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Analysis of genetic inheritance in autism spectrum disorders by exome sequencing

Kuwabara, Hitoshi

3,400,000 1,020,000

8 DNA Agilent Sure Select DNA
IHlumina Hiseq2000 116,607

We selected a multiplex family with autism spectrum disorder, for exome analysis.

The family includes a proband, monozygotic twin, father, sister and a brother with Autism spectrum disorde
r. Exome sequencing were performed on all eight family members. Genomic DNA was captured on an Agilent sur
e select human all exon kit following the manufacturer®s protocols. Captured libraries were sequenced on t
he I'llumina Hiseq 2000. There were 116,607 single nucleotide variants (cSNVs) called in the proband with A
utism spectrum disorder. After filtering for nonsynonymous substitutions, database SNPs (dbl37), and the c
SNVs which were called in non affected subjects, and limiting the cSNVs which were shown on five ASD famil
y members, seven cSNVs remained.
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