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EEFBHEAREHYE (BEEEIRREARERE BERESTHH)
REMEREE

AN GRS IERERE AR EME OB FR2WHECET D5

WroEfRERE RS

EEEZEV AT — g oo ¥ —WEFRT FRITE
MREE

AAFFED B AL, Fox SRUTH 5 Uiz BARA O R RS EREIE A FZ L MSE (arRP) O FEF
REETFTHD EVSICONWT B TZWELTHEL L. TR TRIRCEREOERNNY 2BAHZ L ThH,
Y2 —FEIRE 2372 L7 RP BB 200 4 I DN FUER K 2IRERIR AR 2> S #R 4t 7= arRP B3 209 4
DT ADNAERAWT, —RAZ VU —=2 7 L LCHRAMIERNZ2 3 DOAIMELER 2T L5,
25 3ENTBNTHEORBREIE LI (B 30%., FFRE 98.5%) | EYSEETRZEIEICRIT 2 RED
BOENRENTZ, F-, HEAREMHERE ORI LTMEICOEFEE L, EEEMETET LV EE
HT2Z 2B E LT, MROE MNEBEEHEFEROEREY 7077 2 0 72 X 2B ~0451k

FEVEARE LR, SRR EYSEETORBREZFHETH Z LIRS Lz,

MENEE

EigE EMEEEV ALV T—Ta by
& —iwkt  ARFHERD

i+ EMNEEZFIAAEYTFT—vagrbr
2 —WrstET AREERENAER

MEHIHE
fhyg B ESEEHZFIAABEYTF—Tarky
2 —JRbE R E
ENEEZIAAEYT—va vty
& —ikt REIEE

[ERENIES

FHElZ EHIEEHZEIAEYUT—Tarbr
& —yibe e EERD

HEHEA HEHERFZFEFZMEZFIEBBER S
%

KEWRE EHERFEFTEZFERIBR
Bh#

KEF B REHMRKFEZFTEZHERRHZ
Bh#

A BIEEBY

ENEEEI AV TFT—vartwr2— (HY
N) OFREE BN XEREZPNDEEEEE OKN
1/3 BEBEEREMNE RP) ICREBEL TS, H
ARAEETIIF 3~4 FTADRP BEN WD LHEE S
NTHDRPIZ.KEITIE D  tRa TR SRS
AR TR 2EITHEOBBGFRETHY . B
TEA R IREREIE RV, FRERIZE Vg K
L 72D — AN RP BEOHSATEZ B
THOICYH, THOTHEHIECHEANIEERIENE
FTCWN5,

Fexid, folr, BHY RBEIRBHIRET L7z 68
£ D RP BEIZHDWT EYSHefik 6q12 12L& L,
oMb DFERIZ 43 HDxT 7 Y URFEET D) O4EE
WRREEMR U7 R, BRafESEEEa R
JE (arRP) ® 1/3 ICBWTHAANBEEOLER S R,
WE LT, E£2, MEOFESE DNA AR %
BAR L. & MEBREMEERED 16 HEOELEE cDNA
sa—rERE L, 612, b MIgZMisicE
BOEER 728 A UHEMEEEE~S(LFE
TEHZ LI L, 24U OB & B A
FNTC, EYSEBIZHEEN T 5 arRP OBWik 2 FEST
T A= OO EFHE LTz,

KD BEIE, Fx BEOEA LN LIZBAR
AD arRP O FBFRERTTH D EVSIZDONT,
BETZWIELZESLL, THTRRCIEEEO TN
WY EEFBEZLETHD,

B. HIEXA%
B-1 EVSEEFDEEXRY)—=2Y
B-1-1 RPEEDS/ LDNAH > TILUNE
B F —IREIRE 22 Lz RP BE ML
TEORERSG & MRz INE L, migH» S AmEks /
L DNA Z il U7e, F 72 R R FEIRBER B s 6 |
RHVEFE 0 arRP BE D4/ 1 DNA DA Z 17,
B-1-2 EYSERFDEEMM
ARANIOHRNTE SN SEEOAILELE
B (EYS-JM1, EYS-JM2, EYS-JM3) IZ2>WT. %
EBREETeT 7 V% PCRIBEICE Y BIIEH, EHE
WEES|ZRE L=, RHEOT LLZOREIEE
EREZHETIHEEE. £ 7 Y o OB %k
ELT, bL, I—FHDT LIWIERNRE-”n



