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Ophthalmological and systemic investigations of autosomal dominant optic atrophy
with OPAl mutations.

Tsunoda, Kazushige
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We have investigated systemic complications of autosomal dominant optic
atrophy (DOA) in the JEGC cohort with 30 institutes. Three cases with DOA-plus disease were
included, and all of them had AN. One case had both ataxia and progressive extraocular
ophthalmoplegia. In the genetic analysis of 31 cases with all the DOA in National Institute of
Sensory Organs and Jikei medical school, type of variants was either missense, nonsense,
splice-site, or in-del. However, Patients with DOA-plus harbored only missense mutations.
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Tabk 4.Type ofm utatbns in patentsw h DAO and DOA-phs disease.
M utations DOA DOA-plus syndrom e
M iBsense 8 25% 3 100%
Nonsense 6 20% 0 0%
Splice site 11 35% 0 0%
hsertion / dektion 6 20% 0 0%
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