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Ataxia is presented by various etiologies, including acquired, genetic and degenerative
disorders. Although hereditary ataxia is suspected when typical symptom of ataxia with
concurrent is identified, it is sometimes difficult to diagnose hereditary ataxia without genetic
test. Clinically, next generation sequencing technology has been developed and widely used
for diagnosis of hereditary disease. Hereby, we experienced cases of genetically confirmed
OPA1 mutation, which are presented with various clinical manifestations including ataxic gait
and decreased visual acuity.
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Figure 1. (A) The result of visual field test shows binasal hemianopsia. (B) Fundus examination reveals pallor of the optic disc in both eyes.
(C) Retinal nerve fiber layer diffuse thinning is observed in optical coherence tomography. CC; corneal curvature, APS; anatomic positioning
system, G; global, N; nasal, NS; nasal superior, NI; nasal inferior, T; temporal, TS; temporal superior, T, temporal inferior, RNFL; retinal nerve
fiber layer, TMP; temporal.
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Figure 2. Pedigree of the patient shows that several members of her family have history of ataxia, visual symptom and hearing loss, which
suggest possibility of genetic influence (A, B: patients in this case report, mother and son respectively).
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