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Abstract

Background : We examined a family with fundus
albipunctatus in which mutation of the retinol de-
hydrogenase 5(RDH 5) gene was suspected to be the
cause of this disease.

Case : An 8-year-old girl had diffuse multiple
white dots in her fundus except for the macula. She
had good central vision. The amplitude of her
electroretinogram wave was low, but it recovered
after three hours of dark adaptation. Dark adap-
tometry showed an elevated threshold for rod adap-
tation. No visual field loss was observed. A homo-
zygous missense mutation was found in exon 5 of the

RDH 5 gene that substituted histidine for arginine
at codon 280(Arg 280 His). Her mother had
a normal fundus but was heterozygous for the same
mutation.

Conclusion : A missense mutation of RDH 5(Arg
280 His) was found in a Japanese family with fundus
albipunctatus. (J Jpn Ophthalmol Soc 105 : 530—
534, 2001)

Key words : Fundus albipunctatus, RDH 5 gene, 11-
cis retinol dehydrogenase, Missense mu-
tation Arg 280 His
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B 7oA kI, B 100~200 wm O A ERE O H
LZEMNRVEABEICELL Tz (K 2). Goldmann 1
FPEHC & 2 HBMRACIREF I AL, A v D151 &
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77 vy 2 B (ERG) 13, WR & ICKEIEGETIX a
WO 240 4V, b LK 150 £V 2R L7253, 3HREEID
ISR 1 a BeAS 370 1V, b Weh I 475 uV &L

FCRARES $83 @ RDH 55 fa TAR - Hikh 531

CE LI (4. ETFSEET(OCT)Ic L 28T
1X, HEICHIE U 7 BRALC R 2 223 e h o T2 3,
fEp iz fEE A E A S Bruch o v~V TR ST
L CTwiz(5).

2, EIZ TN

FEFIORBRP A V75 —LF «avky b 28T,
FEF] & FEGI DO RO RDH 5 B s Tt 2175 7z,

1) RDHS BRETFY—27 T YA

FEF & AEFIORFR O [HimEkD 5 DNA 2408t L 7z, R-
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ol iz, LrL, BETH HERFII-1 O PCR E
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% 1-2 TIRIEH £ BEONNY R L b IcBiZEashi (7).
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3, 310bp DN F DA Sz, BEOREE(1-2)1213 310 bp, 160 bp/150 bp D ¥ F RT3k

Hani.,

> 280 DT WVF = IiFhd retinol dehydrogenase 1%
WTH I IBEESINTEY, Arg280 His ZH 13 11-cis
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