5ARWEAITIL, MLPA #512 & B R4k - EE L BAF
Wr&=1T -7,
B-1-3 EYSEEGEFDEGE-REREEREMN
EYS B+ ERNEAEINZREIZONTHE
B RREH, ZERER, 1, SRRSO
RATRAC DS W T 21T o 72, F£7-. EYS-JM3
TEELOBEZRIZBNT, R LLRIMIZO
WTORBERRIT 21T > 7,
B-2 £ FREMMHFMIEOER) Jns Sy
o
SR E NI L- e b AT A AT R
W5k BE 9 5 59 (Seko et al., PLoS ONE,
2012) ZICHA L, &V —#e MEHlRTH D
b N EME AR o E T 5 HEE R
L.

C. ARBEREER
C-1 EYSEBEFOEERRII—=2Y
C-1-1 RPEEZEDHF/ LDNAH L TILINE

U ¥ —BEIRE 252 L RP BHE 132 4
MOFIC MR ORAEEZ 7, LLRTINEE L7- 68
&4 AR, AF 20045505 7 L DNA ZIE
T& 7z, 200 & DOFRBITORER., 7 ADBFEIE
{REEPE, arRP IZIMVEAF 2 &0 193 4 &5 AR
ThHolz, FT-REBRKFEREIRR %257 L7z arRP
g 209 £ D4 ) I DNA DIREEZZ 1T 7,
C-1-2 EYSEEFOEEMEN

WEE RP BB 200 £, @EF 168 £ lCk1T

% EYS-JM1~]JM3 OB DT 21T - 12 FE R
EYS—-JM1, EYS-JM2, EYS-JM3 X, #NFH RP BE
374, 144, 21 A bRESNTZ, EEBROT
VVBEEEIL, FNFN1L.5%, 4.0%., 7.7% T
o7, EYS-IM3 BB OAH, @EE LY 0.9%DH
& CRE &7, EYS-JM1. EYS-JM2. EYS-JM3 @
EIBIT AR T 60 4D RP BE LV EFE S,
F OB 30. 0% (60/200) Th-ol-, LLEM

b AT Y —= 2 FHEOREEE 30. 0% (60,/200) .

BFFLEEIT 98.2% (165/168) Th -7,

Fo, b EYS Bl FEEREZFEI N 60
40 RP BEDI L, WET LG OEREDORKR
HEnh=8EIT 35 4 (68.3%) THhH, Zhb
W DWW TCIE arRP OJRRZEIASAIEE L B 2 biLi,
D 25 & (41.7%) W OWTIEHMT LAns
DOEBROKRETh -7,

[ DFEMT 2 IHERRFE D arRP B3 209 4 (74
HAHIEL) [C oW TiTo7/m& 2 A, EYS-IML,
EYS-JM2, EYS-JM3 i&, ZHZ4L RP BF 37 4. 14
& 2T BNBRIESINT, FEROT VIVEEEEIL,
TN 8. 1%, 3.6%., 6.4% Tholz, KA
U —= 2 FEOREEIT 29. 1% (61/209) TH o T2,

Em, b EYS BiFERZREINT 61 4
DOBREDOHI L, TWRIT VLB LEOEROKRE I
T-EBEIT 154 (24.6%) |, FEIZT L bE 0B
Fix 464 (75.4%) Thoi,

FOT VAL DRBERB R D)o = BEI
DNWT, &7 Y O\ IEESII T MLPA JEIZ
LXK - BEERMBITEERL, BET —F %
AT CH B,

C-1-3 EYSEEGFOEGHE-RBIEEMNT

EYS BEFEBRPFEE SN 23 & (CEFYHE
52.0 k. RREEHIFFEY 7.3 ) IZOWTEE
RATRIZE DWW 21T o 72 /ER, RECHR
D20 BARIC R B 2 <. BWRFERIT S 39. 0 B
& RERICHETT 2R D IMBIRY 7B RT RP Th
LT ENREEINT, BEE-FRBEAICBIT DM
o, S ERLREE-IIEE~T s
T2 oFTHEMEE L, EHEHNEREZ 1 OF LIl
FT ) BERAEEI IR ALRZES
AT REATH OEEEO LRIV T, JiE T
FHIEALT DA DR S L7,

