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Molecular pathological analysis of autism spectrum disorder caused by
haploinsufficiency of a gene encoding histone methyltransferase

Nakamura, Takumi
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In this study, we analyzed the molecular pathology of autism spectrum
disorder (ASD) caused by haploinsufficiency of the KMT2C gene. We performed transcriptomic analyses
using mouse brains derived from Kmt2c heterozygous mutant mice. Our results demonstrated that known
ASD genetic risks were enriched among differentially associated genes (DEGS) in the Kmt2c mutant
mice. Additionally, we found that the number of DEGs and the enrichment of ASD genetic risks were
significantly higher in cells at early stages of neural differentiation. Furthermore, we showed that

treatment with an LSD1 inhibitor rescued social deficits and transcriptomic dysregulation in the
Kmt2c mutant mice.
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