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Molecular pathological analysis of ASD-related gene products in astrocytes
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The molecular etiology of autism spectrum disorder (ASD) remains poorly
understood. Recent studies have found that de novo mutations are likely to be linked to the risk of
ASD. Particularly, genes with highly recurrent de novo possible loss-of-function mutations play key
roles in ASD. Our laboratory have recently found that several genes, including POGZ and ASD23 have
de novo possible ASD-associated mutations. Despite the apﬁarent importance, these mutations have not

been functionally analyzed. In this study, we analyzed the functions of these ASD-associated genes
as well as the biological significance of these de novo mutations. We found that POGZ regulates
neuronal development and that ASD-associated de novo mutations in the POGZ disrupt its DNA-binding
activity. Regarding ASD23 gene, we found that ASD23 is highly expressed in astrocytes and regulates
neuronal development. These findings provide important insights into the molecular basis of ASD.
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