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Clinical phenotype in ten unrelated Japanese patients with mutations in the EYS gene
(EYS BEAn 725 IZXDMIBERELR O 10 AD B AR N OHENR 722D ERIRE)
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HANE (0 35 251 (Retinitis Pigmentosa, RP)I., 1AM AN S0 35 bR o RER OV F
AINEIZEE T D8R, EITIHEOR B TH D, RP T BB WIHIEIRDZENEL
HEAT T DEROMEITHR I DVBRAE L | S RPN IR E D ZENZWIRBMEIR Tkt
HEERTHD, RP I, YR8 M (autosomal dominant, ad)i&{=., & Yo ik
4 (autosomal recessive, ar)iBfn, X HEHMEBEEEZ ARSIV, ZHVETIZ 55 fH DR
RIIB AR T- & 8 D ATD ENL N HAE STV D, arRP DJFU K TE s 1~ T2 EYS (Eyes shut
homolog)iE{m 1%, 7/ LA XA 2Mb T, IRIZHEEANIFEILL TOBEEF D& AR
FOHR TR REWVBIE T THD, avyay " mOFMO RIS TH
DM, ERTORELWEIZII R THD, il 100 AD HAN RPIZH LT EYS #in
T DEEEIENT M TIOH, FEERITZ T TH HA N arRP OFY 2 #|% EYS Bin 1 2E N
HDOTWAIENHBN /2o, AEIF A I HAD RP O EHERRKEE 2 HD
EYS Ein T8 OEKRBEZHALNNI T 5T a2,
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AWFIEIE, HF L ER R 2 —F R B, Jdeim R A — b, 4R
K ERER KO 4 Jigd C IRB IZHFEL TKREGTZ, ZOMFSEIE~ LT
HEIE-> T Thiv, EHTOAL T+ —LRar v M2 TOBRENSE-, HY
MU H BRI E TR~ OHUK O THho7-, BEH O 9 JEFIE, 1 AEF CEH]
RP115N) 2012 72 10 fEBI A% G L LT, SEA RP115N 13, ARAE ML&Y DNA ZflitiL .
EYS #&{n 1 D4 44 =7V % PCR X AL IR —/r  AIEITTRNT LTz, R50 10
JEBIE €.4957 4958insA DREHEAR 4 A&, €.8868C>A REHE/IA 1 AL, =7V
¥ 32 DRROFEHEEGR L N HE~T AR 4 N THD, FIEITHRIBRE,
PP R AL A BT B BE AR A, IR SRR A 21TV, — O EHI Tl OCT(Optical
Coherence Tomography)fi £, MEEE X4 Fidk L7z, P8I Goldmann #EFED
V-4e T, EH R HEEL 100%E LTl L7-, (51X, Y7y =7 Imaged &2 T
mEE R LT,

7o JER] RP21IH (X7 32 DR IKDKREHEE K (p.D2142_S2191delinsG) T
D05, EMEZR R W A D E 3 D7 DI Ilc A b 31 & 32 ORI T4 ~—%
&L, PCR X AL by —4r s AT TRRIT L T2,

(&S]

BT ORI 14~37 5% CEEF#R 31 5%) Th-o72, 10 AR TR EZTFZ
72N, Z DFRIEN TN ~50 i CEYERR 17 1) ThoTz, ZLOBRFIL0 M E T
W B2 A7 ) 25 40~50 IR D NME FLTZ, =7 32 DR IBEFH
(ER] RP21H) 1%, MREH R AR L b EAETS ~ 72, JEB] RP21H D K KW i



DFENT AT ST e W 7L LY 12,197 IR K ICL THBZ LNy o7, JEH
RP115N (X, c.4957_4958insA DREHE S AL DT, JEH] RP115N 25 7= 4 AD
C.4957_4958insA OREHESIRD BE O OREIX, DB R IZHETIEL O
W7ot FEHT L OREFITLEAIREL PRI RZE L, FEfn Ll EHIZEAL LT,
L OFER EF720 | JEH] RPA4K DERIT 34 ik THULREF A RIEL . RITFEE S
Tho7, 20 IR, 8 ARIFEML, 3 RIFEML T 9 IRITIT I Cho7=73, K722
IO -T2, BHNREIX 10 A 7 NZRBOHIL, 4 N 7 IR TFEIE i 73T
W, IRIEIE, Fln eI 28/ IMARRZE AL &3/ IME U 7o IR L3 238D | (LA
FRIT A ISR T2 Tz, 1 NI sk R B IE 2 38D 72, 3 ADEE D OCT
A Cld, M EBRIZIEHLL T e, 2095 2 AR NEi /R 8% 550
(ISI0S TA ) 1%, HLE CRAICHREITI AL TH7-23, WIREL R D
JEBI RP21H T, I1S/0S TA > % & e LR OB EMET- Q- MR 3
AND B TITOH, IR RSB RERRE O T AR LTZ,
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EYS B F 5 2L HME O RP BEH ORI GBI i <L TRY, 20 R E Tl
SR T, OB R0 AR T 23885, CERKL B R %415 RP B LR/ %
&R 2521340 72<, DHDDS & B4, DB LI _RAH LB i B, 4[a]
DOAREFI D JE Ht F 7 13 £ O LA Z<ITERNRVITHE Tho7-, EYS B
THENCLD, BRI SHEZEME OB S RP <2, XETED RP Al EIZH AT
WDDN, AR UTIEBNZIIZB D 72 o T, FEFIE N D7D T, 5% SHITIER]
FHSCLUTRBIDAMLELE 2 5, SRR 10 AOBE 2 TH 20 R ETIFITIE
WRPSEEZ A L QW 2Zenh, BARANIZEZ WO EYS Bin T BIFIC2E5 RP X, A
ZELE AT ENHRAIURKIAZBIS ZEN RO FREMERHHEE 2.5,

[
SBIZEEDOIEF O DM ETH LM, EYS Bin R WICLA 5 RIMELZ RP IX,
30 RFECTLEH) B I e il O RE 2 R D . ISR G THh 7=, 4 AD
C.4957_4958insA DREEGIRD EFH O/ ORI, DO ZERIZHTEL O
DI T,