EYS-IM3 %2 $ DBEF R 10 FRIZBNTE
H LRI ONWTOLBERIT 21T o 7o/ R, W
FTHOFERICB T, EYS-JM3 255 L RP RFHA
IXF B2 RP BEORIINEEIND Z L b,
EYS-IM3ZEH T arRP & L TOREMEL O L3
AR T,

C-2 E FEEHMHEFHROER) TS5
o

RO e b EEBMEF M Z AW, BEEY 7
07 Il AMERRASOSLHEEE
Rt Lo R, R B EYS a1 OFRE
EHETH I LICERI L, R e MM
Thdre MNEBMEIZEROEERFERTF%
AT D &R RN EYS BT OREANE
HICHFEIND Z LI, BaBHDOTRLATH
METHY, K2 X N OREZEHEOBBEICER
TEX LML H D,

F72. 3 KBDEFERT T 4 7 O R EHHES
fo oo B - B2 - BUE A M L7, RERIUCH
0. EHRTOEf, REMLR TR, FEGRHEZE
fa o B - £25% - WS O 2RBICRER VW &
ZRERS L. WEEE O BE BRI ~mIT <+
IR EREE X T,

D. #&
HARMIFFR 2 3 OOABRERREZRHZ L
T.RPEBFE 2004 9B 3FNIBWTHMEDORKER A
B URE 30%., BEE 98.5%) . Zh bt
BEDHIL, F6ENTOWTIT@ME T LANED



ERBH L2 BERAEETH -T2, D 4 E
DOFEIT7 LALToOBRHICE EELBEEIZONT,
DBNTOLTT VOB BNMLETH->7, LU
EORERMNS, EYS Wiz TR2WniklcR T 5 3 i
VAIBEEBRBRHEIT) —RAZ ) —= 7D
BMEN RSN,

FERZRB OB %2E T, WAKD arRP &
193 4 . 7§ H A arRP B#H 209 £ & %812 EYS
BIEFZHOAT ) —= v TR X DT 21T
STRERNDL, MEOBEBEFICBIT 2HEL TR
B AEERE LN,

RO & b R EHE IR 2 VW T, EEEY 7
07Tk BB~ EE
BT L7-fE R, WM a7 EYS BlnFoRE
RHET LI LIS LD, &b, MEEEER
BEOEKREET, EERT T 4 7 ORIERRHE
MM O B - BEEE - B2 B L7z, KA
B0 FRIOME, ER2FR. BRERME
IEMAAE o B - B53R - B ORI RIED 2
T L AFEER L. WA O BRE B MBI
T+ a7z,

E. BERKRER
2L,

F. BIRHER

L AR

1) AURHEE, PWHEEZE, Zf@mEEL, IWEBAT,
Mk, IMMAERZE, HERF, RS,
fhyAEs. BHARAMEBEAREMEICRIT S EYS
BT EREZTOERE. BRKRIRE 67 (3),
2013, p. 275-279.

2. FEHFHR

1) EFE, mEHEAE, FERT, tHiwr,
fhyAaEs, MEERGE. B ARANMEREARZMEEO
EYS 5B 2Wr. &% 117 B A RKBHZESRE.
HHEER T +— 7 A, B, 2013-4-4/4-7.

2) EUHHE. EYS B TEARICBIT BT
RBEREE OB, B 17 RS AW FH
e, PEERA RS, R0, 2013-2-23.

3) EPEEE. AARAMKEREMEICRITS
EYS s TR L ZOMKRG. 565 [BIEE - U
P—F - I —F ¢ > Z (RRM) . [ESTIRBehshs B
ERE X —, I, 2012-12-8.

4) BPEHE. EEAREMEICK T 58 TFZ
Wr& =R, %57 B AEARANEERESRS.
HETTV¥ET N, BHR, 2012-10-24/10-27.

