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PHACTR1 is a gene whose mutation was identified in a patient with West
syndrome, and its effects on neuronal migration and dendrite formation have been analyzed. In this
study, we focused on the clinical significance of PHACTR1 mutations and established patient-derived
lymphoblasts for characterization. The results showed no difference in PHACTR1 expression or
subcellular localization between normal and patient-derived lymphoblasts, suggesting that
differences in binding to actin and protein phosphatase may be the cause of the disease. KCNTL1,
which binds to PHACTR1, was also suggested to be involved in neuronal migration.
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