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Identification and functional analysis of risk genes in multiplex ADHD families;
multidimensional evaluation of neurodevelopmental disorders
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In this study, we performed whole-exome sequencin? (WES) on Japanese
families, several members of which had ADHD/ASD, and identified variants linked to these disorders.
Two families were entered into our study. After written informed consent was obtained from all
participants or their parents, clinical symptoms were evaluated using Multi-dimensional Scale for
PDD and ADHD. Genomic DNA were extracted from peripheral blood and subsequently subjected to WES. In
one of the two families, one SNV was identified in the TRIP12 gene. In the other family, 256
candidate mutations were identified, making it difficult to narrow down the pathogenic variants.
Next, we performed TRIP12 mutation screening using samples of sporadic ADHD/ASD patients. We found

one patient with a de novo mutation of TRIP12. We will report the clinical information of
familial/sporadic cases with TRIP12 mutations.
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