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Identification of 11 novel mutations in USH2A among
Japanese patients with Usher syndrome type 2
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Identification of 11 novel mutations in USH24 among Japanese patients with Usher syndrome type 2
(BARNT v —EERHAAT 2 BED USH24A BEFIZBITS 11 BOFHEETFEROMR
7E)

L ®ic]

T r—EERE (USH) 13, M EFEWE ICHR L2 A0 2 GRS EEEIEERET
&%, USH 1%, EERE DR E AT ERERE E O F /2 8 OERRIERIZED, #A47 1-3 D 3 DDHA
TN EIN TS,

HAT 2L, 3 DDEAT OHTHROLBAENEL MEEREEMEEICHEE — & EHEL 50
AT REEE L ROV ZEN R ThHD, BIEETIZ, #4772 OJREELRTFEL T, USH24,
USH2C (GPRY8), USH2D (DFNB31) MRIFESIV TN, RICKEDIE B TlX USH2A =R 35 A
72 BED T14-90%IZBO HAIVR B E N EWIENREI N TND,

KK CITIo Tz USH24 & mFREHT Tl 1| O REZEE p.Glu767fs (¢.2299delG) 38X D
BECRESN, AIBEDNRICIIEBHEELRTHLEEIOLN TS, —F | REER TI
USH E& T OMEN 20 RREE TOEE, SEELROFESICEALCTRHATH
Do ZNHD RERALINITH1-DI, RIFTHID THAT 2 BEEXGEL T USH2A4 BTN
EATo7,

[BERLNCHIE]
1. USH24 &15FfFHT

BEERIER KA AT 2 L2 W LT= B RN 10 NExt Gl GBI TfT 21T o7, RAEIMLY
/77 5 DNA ZHIHH L, USH24 D4xx/ 2 1~73 % PCR X AL I~ —r L AEIC AT L=, B
EEFTITHRA THRESN TORWEEZICOW T, R EECHIEAZD RV A NES
xtRREE 135 NOiEE VT, YR EELOFT DOENTE1T 7,
2. BE DORFRIER

[REIRERSLOFSRRELITV., MEGREME, #IE, piEikieEEoREIZoNn
TR L7z, 72, USH2A BInFZERZFI T, ERIEIT LRV IZERZWNEMESN TN,
W 5 FELLEICE -S> TRIBZBHF CE-BE Tk, A B(LOFEIZ OV THEEL -,

[ 5]
1. USH24 &1=FfFHT

10 NDBEIZIBWT USH24 OEBFEITEITV, 8 ADREE T 14 BOKRBIREEZ 2 6N
HZERFEE L, BRONRIT. Frber ABRI1E, REBBEAE, ATSITA L IERIE,
IRBUAER 7 ETHY, 11 MITHAEETICRES N TV RWFTHOER ThHoT2, TRHDOE
R, =FV 364 [JRFER AL TR, ABRERRY ARy MIRBO BN -7, L
MU, 1 FEOATTAL L IR ¢.8559-2A>G 13 4 NDEEIZBWTRESIL, BARANDZ AT 2
BECRTIEEELRLE 2 ON, RERRER T, Wb A RANERESREETIIEER



OO T,
2. BEDORERER
FERIFRRNEREZFETHIENTEZ 8 AOBRE L, BEAEEMEICHEE — B ERE %

BEA A OFL QW e, MG R ERE L, Fl sl LIERPBATH2EMEZ R TR, BFE
C237 | IFEnIZ B L CTREFIRAE DR D TR E ChoTe, BEEDOEITICOWTEHME T 5283 T
25 N\OBFEOHRT, B CI52 136 BICBEDOETL, B C237 IIM FICEEOETELTR
DTz, BIFEHREIL, 2EF BV TER ThoT,

[BE]
1. USH2A EinFfEtr
10 N 8 ADBRFEIZIHBWT USH2A (R BRRERZFE L, ZOZELD, BARANZBWT

B NEFRRIC, USH24 IR FERICIVIAT 2 ZRIETDBENZNEEZ DI, L1,

14 FEOEROHF T 11 FEITFH THY, BCKANIZBITLEEELERZ THD p.Glu767fs 25 1 AT
BOLNRPST2ZEIE, BARNERCK N TITERARTNT ANELERDLILEZRIELTNDHE
B,

AT TA TR ¢.8559-2A>G £, 10 AH 4 ADEEIZBWTRIESIL. BAANDXAT 2
BECBILIEEELRTHLIFTRENE VW, AERICEHSZBWTREIT 5281280, 2%
HINCHAT 2 BEDBBTRWEITOIZENFIRE Th LB b,

2. B OEREENR

B C237 13, BEOREHEAEIIINZ T, EMEOHENE(LERD, IEMEIREERAERZ R 7
USH24 BIZTERF Th-olz, AEFTIE, RERFOBEEER T OE R BERER IR
ZHZ TOBLFREMED E,

(&

AARNZBWTHECK NERIERIC, USH2A BIETERIZEVIAT 2 ZRIETHEENZD -
7oo LA, BARNERCK N TIL, USH2A DEBANRTNT LNEL R > T, A7 T4 7
2 # 0.8559-2A>G X H R ANIAT2BEICRBITHEHELER THL RN EL, BB F2HIC
B THD,

RAXBEEDHROEE

AR 2 SRS M | S 2 P T v v — JEERE (USH) I3 E PG A LM ISEE T D205
o, BESSCRIBERERED D 3 DO BANC I TND, ZOIBLXAT 2 IXHIEKEREE 27070
W EE R ET D, EOBEEOEWHFLAFEETHY, usherin #2—R 525 USH2A DO EHER
KBID T4 ~ 90% I ZFBDHEND, ZDOIZ USH2C, USH2D 728 DZEBNHAES N TOEH, AF
BITIXRIZREHT BRI TUR,

HEEIXOPEICBIT 5T vy —EEHEOER IOV TORIBE TR ZATV., #Hii-Em
TERDOH SRR E B LD B AT 572,

X RITIRA B L O F SRR E IS LM @R MEAE , SR, ATEr R E 23R mL 7
DY IEGEREDOSAT 2 LERIRZ S BARNEE 10 A ThHDH, REIMEDS /24 DNA ZHfiH
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L. USH24 DETFxYV 21 ~ T3 IZDE PCR X ALV M — U 24T R R E CHIE AR D72
WHARN 135 NZxtBREEE L TRRETLT-,

BEFRITICIV 8 NDBETT U AR 1 RRERATE, AT T VER D T4,
SABUAER T O 14 BOBRBFRKEEEZOSNHIERNBRBOLNIZ, 2055 11 FITHESE
TICHEDRLWFHRER ThHoTn, BRIZTX V3~ 64 ([ZILEIZHH L, AL 2Ry BARY b
RO ST, MBREETITEFREOLN) 2Tz, AT TAT TR ¢.8559-2A>G 13 4 A
WZCALN B ARNEEOEHEEEROAREENE SN,

RBIRREREZFRETHILOTEZ8 NDBFILTEE ~ 5 EOREHEEAL G023,
ATEEMEREIXIER Chole, MEAREMEITFERELLICENTHEME L, 1 HITEED
B PRI LHE N DBEALZ R L, hOEMR T O E5LE 2 b,

BEELZESCTHBEACRNIEEL ET2EBHERTHLT vy —EBEHDOIL | R
Bk EE A AT 2 ORFFNZ DN THIO CEIR TN ZIT O B E ORI OB R B
BLHHROEROFEELALNICUI-Z L E<EHliLIZ,

mXEAEEE EhE O KB K2
BlE AU BEA BlE R EfR



