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flﬁ’fﬁﬂ%’é‘lﬁﬁmldﬁ'% EInFokE

TR SRS IRE SRR S

SBE Leber £XE, MIEERENE, RPEeS, RMllaGREEETERE

bbb BUE S 25 FRIEMDKI80% % 5 72
DIWPBELEEREI L, Tabb [HHE
BEZ D QOL (quality of life) %% L (KT &+, &
EOHSEHIRBICHRE NS, EROFESE
BHERO I 505 EED ) 5, HAERKKA
BEIL, AR OER R TIREZ EOREIZLD,
WETLHIENTELERL /. —F, K&
THINT A Leber %K E (Leber’s congenital amau-
rosis, A FLCA L BEd) HEEEZEM (retinitis
pigmentosa, DL TFRP EBET) &\ o 7 fe R
B, IR CIAMRIGEEIEL S

TELT, REOBEEREFLINTVS.
BT 7% o TLCA I T 2 BIETFiEE DERR
Woen 32 E, KE»SHHRNTHRES Y,
BEMEEHETIFESEINETTH o7z Kia
TiE, LCA T 5 BIETIERERIRIIZE DR R
F e, SHLIERLVEHKRTHETBERLTY
5 RP IS B ERFIGEIC D W Tl Lo,

0386-9806/12/¥100/ E /ICOPY

LCAZ, 18694 LeberiZ & » THE SN/2RPD
HRREAET, EBREY (< 3EBe T ALUMN)

JVBEICHENIPEBESNSEY, ZNETICI16HE
BFORRNEZFIREINTEY, FEAEDVE
SRS HRIEORR T LD, CEP2907° S - &
YHEEIEL, &R0 15% 2 505, MEIZEL
WEFHLOOD, LT, GUCY2D ($12%),
CRBI (#]10%), IMPDHI (#)8%), RPE65 (9
6%), % EDOHEEIEVE EINTWAY9, 80,000
HAEICI~2 NOHEETRDO LN, TREOH
20% %505 EENT WD,

LCA I EEMELEOA TR, BKITAD
SREICE S, ROMUOORKRN R SHE AT
5. OEBEM»LH5EEHEREREE, O
HIEARYE (sensory nystagmus), @ﬂ?’cﬁﬂ?@ "0
b LCIEEEREE (RAERESL | amaurotic pupil),
OHRERORE (HERED L C33F L ViEss)
TH5. BIERE LTIE, DPRBBECHEER
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FZEME, Alstrom FEEEE, Batten /7% E5H 5.
T2, LCAWIR LITLIE, BHREZEER, BN
fE, CTADA, KERE, B#EZEOEHEMHER
IBEFHS.

LCA T3, oculodigital sign (FRIRIHZ) &9
#LEEPRIKIC VELIF LT 21TEHP L CE
BainsD(F1). ZOTENE, FRICEDLR
5 35ED4TE) (blindism) T, LCAZZITICERD 5
NBLOTIRBEVIHEHNTHS.

WL, BLAEDEFPOIUTTHA. &
B mARIRAE {, H#EARESLEARE T SEEI
BT 720, BBENIVEESRDZZ LIS
5.

REFTRIE, EFAICIYSEIETEITHEDY, L
B, WK, HRHOLNE, B/
BRILE, FRERREER, 2 EORRFRO LN

Bl1 oculodigital sign (GEERIRZR) (@7 £W3IA)

59, —HT, HEEIBRICEESNTWLIE
B1C A R I IR SRR R IR O ZIE AT &
AEZVEDLRDLNS.

CORBIOTT HHRIICHELZNIREE T 5
BREIELENTELT, FTREITRTHA.

RM%S@QQ)@%%@%L&%%&%%L,
11-cis-retinal D E A& 22024 5 B, RPE65 BEiZF
IZERNDH B L 1l-cis-retinal A ST, HA
Bo (BK) SRR TE R RY, BAERICH
MMBEFEICE->TLT ), Acland b1, 2D
LCA2 ZRT B BIZFIREEL LT, 77/ Mt
% £ b A (adeno-associated virus, LT AAV & B&
$) N ¥ —% 72 RPEND IE¥ RPECS EIET
BAEL W) FEERAKR, A XOLCA2ET VIS
WTEBHLRBEEDIRPELONDL 2 2HEL
728, 2007 2B LV RED 7NV —TI2X 2T,
F7220074E9 B L D KREAR Y VINZTREDS
V=T >T, & NLCA2ER I T 5 EET
BEBRESHE SN TBY, Z0EFEED
N/ (F3)V~D,

EETOBEKRMIETIE, 17~23FOLCA2EH
3% (GEBIT~3) 1L T, AAVARY & —5HEE
TG EN. ZOMEE, 14 (EF3) T, &
I L EEORELRD, &6 IR
TTOTEOE L VWELROEHRESI N T

K2 EEBE
A IEE®E, B.RPEHE



B0, FFREIORRRAFZETH BRI, 19~267%
D3IZORE RN FIBRIEZTIHES IO, HE
TR 3B L DAL S L OCHRE I E T R
B, I BB THASOUELRO L H/ES R
TWw32, FEEZ, KE 70 FREERY DV
NZTRFORKRBWGE T IV — T o DHETD,
1EHOREBEZHHEICEE 2AER 2w
&, BT HEREN LR LIESESH S Z L8
MRENTWAY,

