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Genetic analysis for autism spectrum disorder and intellectual disability
focusing on synaptic network abnormality
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To detect the pathogenic gene mutations for autism spectrum disorder
(ASD) and their function, we analyzed patients samples by aCGH, candidate gene sequence and exome
sequence. Several copy number variations (CNVs) were detected and candidate genes were selected.
Among them, several genes such as GAS2, and also, microRNAs such as Mir935 were considered to relate
with ASD. Addition to that, we detected several mutations on circadian relevant genes. Among them,
Nrldl and Per3 were analyzed firstly. By intra-utero gene knock down of each gene by RNAI
electropolation, neuronal migration and neurite elongation were disturbed. Addition to the mutations
in ASD patients, these genes were considered to relate with ASD through the function on synaptic
and neural network formation.
And we started the clinical study of a drug that relate the oxytocin function for ASD patients.
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