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Identification of causative gene for autosomal recessive hereditary spastic parapleg
ia

Ishiura, Hiroyuki
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Exome analysis for 16 patients with autosomal recessive hereditary spastic paraple
gia was performed. Among them, I found a patient with SPG15, a rare form of autosomal recessive spastic pa
raplegia. Three homozygous mutations was found in a gene in 3 patients with hereditary spastic paraplegia
with retinitis pigmentosa. Further studies are needed to characterize the mutations.
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