, BOK T 2 BI(USH2) DB D e B 20,

ZHVE TITEE 2 72 NFED RPR° USH2 (Z%f L Ciltfm 1-FfEMT 23T 4oL RP 12 87

USH (Z 13 fEH D JR K& S 123 FIE STV 5 (2016 45 H 6 HIRR), ITHED HA
NBHE QLT OFEF, USH2A B4 A3 USH2 X° RP O EERFKD 1 > Th
%D 5 s & 72 o 7= (Nakanishi et al., 2009, Zhao et al., 2014), k% 7¢ NFEIZFS1T
% USH2A FHIZ K 5 RP DERFRIGDORE A THNTE 7225, USH2A RFEIZ LD
AN RP OERRIG OFEM 72 EHI 2, A EF 4 13 USH2A BE 1285 2 AD
FEIEMENE RP & 11 A USH2 O A AR NEEZ OMIRBEEZW O 2 F L AT,
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A TITIERER KRZOMHEE SN LEAREETBY, ~ LY UFESIC
o TEM LTz, /2. WA L2 TOEREICH LEMATCA > 7 4+ —Lo K2
ey MEER TR, RUBRE, T N~ CREPRRA, IR AT SRR A
IR AR AT . T 15 87 & F A5 (Optical Coherence Tomography, OCT). 8/l X
(electroretinography, ERG) % H\ N CERRBUIZ RN L 7=, = —/b R~ Ui Cf5
SNT-HEFOmEZ Imagel # W TEE(L L, EFEHEOLO LG LT,

RP O IEfE 728 s F 2 W 1T B S DAL D JRIKE s 7153 2 HEfR A 72 it
IMLETH D, 2 NOIFIEGENE RP IFBEIZ USH2A D4 73 =&V 2o\ TH v
H—k % e UJRIK A B % R E LTV 5 A3 (Zhao et al., 2014), fth o JFR K& {5 7D
FhHERFTT 24, ERERORIKELT 74 B2 frtge e Lic2—7 v b
— 7 = v 7 (targeted sequencing, TS) % 340 L 7=, 15 541727 — & I% Genomics
Workbench TENT L7z, #HH L7 @ O s IR B ORIEICE G L TV A4
BT 28I 3 EEOT 4 VE ) 7 EFE LT, )f > trk
va—F 4 v TR ET D EERO T V2 Y T (QRIET —H N



— ANZBERD BH D — N B W TEWBE TRl S 2R ERDO 7 1 L4
U 7(7 VVBEEDR 0.5%LL ), QFEEROZ 4 NZ ) T, ZbT7 4V
B v CH o TR B 2 R B R O Bt & % 2 7=, 11 A USH2 1% TS
BBl T D EN R o724, FE L Tz USH2A AR % ERE Tk 727 ¢
NBY 7 R)YDHFEN L, EEMEO 1T o 72,
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KHRIL 13 AOBARN RP(HM S AN, Ltk 8 N)ThH V., 2Wriks O X
24.4(12~45)i% T > 7=, 11 AD USH2 OEERiT ar TH Y . 2 N DIEREMEM:
RP IZZEHI T - 72, 2 ADIEFEMBENE RP OBE T IER ThH o7z, 138 AETD
BEIZB W TR E 28D JIEITS DI S 20 i OB CE#IT 137 CTh o 7,
WAFHEX T, log MAR fET-0.1~2.0 D& CTH > 72, @O s LT, #
F70% 30 A B 40 AN E TIE L < RIZA TV ZAY, 60 mRbE D B RGEIZHE L L
7o FREFIE 20 57%A0H L <0E 30 AR MR AE 0N 0 E 0 . 50 A E 5 &
Hh7e B a7 ofz, TXCTOBRFE O OCT T, M DK L MEEDIE
HALN A B NT=, ERG IZFAHHAS A a7 41— THFTRCTH o7z,

BAR T RRNT OFE S, FEREBNE RP @ 2 A BIFEEIC Y v A —EIC X D [REIE L TW
72 USH2A BB LN OB T A RIZFEE SNz, £72, 11 AD USH2 225
A& LTz USH2A B8 3TN LT — & R— 2B 72, F 72138 T
7eBEPE(0.5% & 0 DI W) Th D FEN RS T, LEX Y ARAFSETHENT LTz 2
ANDFEJEMNME RP & 11 A USH2 OJRIKIE USH2A H5 CToh 5 rIeetEnN m W F ke
R T 7=,
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USH2A 12X % 125 AD RP OEFRB NS S TWD R, il OMF5ED
HZEDaB— MR ETEEID USH2A O C759F (22T, & DIRIA % &
IFERNIE SN TWS, bivbiuid USH2A 8512 X 2 IEERM: RP & USH2
A L CE M, IEERME RP ICHOWTIIR IR Y — 7 = o — % = fifdT
WL, ZOMOBEMOBIEFREN2WNT L 2R LTz, A2 THLMNIZ
7257~ USH2A 4712 L% RP & USH2 OIRFT RIZ. fih 7L — 712 L 5 fE A&
R A ha 7 o RLHARN RP ORBIEL 2 AR — MFRIZE 415 USH2A 2
FIZ X D RPIEBIOIRFT R & —F L Tz, AEFEIL. Bt KR ok — MFZE
TIIRGE S 72 o To RBERE DOREIF A LA 3 A L. USH2A HF |21 5 RP &
DIRTIZ RS L72 EYS %12 X 5 RP (Suto et al. 2014) OFRMERER @ IZHALL L TV
5T DR T, F T AHITE TRENT L T2 < OJERIT 10 5 TR E & FIE L.
USH2A 5712 X 2 FIEBEME RP & USH2 OIRAT AL & HLEHIEl T\ b L E 2 bh
7=,
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USH2A BLHIZ LD BHAN RP IZFHRHER S X v a7 0 OFFEZF D, 60 mkLL
BIXTFHBAR LD, & OICEHBUEROBRBINLETH D), USH2A FE iz X
% RP X2 USH2 DRFT I EYS BH (2 K 5 RP DIRATH & —F L TV B H A MiF -
776



