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CSF1R - related leukoencephalopathy: from hereditary diffuse leukoencephalopathy
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[Abstract] Hereditary diffuse leukoencephalopathy with spheroids (HDLS) is a rare autosomal
dominant hereditary leukoencephalopathy. Progressive neuropsychiatric symptoms and motor disorders are
the main clinical manifestations, and women appear earlier than men. In imaging, diffusing white matter
damage, thinning of the corpus callosum and brain calcification are characteristic changes. Primary axonal
degeneration and absence of myelin sheath are characteristic histopathological changes. Colony stimulating
factor 1 receptor (CSFIR) is the only pathogenic gene of HDLS currently. Since CSFIR is mainly
expressed in microglia, CSF1R-related leukoencephalopathy can be regarded as a representative of primary
microgliopathy, and microglia play a key role in the pathogenesis of this disease. In this review, we discuss
the current progress of CSFIR-related leukoencephalopathy, and reveal the possible pathophysiological role
of microglia, as well as future research directions.
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