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Elucidation of the pathogenesis of autism through transcription elongation
impairment

Katayama, Yuta
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CHD8, one of the most frequently mutated genes in autistic patients, was
tested for its function in regulating transcription elongation. Transcription elongation responses
were examined in mouse neural stem cells lacking CHD8, and transcription elongation activity was
reduced with CHD8 loss. Furthermore, a comprehensive search for CHD8-binding proteins revealed that
CHD8 proteins bind to transcription elongation activators, suggesting that CHD8 promotes
transcription elongation. Since reduced transcription elongation activity is thought to have a
particularly strong effect on long genes, and since many autism-related genes are long, it is
speculated that impaired transcription elongation is involved in the development of autism caused by

genetic mutations in CHD8.
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