5) BukiHiE, WmEAEE, —@WE ok, (LEBATF,
TR, IMABERZE, e, IS,
fhyaEs. B ARANEBEEREEEEICRIT S EXS

BIoFER L X OWmRE. % 66 B B ARRKIR
Braks ZRHERRME - 77 K7D 2
T VEHS, AES, 2012-10-25/10-28
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EEFBRENRERUE (EEEXNREEH
DERER/EE

REX BREREELH)

EYS B2 BIT A AT U —= 0 JYEICEE4 A58
HEE ENEEZEY YT — g ¥Rk
RS HRARERD

MEEE
(i8] Eyes shut homolog (LL'F, EYS )iEfn{iZ. 2008 FEIZHYEMLIE (LITF, ar) OMEFEAERE
PEEE (BUF, RP) DJFFEIERF & U TRE S, BAITSATHIZEL D BAN arRP O 30% % L 5
ZExE L7z (Iwanami et al. IOVS, 2012) , MBAMIHE~TRHARNIBIT HHEENEVERE LT,
BHGRICBIT DEEBROTERGTII BT a4 A T L v AARNCER, 3 SOAEE
758 (De. 4957duph, p. S1653Kfs*2 (LT, EYS-JML) . @ke. 8805C>A, p.Y2935* (LAF, EVS-IM2) | %
L T@ec. 25286>4, p.G843E (LLF, EYS-IM3) DFFEXRIE L7z, [HEY] AW TIX, 2 b omsEE
RSN D 300 EYS BIEFERIZEH L, ZROEROBREE AW EZ—KRA Y —=2 7 EOFH
PEIZDW TR AT o7, [5] B d sk arRP FB# 193 4 GRAA) | FEIKT arRP BB3# 209 4
(WEAA) THY., EYS-IML, EYS-M2, & L CEYS-IM3 IZBITHZNEINDTY V226, T /2 43,
TIVN6 EEDTY Y A v e SRR OB R SNREE T —E T T o, E L
T, TROEBROBEEEFATOWTHRAARL AR 2 MR 21T, [FEREEE] O Y
FXRPEE 19340955 3BENTRWTIHEDORER A B (B 30%. HFFRE 98.5%) . ZAULDBHMEESE
DB, K6 ENZOWTIIMRT LANLOEREHE 20 | BEINFEETH -7, D 4FIOFAT
LILTCORHIZE EEDBEIZONT, 20V TOLTY Y URREPVEE S, @ HAARLEAEAR
WZBIT DBIEF OB T, 7 WUREICEH LIZ35E . EVS-IML BRIZ WL, RAKIZZE
<. BARIZBWTD2WMERDBIE S iz, EYS-IM2 285 EYS-JM3 ZBEIZ W TIE, REART LIV
EOEIBEI N o7, LLARNRG, BT LuhbOERBHSEEOEISIZ W THEEZ TS
&L HAARTILBR. 3% THLDIZX LT, HHATIL24.6% &, EYS-JML, EYS-JM2 3 L TNEYS-JM3 @
RN ZITRE BEVPEE SN, o7 —F LW BARICET 5 EYS Bin AR OBRKIL,
HHAROWNE L IT—ECRL D ATRetEl R sz, [ifam] EISEGrR2WElckil 2 —RA 7 ) —=
V IEOBEED R E NI L RIRHC, AR E 78 B AHUS COBGEFICIBT DHERLO BB MR S
Niz, 5%, ZO—RAZ UV—=7YEOIER & EYS B EBROBWRORM & B &4 D007
DT 7 0 N VORI E L B 2 BT,

A HAEEBE®

ARFFEIE, BARANOHERERZEME (LLF, RP)
DOEERFRTHD EVS BloFloBid 2 H A%
B TMHEE N T D 2N ET 5, &l
oz BFE L7z BARAD EVSEEFICBITS 32
DRBEFERIZER L, BllZEE L7 RP BFE
DDNA ZFAWT, —kRAZ U —= 7oA Rtk

IZDOWTHRFZAT O,
B. IXES
RP i, S S AEIZ 1T 2R ORE 121X
U0, ETHEORERRAZ, KT 2R E T
éﬁ{z—:ﬂiﬁ”ﬁﬂﬁ"“ ERELEZLNTRY ., ¥FEiE
WZEEND, BE 4,000 A5 5,000 Al
1 J\f JEDORIEEHEE S, 2RO 50%



