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Membrane fusion is involved in a variety of intracellular physiological
processes. In order for the membranes to fuse, the SNARE proteins on each membrane need to form a
complex. The SNARE complex is dissolved by NSF and recycled in the next membrane fission.
Alterations in the NSF gene were identified in patients with developmental and epileptic
encephalopathy (DEE) in infancy. This study analyzed the function of the altered NSF using the
patient®s iPS cells. As a result, it was suggested that the pathomechanism of neurodegeneration in
NSF-related DEE may be associated with an abnormally activated mTOR pathway and disrupted autophagy.
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