43. Stargardt 50D ABCA4E{nFHEMH

R dR ST, RS IRER, R, B B AR UFIEA
(IER B K)

MZEEET HAY:Stargardt 75 (MIM#248200) 23885 2 JEB D ABCALGEITFHENT D,

75 Stargardt F NIV 2 JESF,

J7iE AL RIE O _ECTHRMINEY DNA 2, ABCA4 BZTF Dy 8% PCR & CHINE

UE IR B R EZIT o7,

fEm : EBNZIIERIRET A2 BT 5 ABCA4 B FDEEA D E1122K LA bl 12 A7 T A AR
FT—E R (VS12+2T>G) DEE~T ufEGEE2R 07z, o VEFNZIB W TL 3 BEOIA
AIEBRAFTEDTH, R290Q & N1620K DR FIE DR KB nF LHEELSHIZ WAVE 2T A
R OESEERINC IS ha—L 114 BIOEFT 21TV, 26 DERITFERS V-7,
fham: ABCA4 DEREOHEIL 500 FEIC K S0, MA TERN L UIEUIT LR B L O B 4]
W 22 ERREETHD, LINUAELSMZ#EE- A A n T 20, MG R ML OBEMED
WESNTRY, 5B OBECOBLTHENTT —YOEBBLETHD,

A HAEE®

Stargardt ¥ (ATGD1,MIM#248200) i3 & e 5,
EEUREERTERT, RABEEL EE
WELT 10 BATRICRIET 2ILN L,
1997 4E4Z Allikmets B2 &Y ABCREG T DE
BPREBLEESTDHIENHLIZENE Y,
ZO®%IOEMRTIX ABCA4(ATP-binding
cassette subfamily member 4) &4p% STV
Do A EIF 2 1%, ARG 2 EFERRL
ABCA4 BILTF DT AT To O THET 2,

B. MEFZEBLUMED~DEE

FEGIE 11 w2 GREBI 1) & 40 7% 5B M GRE 1 2)
WIS R IR VRS L 72 KR A
BORIESE, FFFED B AIZ DWW TR ZITD
AANBLOVEFL TIXBBORELH LT,
ANERHE, FEBIIIARANDH. ABCA4 Bin

F DT AT T2, FENTIZRIEIMEY DNA %
ML, ABCA4 BT D=0 fBi%k% PCR
ECHEL, ¥ A X A¥—Ix—F—EEF AN
THERSIREEIT T2, A FEOE TR
PridlER B RFEFTHEEZRSOARD
HEITHoT,

C. FEHER

ABCA4BEF DA ay 12 DRATFAL ARG
—HERALD 2 BEOEETF IR T=UCE
AT oEASER IVSI124+2T>G ZiEH)
12, F2aky 1122 o7 AVZ3 8 (B) 3
V(K ICEDAIAE L AR (pE1122K) A&7
TATOEAE R c.3364G>ABEF1EFD
RBUFRD T2, FEFI2TIE, 7/ BES|OE
& D E B c969G>A, c.4283C>T,
c.4860T>G M~TF oS THRH SN,
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D. E8

ABCA4 BinFIF1EBFLEEEICHFEEL,
50 ED sV hbino T, ZOBELGTIZ
LoTa—R&EN5 ABCA4 TR AR A1
DINRICFET B AESE T, ATP &
712y MNEEERD—>THDH, SEOERLT
FENT CIIAT FA AR ERE T LHESND
BRLAFEEOIA L AL ENBHENT,
IVS12+2T>G BETII=I VY 12 DATTA
ANITONT . 587 FROTNAF = LI,
ABCA4 LIZERZ29@ 7 I /BRSNS T
EDHREIEAR B A IOV TRIRRS KT
TOLEESND, ZOREITT TIZ STGD &
73R LT Fukui HIZEBHERHS 2,
7z ¢3364G>A E RS | Lewis HIZXVERAIR
REiepERILTHRESR QNS Y, —
BT BRI ¢.4283COT b, T TIIERELL
THESNTVDER, ZOERIZEVaRy
1428 Na—R$AHALF =2 (T) BAF A=
(M) IZE#BESND, LNLIOEWO T/ B
AEYTERIZE W TOEWVREZ NI THYE
BLoBEITEDL WV, c969CA &
c4860T>G IZ DWW TIEENE LR 290 12X
Na—RENATAF=2(R), R 1620 12X
Na—RENBTARTEY (N) FEEEZ TR
FENTOAEFITENENT ALFIL(Q) L
Ui (K) ~DZE{kid ABCRADHEEEIR T it
ZUHBEHEESND, A hE—L 121 A 242
T UMZEITH cI69GIA & c4860T>C DA H
ERBLIZDAWNTNOE RS REHINZR o
7o ABCA4 Bz FI%. B aFLEEERE
AT STGD1 Oflz, MR, SRR
U ANaT ¢ VSGIZINEREBE A & O B
DIRESILTND, D72p<Ed 600 FELL B
ERRESN TRVERIRSHREITSE .,
BROBEEOEWIOERLMA TH MR