FEIICRIE B O WIMEH N E D 5

FEE Z8 &UUW@LMwoh\%J
35% NE YL REE (LLF, ar). % 10%
PR Y R EYE (DU, ad) . #9 5% 2% X 4
GG IS EER (LT, X-linked) T
HA (K1, HpEwEs ¥ — KGR

BYHIE ORI & &2 <) AMMEH DO T,
arRP OJFRAEEFICL Db EF 2 b,
EIRED &% arRP (35NN T, Zh b
B (50%) & & 728 80%FEE M arR
DR EE I LD ‘%) HEWTESN TS,
BE-> T HASEIZBIT D arkP OBERIE T

FHOPCTHZENBHEEFADLND,

10% 2%

= I
A
B -

4l

K 1. MEEEFEMEICRIT A EEEROES

EYS SB{ET13 2008 4R1Z arRP OJFIKEIG & L
TRIE S, arRP ORI 5—15%% 55 2 &3
s S, Brld, FATIEE LTRAA
RP HB3E 68 2161 DBIRTFHIMHT 24T\ #3K
OFIREREFE L, FL T, ZNHERER
B BHHEET arRP O 30% % 5 HE\VVEEE T
#7177 (Iwanami et al. IOVS, 2012) , Z i
Fid, BARANREOR 2 286 PR ORI
EARELTWD B0 EHERI Sz,

WEIMZEERTHARANICET D 8E D & O ELH
& LT, BHERICBT 2B EROEHERILTIE
WZxtg BT s A TR LD . RARNIERRL
3ODAMEEZER, Dc. 4957dupA, p. S1653KFs*2,
@ c.8805C0A, p.Y2935%, & L T@c. 2528604,
p. G843E OEEZRE L7~ (Iwanami et al. I0VS,
2012) . T HEHAARAN EYSHEIRFICRIT D EE

7275 B (EYS-Japanese major mutation. LA,

EYS-IM) & LT, O~@%LIT, £NEH EYS-IM
1. EYS-JM2. % L TEYS-JM3 &REfRd 5 (1),
B 3 DDOERITFNEIIRST LT B OFR
MOEE SN, TNENDOEEIZAIEE &7
DIEAPFIE L. AARANRBEDOZRITHRE &R
FREZCHRER L, =TS TE 22 EAVRIE S
e LA~ T, ZHb EYS-JML, EYS-JM2,
EYS-IM3 DOFREIT, HARNIIBU TSR
DEWZ EBMEESh, bz AT 7 Y —
= EOF MR RRTT D Z LI, ETS #fs T
PO ER D ETHALEEZ B,
F 1. ESEETICETDBAATRESN: 3ODAREEER

TR THYY B TE/EER BEFALY FREAT
O L Closeto

JM1 26 c4957dupA p.Ser1653Lysfs*2 Frameshift
Coiled-coil

JM2 43 c8805C>A 1 p.Tyr2935* ‘EGF Nonsense

JM3 16 ©2528G>A pGW843GU  EGF  Missense

HE R, Iwanami et al. IOVS, 2012

C. WREFE

1. YBHREL 2572 L7z RP A 200 4435 KO
HE 168 44 TG BYS i fn1- OB IfRAT %
1172, RP B 200 44 D 5 BERIENTIND T 4703
YR EANEE, arRP IIAEEIZ 5D 193 4 LW
INRRTH Tz, EYS BIBETDAY V—= TR
& LT, EYS-JM1, EYS-JM2, % LT EYS-JM3
BT ENENDZT YV 260 7Y 43,
=7V 16 EFOTY Ay b EEET
TRk D E R RN SR E 2 Y o W —¥ETTT >
77

2. FESKFESE2 Uiz arRP B35 209 441220
T, EReE FRROFTEAT 72, ESIEEE U
U T—va k¥ —HEEOBE T B A AR
WoOBFEM, TEIFIRBTE OB % 7Y H A
DEEEME L, bRV —= 2 TIEOFEBME
EHERT 5 L3R, WEOBETFICOVWT, &
BRE & AT o 72, R IE LR ; FKHF,

. 551 .

