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Dominant Retinitis Pigmentosa
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Abstract

Purpose : To identify the common mutations in
Japanese patients with autosomal dominant retinitis
pigmentosa (ADRP), and to show that the kind and
frquency of mutations depend on race.

Methods : Previously reported mutations for ADRP
are summarized, and the results of screening for 120
Japanese patients with ADRP of the human retinal
bascin (FSCN 2) gene are presented. Clinical fea-
tures are characterized by visual acuity, slit lamp
biomicroscopy, fluorescein angiography, electro-
retinography, and kinetic visual field testing.

Results and Conclusion : The Pro23 His and
Pro 347 Leu mutations in the rhodopsin gene are
representative mutations for ADRP in other coun-

tries, but the mutation in the rhodopsin gene is very
rare in Japanese patients with ADRP. On the other
hand, a novel 208 delG mutation in the FSCN 2 gene
was identified in 14 patients from 4 Japanese fa-
milies with ADRP. This mutation was found in 3.3%
of patients with ADRP, which suggests that this
mutation might be relatively common and charac-
teristic in Japanese patients with ADRP.

Nippon Ganka Gakkai Zasshi(J Jpn Ophthalmol
Soc 107 : 687—694, 2003)

Key words : 208 delG mutation, Autosomal domi-
nant retinitis pigmentosa, Mutation
screening, FSCN 2
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RERAEE R,

I-2(FK%£4) 1705, B (symptomatic patient),

BIRRIE © 30 AREIIEE THRBEaREE 2B I k.,
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HREREERRAREED 20~30% RS h, Z
DOHFTH Pro23HisEH, Pro347LeuZ &, X 51
RP 1385 Arg 677 X Z2 S IZFOK A H 42 th A4 e
BREMOEHEELETH S, LorLars, ZO/KE
1k HARNE o R =2 oSS & IR E <M
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&Y, 1IN TIE FSCN 2 B{E T HE OFHE 1T 7w,
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