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Molecular genetic study of Gillespie syndrome
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Gillespie syndrome (GS) is characterized by cerebellar ataxia, intellectual
disability, and aniridia. We have performed whole exome sequencing in Japanese patients with GS, and
identified de novo mutations in gene A. The identified mutations were clustered in the C terminal region
of gene A, suggesting the presence of the iris specific isoform because mutations located at other than
the C terminal region did not cause aniridia. We introduced V5 ta% to the C terminal of mouse homolog of
gene A, and investigated C terminal transcripts. Then, we successfully identified the iris specific
transcript which would underly the pathogenesis of GS.
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