u

) <

The University of Osaka
Institutional Knowledge Archive

Title ABCA4 Gene Mutations in Japanese Patients with
Stargardt Disease and Retinitis Pigmentosa

Author(s) |&F, HE

Citation |KFRKZ, 2004, HIFHX

Version Type

URL https://hdl. handle.net/11094/45332

rights
ZENSA VI —3v NMAHDHFEIESATWAW
2, HXDEEDHE AL TVWEYT, 2XDTF
Note | ECEZDBAR, <a

href="https://www. Library. osaka-
u.ac. jp/thesis/#closed”> KR KFEDIEBLEHHRTICD W
K/ TSREI W,

The University of Osaka Institutional Knowledge Archive : OUKA

https://ir. library. osaka-u. ac. jp/

The University of Osaka



[126]

L Tzt 0%

F

S % B
HroExsHosn M L (B %)
% fr ® % 5 H 18554 =
@S5 E A B TFHRI6HE3IA2BH
FAR S 0B H PARAIE4RE 1 ERY
&R TR el A EE I

¥ O R OX 4 ABCA4 Gene Mutations in Japanese Patients with Stargardt Disease and
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[BH] RZ AL ME (STGD) IXEMUERMEMN L BABMBRE ML T 2EEREORELHETH D, M
BREREMRE B 3BT EaREEEO TR E T2 aREEERORBEEMETH D, 2 DORBITEKICHRE
WIEM SN B, Bk AIZRBV T, retina-specific ATP-binding cassette transporter (ABCA4) B=F4. K
53 ® STGD & —EOFREAELME RP OFRBEF THD Z EBREINTVD, AR TOWREIRERL, 2200
REOHEEIZOWTHHMIZIA TV, 22 TH4IE, BARAD STGD A% L RP AEICKIT D ABCA4BIZT
DERDOKRFEE ., ABCALBIBZTOER LXBA OB R SEIOMFEOBR & Liz,

[(FE] ARIOBFNCB T HRBBEOBWEAEILIT L Lz, STGD B# (1. ¥RakLHitlEE 2. 30RET
DRIE 3. FEMEERBEAES LTHABEMIRREZ A MIROHOEAET 4. 8EREER To “dark choroid”
iR 5. EFNOBREEEOHEKEMKN) , RP BF (1. ¥RakstlRr 2. aRiEROMEEHE 3.
AT EM K OERHLRRE) . FEROBHERES Z/-3 STGD B# 10 % L RP B#H 120 FRIZOWVT, AAM
LEMEICLIBETHNOREL2E LT, KMz K L DNA ZH#iH L7z, STGD A% 10 FRITOWV T,
single-strand conformation polymorphism {E & # 4 L7 b —27 T AET ABCA4BIzFD 50 =7 Y LTI
SWTERDOMFE & MAT L72, RP BF 120 FRIZOWTIE, STGD 8% TREE L7- ABCA4EEF D null ERIZS
WTHIRRBER IR SBUCTREL, A7 VUV LDERRFEETERPoTZBEIZONVTOR, A LT Fy—7 =
VA TERERR L, BREFHEFRIIOWVTIE, AELEONREICH UBEFREL KT LI,

[FAR] STGD BEIZB W TI0 F%H 5 F R 6 4I- ABCAL BT OERERD T, A OBFHRER (IVS12+2T>
G. Tle604Ser, 1894delA, Leul583Pro) T 1 >MBEMZERE (Arg2149stop) 'C“&)OT:O. null ZEROEE~T u s
EREBEAED STGD BEITLTEEF TH o7, RP BEIZRBVT 120 R 6 TR 942 ABCALBIZTOE
HEBbl-, 3ORFHLTR (IVST-45_952delinsTCTGACC, Lys461stop. IVS12+2T>G) T1 >AREHER

(Arg2149stop) Thotr, TNETOWE L FHKIC, EEVNREENZ6FK R ILDRP BEDT TR null BR
DREEEERPEE~T nEAEThHo, BEABRAEINE 1 FHRO RP BEILSVE STGD LW h TR,
ERZHEVCEESEERIRICRA T, £/, 10/8TSTGD L2EEh TV 2FRE, 2018 401K - 60 X
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TRP LBBENTNS SFRIIA—ZERORTHEEETH D . FIROER & R, FEl It 25 S MBI & D
IZHEIT LT,

(KefE] Tx OB/EBFIATIZE D, BAAD STGD A% L RP BAFICBVT 6 DOFEPER (IVST-45_952delins-
TCTGACC. Lys461stop, IVS12+2T>G, Ile604Ser, 1894delA, Leul583Pro) &, 1 SDEE4ZER (Arg2149stop)
ERE L. BAANCBN TS ABCA4BIZTF 3, K5 D STGD & —#0D RP 0 REEEF Th 5 = & MRSl
¥, null ERARES W7z STGD % & RP BFOXRBMONE L V.| ABCALEETFOERIC L 0 KT LNE
& & bIc STGD 225 RP ICZIbT 2 RUBIEE AR 2 5 2 L 031 b 4v e o 7e, ABCAZ BIETFERIC X 5 RP
8 STGD DT LI T 5 2 & 035 B DM & » R S iz,

MXEBEEOHROEE

HBEOFRMEHERIIT, AFNVITNV MR EFEREELEBEEREHERSZICHB T retina-specific
ATP-binding cassette transporter (ABCA4) BEFOBANCKEERERYFE L., ABCA4EBEFREANCE
FHAZNIHN MEE—HOFERAELERECREMECREAREF THE Z L2 ME LEBRNORT TH B, &
bIZ, ABCA4 BIEFOERBEEINFZAZINTN MR & BREAKSERBEAREMEREORRBOLE LY |
ABCA4 BIEFOERIZ LD EREKSUERECREMIEN R Z VI MEOET LB THI o L 2R LTV,
FEARRYIC I AREIZER| T & 5 2 DORBORERET AR LBET THEFELHAL TV IEEERNATHS,
—RRIZAZ NN METIRALRENRE LAERELD 281320 E SR TWER, #ITLEY CIeE 445 o
BEMZRRLTRY ., BREEERMBELZERLTVS,

UEDHRELY . FHEEORMEHERIIFMNOBECET S LEL NS,
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