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The world*s first establishment of disease concept and mouse model creation about
histidine repeat disease
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We have conducted the genetic and functional analyses of polyhistidine tract
expansion mutations in HOXAl gene. Genetic analyses were performed in 106 samples, collected as the
Intellectual Disability Bioresources in National Center of Neurology and Psychiatry, and identified
heterozygous mutations in three cases. The allele frequency of homozygous mutation was estimated to be
1/2500. We halso made an expression constructs containing human HOXA1 cDNA under the HOXA1l promoter fused
with luciferase gene and conducted functional analyses in cultured cells.
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