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Abstract

Backgrounds : Sorsby's fundus dystrophy (SFD)
is an autosomal dominant macular dystrophy first
described in a 1949 study of five British families,
and it has received attention because of its clinical
similarity to age -related macular degeneration and
recent identification of the pathogenic gene.

Clinical features : To date, about twenty fami-
lies with SFD have been reported from FEurope,
North America, South Africa, Australia, and Japan.
A review of the literature found that the age of on-
set is usually during the fourth or fifth decade of
life, the prominent ophthalmoscopic finding is hem-
orrhagic or atrophic lesion in the macula, and func-
tional prognosis is usually unfavorable due to addi-
tional peripheral chorioretinal dystrophy, ultimately

leading to poor ambulatory vision in the late dec-
ades of life.

Molecular genetics : Recent molecular studies
have identified mutations in the tissue inhibitor of
metalloproteinases -3 (TIMP 3) gene as the patho-
genic gene defect.

Conclusions : TIMP 3 gene examinations not only
allow accurate diagnosis but also lay the ground-
work for future studies of potential therapeutic pro-
tocols. (J Jpn Ophthalmol Soc 103 : 3—11, 1999)
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Gly167Cys
Gly166Cys Tyr168Cys Ser181Cys

... Gly Tyr Pro Gly Tyr Gln Ser Lys His Tyr Ala Cys Ile Arg Gln Lys Gly Gly Tyr Cys Ser Trp Thr Arg Gly Trp Ala Pro Pro Asp Lys Serlle lle ...

C-terminal

SersCys
Regulatory domain Ser—Cys

Cys Cys Cys

Gl

Inhibitory domain

4 Tissue inhibitor of metalloproteinases-3(TIMP 3).
TIMP 3 # {5 @8 % & Sorsby’s fundus dystrophy (SFD) 28 S I Ak ¥ 2R 2Ry Mz FE5 Mo
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E5 BAEDSFDEERO TIMP 3 &nFER.
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T, chFTizmibh s 6l TIMP3 E R Tid,
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