STGD1 @ 10% T2 EE T3, dba
—ayX RAV R ETHLIREHREOE WA
BOHRETIHDHMR. BARNTORURER
135 DEZARENRW, P —IEERAL
TEEY /T RETEBELE STGDL @
66% 16 80%NERLMSNDLESN TN
B, ZRINELMERITUIELIER S Tk
W, I A 7a7 LA AV ERZOR T
DITOILTWAED, BREE 40%1E25D7Y
NDOER 40%IZ, OESDOTINVDOERLE
BIE 40%BHINDERESIL,SHITRE
R =7 T L BFITBAT RO TV D
AR T IR IBIEDE R
T3, ABCA4 DERITBEMR LIRS
ARTEAREEORESKRERICLEE
MNHDHZENHEESN TS, Fx TMEEARE
EHEIZIB DT —H T 21T > TVDH A5, IR
T AERE | TUNDOBBHENDH D7
NETHD, ABCAL DHEREREE R M fa st
=i
(A2E)BEEICEB B EL &3 2en
HEEESH TWA, STGDL (d8E Aha7 4D
RO THHERELD D W A7V EHIEHT
HIEE BEFIREOOVITHEERD
S =y e UTRA NERMER>THDERER
THY . WS CIXEBERATRZ B ERR T TIZ
ITOIL TS, LinL, WEEFFITLEN T
RWERIIFHYHS AL O LHEESND, MK
EBREEIOT, MR IKEFI A BLES
NTCNBH, ABCA4 DEENHDEITIIFE
LLBRWATREM LBV A B OB N EEND

6)

o]

n-retinylidene n-retinylethanolamine

E. $5i&
STGD1 @ 2 FEFNIZ BT, JRKE725 ABCA4
BLFERORIERIT T, B TREATIRH]
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44. Leber EREZEUERBRSIERECREMED

TAOATF LA KBEETFE

FRERER, Bl B, TSI, BRARBET JA B3CT) . MR
EAERT EBF, B>+ ME &
(IER 2 K)

R ES Leber 45K E (Leber congenital amaurosis: LCA) 134 % B EICHRANRZE M EITT5
BECREEAETERHEEERHS, FRBETIIEEREER 3, HHEERER 13 &
BN TS, LCA & T Yt RS VERBIE .52 25 1 (autosomal recessive retinitis pigmentosa:
ARRP)IZ B A NZBWTHESESEERNZE TN TODEH, FRER G T OHEITA L)
TRV, AFETIE 12 BIEFOLBREEEEL A/ LAZHNHILT, LCA 28T
ARRP & 73 fllzoWT, ZOEROTEBELBAEOMELALPICTHIL% B NI ZED

Do

A. BRRE™

LCA %% 1p ARRP D& JR R B{EFIZDOV T,
H AR NIZIB T DL B OFEE L E O E 2B
BMMZT B,

B. MR A%

xF5::1988 ENLEIEETICEBZZZL,
PATOEMIZHEY TS LCA 25T ARRP 73
B (B 45 B, otk 28 B, FEIREF ke
16.114.6 7%, 2 FRFER 33.6£20.3 %) .
TR R CREELRE O BRFEN TN
5, EHreafsERsERIT BT 0
BICHRIENR, FRARE, MBS ITHRE,
HERXFOHEHAFEL, X EEERERE
HFRREDHEBRRIZE DT, <12 IKET
W HRER S HB U ES 2 B SSERI S L
Tmo » REABSTEWI D ARRP 1., MZEFIL R
EHi, RHBIEFILISLD ARRP X, U5

FlE st BERA LTz,

HHBROPNR

FIEF R R T iE Bl

0 % LCA 8

1~2m%  SFEREEARENE 4

3I~12 5% BEHIREAEEEEESNE 28

138~ ARRP D& 33
=t 73 41

Fik SR RBEN GO BE MR DT/
2 DNA %l H, RPE65, AIPLI, CEPZ290,
CRB1, GUCYZ2D, LCA5, RDHIZ,RPGRIPI,
TULFI, EYS, PDE6A, PDE6B &t 12 D& s
F oz A8 AE T, 0.5~10Kbp % PCR
L CHEE, RPE6S B FICEAL CIXEHER
HEELFREE CHAENT, MRS T AT
WL TIX RPE6S & e LB InFDTTY
VERGr D DNA TUA%AERL, HEIRL7- DNA
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}Z Fragmentation. Labeling. Hybridization .
Wash/Stain/Scan DITREZ#E THEARLF AR
EL, EROFEETETD D,

(TR B ~DEL &)

JEAEFBE TARTANHEILUNER 2 K%
EFHmEER S OAREE THITL .

C. AE#ER

73 B 17 BNV THET,

-1 BIEAENTRE EE AMELS RSN L 72

-16 > 42016 HE AL, 148 ERETZ IR A,

*SNP 13 57 BTz,

4 FNZIRIR &2 155 variations BERD T2,

PDE6B p.lle535Asn REEALER 14

RPGRIPI exon 17 &tr 1339bp K& 2

EYSp.Alal465Ser, p.Cys2939Trp
BE~TaEEER 1 F

D. X

&, BAANOHREEEDRELL TREE
FREMEZIIC D LT OB RMEREER BIL, &
NEE, FERAMERE ISR EE LY Len | B
A B B SR O 2 EE FIR A TIEK23000 A
DEBEPNBEHEESNTNEY, RRKERE T
IR 140FE, REEEHDHERTIOTED L LI
\Zoizh, BENREEEOHLEBTHD, F
TY Leber e KB I LR HIIZRIE 3 DMK
REMEOHEMER T, ARANIZHEDE W

ARRP LRIERIZH D2 EIED 720, 20074F,

KEEEET Leber X RKERE DB IR
BOMTRbh, BEORBREENRESN
7o 49 BIEETIZ204 LA EDSRIBROIGE S
ZFTNWD &0 CHIIRRE T OF T, w
KL B RPERS BinFEREY
FOBRFICHIG LD, ZOBEBETFIREDR
NZEZVAKENIZIBEZE30004EE 2641 T

5 Leber EXREREFEOELFR2M oy
7k OLREFICED SN TS, B TFIRERE
BEFRWEIRE—EOBRIZHY, kK
DHRETHMEEARENE, FCHEER THE
DR ARRP OB FIREEZ BT I2HT
D, EROEELEE OBMBELMDLENRDHD
EEZLND,

E. #&iR
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