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A study of the pathomechanism in early-onset dementia due to macrophage colony
stimulating factor receptor gene mutations.
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Hereditary diffuse leukoencephalopathy with spheroids (HDLS) is
characterized by early-onset cognitive dysfunction caused by mutations in the colony-stimulating
factor 1 receptor (CSF1R ) gene.We performed biochemical examinations on autopsied brains from
patients with HDLS. Our results suggests decreased protein expression of CSFIR in HDLS brain. In
analysis of peripheral blood mononuclear cells from HDLS patients suggests impaired induction and
survival of macrophages under stimulation with CSF-1 and 1L-34.
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