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Pelizaeus-Merzbacher disease (PMD) is an X-linked leukodystrophy caused by mutations of
Proteolipid protein 1 (PLPI) gene. We established patient specific induced pluripotent
stem cells (iPSCs) from two PMD patients with missense point mutation, and differentiated
them into oligodendrocytes. We confirmed abnormal mislocalization of mutant PLP1 proteins
and increase in ER stress and apoptotic cells and immature myelin formation. We showed
the usefulness of iPSC-derived mature oligodendrocytes for the analysis of pathogenic

process of dysmyelinating neurological disorders.
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