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Pelizaeus-Merzbacher

Pelizaeus-Merzbacher (PMD) disease is a representative disease of congenital
hypomyelinating leukodystrophies of the central nervous system (CNS). Common clinical features of
PMD patients can be recognized as hypotonia, nystagmus and delay in developmental milestones within
the first year of life. However, the motor functions of the PMD patients always decline slowly after

10 years of age. As a cause of this late-oneset motor dysfunction, it is considered that
dysmyelination causes neurodegeneration following aberrant axonal energy metabolism. We confirmed
the pathological appearances of axonal degeneration and abnormal of neurotransmission via
morphological, electrophysiological, and molecular biological studies in PMD model mice. Elucidating

the mechanism of the neurodegeneration may serve as a basis for prevention of the secondary
neurological symptoms in the future treatment of hypomyelinating leukodystrophies.
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