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Impairment of cholesterol homeostasis cause a dysregulation of innate immune
response, which might contribute to the pathogenesis of X-linked
adrenoleukodystrophy
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X-linked adrenoleukodystrophy is a rare genetic disorder caused by a
mutation of ABCD1 gene which encode ABCD1 protein, a peroxisomal membrane protein. Dysfunction of
ABCD1 cause abnormal accumulation of very long chain fatty acids in body fluids, especially in
brain, which results in the inflammatory demyelination. However, VLCFA level is not related to the
disease severity. The present studies show that impairment of cholesterol metabolisms was detected
in ABCD1-deficient cells, which were associated with the enhancement of pro-inflammatory responses.
These results suggest that disruption of cholesterol homeostasis due to the dysfunction of ABCD1 may

contribute to pathogenesis of X-linked adrenoleukodystrophy.
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