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Targeted capture sequence analysis and functional study of candidate genes for
mental retardation and pervasive developmental disorder
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Previous twin studies have suggested that the gene mutation is a leading cause
of intellectual disability (mental retardation) and pervasive developmental disorder. However, It is
difficult to identify the responsible gene for each patient by using Sanger sequencing since there are a
large number of candidate genes (over 600) for these diseases. The purpose of this study is to determine
the responsible gene for the patients with intellectual disability. We performed the target sequencing of
the exonic regions of 681 candidate genes in the 16 patients with intellectual disability by employing
Miseq next generation sequencing, and identified the responsible gene in 3 patients (18.75%). The results
indicate that the method in this study is useful for identification of the responsible gene, and lead to
understanding of neuropathology of intellectual disability.
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