(R ~BLE)

FTATOARFEEEIL, Yhiskoe M7 b - &



(LTI E B2 OAGRE ST, F0fEst
ZNESF LT T, FAERE: & OFRBIFEIC S
W, WHRORET & BERIEOBREICEE LT
HRFOMBEESORGREG LT, YT
DIERTEAT 272,

D. BAHER

Whfia% RP FBE 2004 (arRP B35 1934 B810) |
- 168 41281 D EYS-IMI~IM3 OEERD
BRI RE % 2 10F LT, BIYS Bim
@ EYS-JMI, EYS-JM2, % LT EVS-JM3 ZE& (3,
FNENRP BEIT 4, 44, 2TADLRIES
iz, BEEOT VIVBEELE, £NE1 11. 5%,
4.0%., 7.7% T -7z, EYS-IM3 ZEEDOA, H
HLY 0.9%0EA TRES Tz, EYS-IML,
EYS-JM2, EYS-JM3 DEZEEITA W T 60 4D RP
BFE LY RE S, £ OHBRERT 30. 0% (60/200)
Thole, Ubinh, KA Y —=0 JVEDRSE
1£30. 0% (60/200) | HFEEIT 98.2% (165/168)
Tholz (F3) ,

£z, Zh EYS BinFERZRIEI N 60
ZD RP BEDS B, WlT LADbDERDK
HEN-BEL 35 4 (58.3%) THhH., Zhb
[Z2W T arRP OJFERRBWIRIRE & B 2 BT,
D 25 £ (41.7%) [ZHOWTIART Lanns
OEBORHTH -7 (F2) .

R OFRHT % FERRF0D arRP B35 209 44 (B4
A AHE) 1oV T T>72, EYS-IML. EVS-JM2.
% LT EYS-IM3 BEIL, ZNZ3 RP B3 37 4.
14 %4, 27T ZABRIESNT, FEROT VA
BEIE. FNEN 8. 1%, 3.6%. 6.4% Th-7= (F
4) ARAY Y —= JIEDREIL 29. 1% (61/209)
Tholz, £ln. TS EVSEBLFERZRES
Nz 61 BOBEDH B, W7 LLnbLOER
OB SN=#BEIE 16 4 (24.6%) . A7 L
JUINBDEBETL 46 4 (75.4%) Th-oT-,

R 2.EVS BETFREBITIEEROT VIV
iy

LR RPEET EEE]

M1 46(115%) 0

M2 16(40%) O

M3 31(77%)  3(0.9%)
T RP B 200 £ OFYLEMAEL n=400 2381 LR T LoL
DOBIEHEFOBE (%) . T BEE 168 £ ORHER
=336 12T AR T LLOBER L F OIS (%) &
e

£ 3. EIS BEFRZV—=U7BWEBEOKR
(A%
; RP #8835 n=200 - fEEE n=168
B 80 , 3
(= 140 165

JEENE 30. 0% (60/200) | HRELEEIS 98. 2% (165/168)

REXR

2. FEEARMERIZBTAEA, FET7T L
noDOERZEOEE

4. FHIRCBITA2EEEROT VIVEE

ER EAARREET  BRAKRBE ]
IM1 34 (8.1%) 46 (11.9%)
M2 15 (3.6%) 16 (4.1%)
JM3 25 (6.0%) 31 (8.0%)

T 78 B arRP B 209 & OWYLEMAREL n=418 I281T BZF
BT ULNOBEREZ0EE (%) . 1 RAK arkP &
193 & DWIRAMER n=386 |ZBIT AERT LILOBISE
LEDEIE (%) &7,



BEX

n=61

X 3. 7HAHIKICET DM, AT v
no DERBWOEIEG

E &%
l. EYS BETR2EICB T2 —KRAZV—=
NYA- Tz

WiEk RP B 200 AT DRITRER LD .
EAAEE TN XD 3 SOAIEEZSE EYS-IM1,
EYS-JM2, % L CEVS-IM3 i, 5604 (30.0%)
OFBE TR S, AREIEOREIT 30.0%.
FRELEE1T98. 2% Th 0 |+ BRI R ST,
TR FH %2 LIz 209 440 arRP BREFIZEBWT
b AL 29. 1% TH Y . TOHBMEZHONTH
R Shniz,

