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¥ O oW X & Mutations in the RPE65 gene in patients with autosomal reces-
sive retinitis pigmentosa or Leber congenital amaurosis
(BREFLHEEERRREREMES & U Leber ERMEERET
@ RPEGSEEF ETHER)
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RPEGSIZHEI @R E R FFRANICHEIRL T A5 T RS kDa DEHTH BRI DWW TIEREREE T I &
Ny, fEEESMEREORKEETFIE 2 E T Rhodopsin 72 EEZAAMIICEREMCREL Tw3 b DHE
EE3NTwd, Lol, AZFEMCBHREL, OREOMRCEELRBREH 2L T 2 MEAR EESFERE L
FZ ONIPEROREMEEIA TEVENCRERES L TRV, £ 2 THHERZ I, ZOMEGHRERICRHREY
WHRHBL T 5 RPE6S % M GREMEOF N2 EMERETF L5 2, MBEAREEESE, Leber ARMFER X
RELUTBREEETT 7u—F 217> 72,

[Fk]

NFEIXNTW S RPE65 cDNA DEEF % 12369 bp @ genome fragment % {ESL L, human genome library %
screening U T, RPE6SELF % & 1865 kbp (D genome fragment Z BB L 72, 2N 2 H L T exon (2 BEE L 72 intron
DOIEERH 2 HRE Lz, I 2HICE exon ZHIE T 27290 PCR A primer Z{FEL L, UIHO S EEEEREEOSE
EMERERE, 15HOMATHEE O ELEMERE, 46010 Leber AN ERE 2R E L, FREIVEEDOL, #ik
MmEFER L, ZO[IMmk» S genome DNA 28I 7z, 2 2 H L T SSCP #:1Z & U RPE6SEG T exon i B
BERBAIV—= T LTz, SSCPECIVERDFED o lz DNA I3 cycle-sequence 12 & D IERIS # 5 E L
foo 73 VBERTNCEMESEZ Z20BEAORBRICEERLG 25 E XN ERER ST BF IOV T Z OKIGEHE
KB DT ORA (T 72, |
[HAE]

RPE65# =T genome sequence D FEHE X AF039855-AF039868 £ L T Genome Database (2 B8k L 7z, HEHEDE
He#Ez o 2EEN 3OS S ERIPBEEREMERSE, 7610 Leber L RKME BE TR O & 117z, Leber FER M
HEREONO—BIIGEROFHFICERE LD 2\ germ line mutation &2 653 b D TH oz, BMEREETH -2
BERBEOBEFORN TR, KERERBERIRA—ORRNEREEFREESE,H 25V IERE 2 RRERERTO
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~NFOEASETH D, EFIHER S MO & D OREEEEET O career »H 5 i3 wild type D& TEERTH
o, WREEELRERTA S N 2RI, ArgdlTrp, Alal32Thr, Leudd1Ser, Glu404(4-bpins), Valdb2Gly T,
Leber 5 KMHE T H & L7 ZHR1d MetlThr, Gly40Ser, Arg91Trp, Glul02Lys, Argl24End, Hisl82Tyr, IVS6-2A
->T, Asn321 (1-bp ins), Vald73Asp TH o7z, ArgdlTrp ZRIITHEECFED STz,

[##E]

{0 AP BI1626, Leber SR M B 14561 £ 34 % 1= RPECSHEEET ORIEET 7 70— F 2175 7 MIRE R
ZERERER 3 B (892 %), Leber 55 RMEEH 7 ] ($916%) T, RPECGGEETICHEEEZ SN2 ERERD I,
ORI, EEOE FRFOREY, BEAELMEORRE 25 2 L ESTHEEFMCER L REVIORETH 2,
37, WIEERENE L Leber LXK & VI BRZHICH LR ES 2 5 Z & bx o T, MEGREMEL VS
LWHIT10EE E T BFLTLET 2B T 2R EREHEBICTE NS, —7, Leber ERUERIETH IV EL» D
2k, EREHBECENEESERICTSNS, MR b0 L - fEINE, MEORE, MBEELIROR
S BRI —Th B, MEE L b EEZWICITH—Th b, D&Y, Leber HRMEF O, MBEGRENE
FEORLEEHOHBEICAS I k), TMERECAEHLEERIRLEVLS ZEThL,
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NEBEENRERNEER

s R RORTONE, FEEERFFFRNCHKIL Tws RPEGBER L7 — F LT 2E{ET I
RIS L PEAREMER Y, Leber BRUEOREEII RS LS 2 LA MO 2 2070 —7 L iFIEREZH
RCHDTHR LI b DOTH D, JALE T, FERERTEIEHEE G RAMAE O AR E F L L T3 Rhodopsin, RDS, « and
B-subunit of rod cGMP phoshodiesterase, ROMI, a-subunit of the rod cGMP-gated channel % ¥ photoreceptor
cell SR RILL T2 b D TH o Tze L L, BERIIC & TRBEERERE TRERENCHEEOR EEPEE s
20T, WEEAEFFEASCEROD 2 MEEORERESEET 52 2 L @lSTwie, 202 EPEMIICBY
THERR N7z ThH Do F72, FEEFRANCLIET & D FIFERER O RLME & £%—FLPICE L &k % Leber 58X
BE L ORICEABHEHESE RV E VbR TV, 2O &b RPESEETFREOB A5 A5 & —HO AN
MM EENS Z LR THID TSR I Ltk b, 70, MEEE EENFRETDH 5B OREMESR
A N7 T, M T OB TR D, B TTAES 2 £ X D, Leber SERME & £ OBEREHITI
W A DBE T AP EE B £ 2RISRV L W HTHEETH L, NH5DC
L1, e SR R T 28 5T RPE6S O Z R ARG RAMAE 5 £ U Leber ERME 253 IT
CERFRLULARLIHEMMET 2D EF L 5,
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