ERRARE
(zv bo—ViE)

A IRARE
(&5HR)

HEHl

52 Bk

540 A%

#5e6h Bt

HIRAE

ISIQMkﬁ?éEh? %%Fﬁ%mﬁ%
XE1D) £WEIHE, BE

EFIO~CsacY A ) —BE BERBREORET). N

2 —BERTHEEROWEBREF LR L TWS, AP KAE

Wig, \EREBELEV
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T EBEMRPVER O THRS N, EFLE

EIIRBAERONTWALITHSE., LHEED
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RSN,

KOOI, R
ETH I8+ 0 BEROEEERESRT, (5

RP IZETHOKE,

Ml L e LM ORET ERE, A
HIBET 2 BEEr OEITHEORERE] L 2R
ENTWVD., —fRIIEHEERICHERE L TRIRICE
L, #E2V LEETRELANEECELR
BOBHTH S, Dryjabic LY, 1990 124
FICBEMICRERL T AT F 7Y VEETFIE
LA RENERPORABETF TH DL I EWHES

NTL®RY, T CIcHS0EEDEREE T
FESNTWE, BEERNIE, FLeEEEE

7, ERthstiEE XEaREstiEmz e
TEEET, DPETEEFNEFN1T%, 25%,
2% DEEEEO LY, BEEAFEZoE) Lk
WIREB S KESFET L. ., BHROBERET
BEICL > TRET A BIZTFHEELIEFHE L
T2, bHETOHHHERL 3,400 ~ 8,000 Ail1
AEEnTBY, BEBRINITALHEESNRT
Wh, KRERBEDPEICBITARREOE 1
T, FREHARKNTHEIMTH L.

ARERT R T, WBEAE LR OMEL,
ML IMLE DR, B/MERRE RIS L 050
bihbd (H2-B). RPEAGHTHIEHHEBELLT
I3, Laurence-Moon-Bardet-Biedl FE{ERE, L I % 4E
& E  (Hurder 5E 1% 2, Hunter JEEH 72 &),
Alport JE % %, Kearns-Sayre JSEEH 2 & 0°H 5
(5]). T/, BEEHEEMED D O Usher FEER
¥Hb.

ZORBICHT DRI LSETET 5
BEEIELSNTELT, FRIEIRAETHA.
L7255 T, BEICEL 5 TIRIROMHI 2 EMIC
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M4 RMEFRBECTAROMEHRIER (Cak10) 12) LVEIE, #HE)
EH3BBOMETHET VEM RCST v b) OMETICABRANY 2—%H/5 L, THRBTIM@EL L
A IBIEORTE. AER T, SFERE (RERE) PRI TVS
B MBEEE (BEELEOFME) . FAER TR TIREMHEAL TV, BRFETRREIBO50 TN

FRT 570 0FHREM, T2OEHMEEDOR
s, BERROBRELINIILLT—EA
DIERRME, ZHE (BEBEEETFIR - BE

&) OFH, UNE)TF-Yvarofiklt
Wo7z, QOL% B 5 - DBRAN R TIENH
A CTHEETHL. —FH, FLWERERED
BACEDSNTEY, 4EEBANT 5BEFIEHE
DRI, MFEIEBEC A TRIERE, 25123
AR & R U 7 MBI AR 2 EANIS SR D ERIR
ISR BRI TV A,

B & 512, RPIGHEICHERT 42 &F

BAFDBEFEEIC L o TRAWIITHRMRE A
ICELHY, ZOLETE AN = A 01E, HME
DT RIN=VATHE. MERERFEHREIND
EEE, MO UREER R T 475, &
FEolkIhoomroBR EEERRET (pig-
ment epithelium-derived factor, LLF PEDF & B&5)

IR L7z, ZOPEDFREETFZHHLEEY
ANWANRY & — [(FVHEELVZFTA VA (sim-
jan immunodeficiecy virus, LT STV & Bg5) ~N7
¥—] #RPEFOMETICHS L, JW sz
PEDFZEHIZ X VIRA O PEDFRE % & < M L
£ &%z T\wh. PEDFDORMIIREEMIC L
YRR A E, BEORBRETZHC
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WE L7, B2 CICRHSERMOERMOE
BIIBWT, N7y —REIEHIRREFRB LI UE
BB AERGAEERDV RN EDHERTE
T\WhH 1),

LlEo%hestEEL o CIC R e B ORI
SE, BEEMETO b I VEERL, FNGE
ZESTOHEE Kz E. Rk 22

£10 BIZEASBE~OEREE O H BT
L, $EERICEERZE RSBV TEREH
AT A EFDVBBEINLEAATH S, EWVIF
%, TOFHUVIGEEDSERRNCICH S AT EE
Hhd 5.

SR MRS R B $ 2 BT HE DR
LA, FEAFIEIA V0D, S%ICHR
O TCARERVPL LT OBAERNLON TN, &
EFIEEICL > TIN S OBEEEREN TR TE
HHEZR NG, EELLMETED TS,
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