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The study on the role of SIP1, the causative gene for Mowat-Wilson syndrome in
human, in structural and functional development of brain using mouse system
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1) We made the SIP1-EGFP knock-in reporter mouse and analyzed the SIP1-EGFP
expression pattern in detail during pre- and post-natal brain development. 2) To make the model mouse for
Mowat-Wilson syndrome, we used the conditional knockout of the SIP1 gene in male germ cells to escape the
difficulty in maintaining the heterozygous SIP1 knockout mice and to mimic the de novo mutation in human.
We then analyzed this model mouse if they showed the relevant phenotxpe in relation to the symptoms in
Mowat-Wilson syndrome. 3) By crossing the various Cre mouse line with SIP1 flox mouse, the SIP1 gene was
deleted in the specific regions or cells in mouse brain, and we analyzed the resulting phenotype from the
morphological and functional viewpoints.
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