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Mutation analysis of the USH2A gene in Japanese patients with non-syndromic autosomal recessive
retinitis pigmentosa
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[ ®»IZ]

HERE (4 58 25V (Retinitis Pigmentosa, RP)I, LML & Mt ER OBERE 2 OVE AMEICEE
T oBntE. EATHEORBTH D, RP OBFEIE, 4000~8000 A2 1 AL EbiL, HEHH)
HPERD Z &3 <\ T 2 LROMEICHREF 3B L, BRI RICE D Z LR Z W0
IRFHEIL TR b HEREBE TH S, RP I, H YR EM: (autosomal dominant, ad)i&fx, # 4
R P (autosomal recessive, ar)iEfn, X HEHMEBEE AN S, 2 E T2 56 fHOJHIN
BIAFREE S, B REMEN SN TW5D, £72 RP 1%, Usher SEfERESC, Bardet-Biedl
JEMERE & W TIEBERED LT R E LTHEIOLNTH Y | JEBERENMED RP O REBE - HH 6
MIZSHTTHTND, RPICKT DR RIBFIEDORIE D= OITIE, B L~ TOH
KRN EE TH D, AWFIEIT, PR TSLER Y 7 —f R RRb, SeimERt o 2 —
b, 4t BT IR ERRF O 4 figk 252 Lz arRP & 2 %f5: & L7, USH2A(Usher
syndrome 2A)E{& 1 DZERMGEHT 21T, BARN arRP & 12317 5 USH2A EinF+Z R D
FEERFI L. BARANTEIT D USH2A #n - D4 B L RGOS ERIZ O W T o RKfET —
ZERIMT 5 Z & 2l AR,

[BF 72 5N HIE]

WRZEIZ SN U T4l O IRBH K TR 72 R72 & IRBHRORR AT L 0 feE 2 8 472100 A
DarRPHEE DN, EYS(Eyes Shut Homolog)i& {112 JFU K 28 B % [R] 8 ¢ & 7218 A (Hosono et al,
2012, PLOS ONE) Z B\ =82 N Bt Oxf G b Lz, Kk OB EICESE, Bin M
BICOWTHRRHMAZITD, AT+ —L Rartry bS5 ERLBE oRMIn X
ODDNAZ I L, USH2ABE D RT72T% YV %PCRY A L7 b —r » AEITTHRAT L
Too ZEENEDONDHEEEERICKR LTI, 2004 D ER 2> ha—/LCHigt L, dbSNP7T —
B R_R—2Z 10004 ) AT —H_N—A L L, 512, SIFT, PolyPhen2, PMut, SNAP,
Align-GVGD DO5FFADin silicofiftt 217 - 7z, 4 RIUSH2ABAR T IC R Dbl 2 AR % i
HU7ZRPEE & BEMOUSH2AR 12 X 5 UsheriEMERE D 1344 0 4 (Nakanishi et al, 2009,
Clin Genet, 2011, J Hum Genet)iZxf L T, BESR O A HLE OfiFHT 775 (Suto et al, 2013,
Ophthalmic Genet) Z Fl\W N CLEE R Lo, F72. BREZRE CEXZAZ T, KE0ELNT-
I L CHE A 21T - 7,

[t R

USH2A J& 151 DZE BT OFE R, 82 ADHAAN arRP &IV T 4 ADEFH NG 5
#(c.685G>C (p.G229R), ¢.3595 3597delGAA (p.E1199del), ¢.2776C>T (p.R926C), ¢.8559-2A>G,
C.468-14G>A) DI BN AR A FE Lz, 4 AT 1L NIIHRIT LA OJRNZE B O A% [[E T



7z, F7o, B4 NOEEDSD 3 AND 3FD I Ak 2 A% (c.7037A>G (p.H2346R),
C.7156G>T (p.V2386F), ¢.14243C>T (p.S4748F)) % [Fl & L 7=, A [EI[RE L 7= 8 FEHD A DN,
€.8559-2A>G & c.468-14G>A LIS D 6 FREIIHT AR Ch o 7=, ARG L7z 82 ADBEHE
IZIE, R CIIBERRNEE X HD 77 OEEBRAZRD . 2055 7 HEITFHOE L
B TH o7,

W7 LvE BRNERZFETEX 2013 ATh o7z, RPTH 1% 38 ik B M TIFEH,
BT OFE S, pE1199del IXIEF ACH K, p.G229R 1T IEH REBLHKTH U | ﬁ%%%ﬂ@é
ST EL LOER LR R0 o0, BRMRAE TR 2785720, RP10H (X 61 i &M T
%, RP7TH LRI p.G229R &, BllD I A& v AZEH p.RI26C #7805, B Ak EDREEIL e
VN, RP15H 1% 61 sk B, IV HEI7Z2 3 mE IS Cch 5, ZOHBEIL, c.8559-2A>G %
FEEAETRD, B SEEICHBIL R WA B MA CRE 25807, Z 0 2 2, USH2A
GBI L 5 Usher JEERED 13 A& 2 THER B 2 Uiz, JEBNC X > TRAEIZH
HOXIH DN, EYSHEGTERFEICE D RP EFEEIC, USH2A {5 H12 5 % RP X 30
A HBBEREME T L, 50 kA M 2 2 L BT S EICREE I D,

[5%]

HARAND RPIZEBW T, USH2A & 185 05 D EAIEL, #EFEGITIL 4%, RO H
HHDHEHDHETNTHY, EYSBIETRE O E&béil/\(ﬁ%ﬁ;@ﬁ TlE 18%, FAIREMED & %
HDEZFDD & 26%) L B LT Do To, FFEGRANED RP IZE 1T % USH2A EinF %
et Lo 13070 03, BCK Tl USH2A BB s 18513 arRP O f b £ B RK B s 1 &
BEZONTWD, BORTHENRE <, BARANEWEH & LT, BORIZZ U 2299delG & |
p.C759F &\ 9 EHHEL B2 AARNIZITBO RN ENOESOH LB XS,

RP7H (%, USH2A {51 D pE1199deI &L p.G229R ZFRH DY, BERAMRTE THRE 27807
Mmolo, 20D &IE USH2A B TR ICB T 2 NEEICEIH D Z L 2R L T D,
USH2A J#{x - B 12 L 5 RP 1L, EYS B T RE 2L D RP LERRBIZIZ & D L7 Z%2R
DM T2, EB DY 10 MmN E TIIAMEEIZ LR TR Y | SROIERE A O
TICE D, 50ia A5 & AFAERICHRERIELZET-T, 4%, SHITERZHEOL
THEF L7z,

[t 7

DERO USH2A BG TREIC L D &5 2 N HIFEMRHED RP Z238E Lz, HARA
@ arRP |25 5 USH2A B E 13, EYS B FEFITHAATH 7 Beko#HE &k
< Hp o Tu=,



