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Abstract

Background : Myocilin is a gene that causes pri-
mary open-angle glaucoma(POAG). We report a
family whose members had an Ala 363 Thr mutation
in the myocilin gene. We present the clinical phe-
notype of this family.

Case : The proband was a 57-year-old man dia-
gnosed with POAG. His younger sister (50 years old)
was also diagnosed with POAG. Visual field impair-
ment did not worsen and ocular pressure decreased
with eyedrop treatment. Although two of their
children in their 30s had ocular hypertension, they
did not have any sign of glaucomatous optic neu-
ropathy. Genetic analysis revealed that all four
family members had an Ala 363 Thr mutation in
myocilin gene.

Conclusion : Ala 363 Thr mutation was consid-
ered to be the cause of open-angle glaucoma. In this

family, age at onset was comparatively high. The
two patients in their 30s had high intraocular
pressure but no loss in visual acuity. The family
members who had POAG and those who did not
have POAG were not different from each other in
the results of standard ocular examinations, only in
age. Patients with this mutation will develop high
intraocular pressure after 30 years of age and
glaucomatous neuropathy after 50 years of age.
When this gene mutation is detected in juvenile
patients, careful follow-up and early therapy are
necessary.

Nippon Ganka Gakkai Zasshi(J Jpn Ophthalmol
Soc 110 : 37—43, 2006)
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