BEICHRE SNz rhodopsin, ABCA4 DEIElG
F T 2~ 3N RREDOHEERE Th 722 &b, B
AN RP BEOFR ZFH~5 LT, Bk bAE
iz FETHHZ LIRS, LT, EIS #&
BADOZND 3 DODEREHNz—RAZ Y —
= JHEIL, RP 2R LT, il Thot+07
ERMERS L LD EEZ BN,

2. AZ YV —=v 7D EYS BIZTRWED
RS

RAY Y == VBREORERIN G, AT Vv
N DHOEBROBKIIT & EEDREFIZONT
L. B TORTY Y U ORERE(TI LT, M
DOEBOFENTHONIHERTE D, Zihvbxf
GREFITHOWT, BIEMTETP TH D, L
LN B, FliceTr V) OB AR
BRFIRE T b s HEETH o Rk - EEERS
WTHEL, 2R b OBMICHE L7 Multiplex
]igation—dependent probe amplification (MLPA)

EERAWRBRMIE L 2D, B0 Y RETRE
REVERAT Vs OERPKEE S 7RG
AT MLPA EDIRIT B HED TN B, LLTIZ, BYS i#
LT EHRMIT I DO —r 7 —%
AT, LinLaednd b, ABEOXIZEE TR TIZ
OWT, REOEEDHH 2 RES 720 dic,
BRBNZIX BYS BT DT Y DRNT 2321 T
THTETHD,

1. BYS BEEFREBRAIY—=2T
EYS-JM1, JM2, IM3ZE R
D—WAI Y~

!

2. AIY—m o TR
EYS BinF. &IV B

l

3. A7V OERRESRE
MLPAME® =R & - BEEE B O

X 4. EYS BEFR2HOV—7 70—

3. EYS BRTFERORREFIZETHEEE

2

EYS ERFIZIBVT, BARANTRHR R 3 DDA
thEZE R (EYS-JML, EYS-JM2, EYS-JM3) OFRIE
X, HESMTBIT D RP OBEEET & 1TF DA
RELZERDTEEFERLTND, BEDYES
HWEICBWT RP JREE IR DR E LR
DWETHDHOD, FOBE L RIITAARANE
b % L&V, —FF, Fix D EYS BinFICEB
VT DIETRE RS . BARNTIL RP 5 200 4 0
9% 60 £ L 3 FIOHEIRL D | B OANTHE
DEVERTH ST,

TN LBEFAAERICIE, BYREaESEORR
RBIZIRT 2REEOFEPREHES LT
LT EMHERI ST, £ LT, BT 3 DoAlRE
BRENENOREE O DHEEDN . FREDHE
ExE2 5 ETHEHBELRD, Fix OREFEE 168 4
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Clinical features of retinitis pigmentosa with EYS gene mutation
in the Japanese
Masaki Iwanami®’ Tomomi Nishida Marie Miwa Akiko Yamada
Yuki Nishiwaki Mayumi Komatsu Yuko Seko™* Seishi Kato
Satoshi Nakadomari*!

#1 Dept of Ophthalmol, Hosp, Natl Rehab Cent for Persons with Disabilities (NRCD)
#2 Dept of Vis Sens Disorder, Res Inst, NRCD

Abstract. Purpose © To report clinical features of retinitis pigmentosa with eyves shut homolog (EYS) mutation in
the Japanese. Cases and Methods @ Out of 140 patients with autosomal recessive retinitis pigmentosa, 23 cases
were identified with probable £YS mutation by genetic tests. The series comprised 9 males and 14 females. The age
averaged 53 years. They were evaluated regarding visual acuity, visual field, age of onset of night blindness, age diag-
nosed with retinitis pigmentosa, and age of cataract surgery. Results © The majority of patients noticed night blind-
ness during third decade of life. Retinitis pigmentosa was diagnosed at the age averaging 39 years. Thirteen patients
had received cataract surgery. The fundus showed typical features of late-onset retinitis pigmentosa. Conclusion :
Patients with EYS mutation often manifest typical funduscopic features of retinitis pigmentosa and complicated
cataract. Rinsho Ganka (Jpn J Ciin Oghthalmol} 67(3) 275-278, 2013
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