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To elucidate the pathology of STXBP1 encephalopathy, we tried to identify
novel protein complex partners of Muncl8-1 expressed in brain. By way of affinity purification
coupled to mass spectrometry using PC12 cells, Myosin-Va which has a role of trafficking proteins
required synapse formation in brain was identified as a candidate novel complex partner of Muncl8-1.

We confirmed co-immunoprecipitation of Muncl8-1 short isofroms, not Muncl8-1 long isoforms, with
Myosin-Va and colocalization of two proteins in primary culture of mouse hippocampal neurons. Now,
we are going to validate how Myosin-Va correlate with impairment of membrane trafficking in STXBP1
encephalopathy using the patient derived iPS neurons.
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