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Search for modifier factors of adrenoleukodystrophy phenotypes using whole exome
sequencing
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Adrenoleukodystrophy (ALD) is an X-linked recessive neurodegenerative
disorder caused by ABCD1 gene. We searched for modifier factors of various ALD phenotypes using
whole exome sequencing. We accumulated eighty one ALD patients” DNA. We analyzed genes localized in
the peroxisome where ABCD1 gene product is also localized. We found that there were many cases that
have novel variants of genes localized in the peroxisome. Our findings will become the base for the
elucidation of modifier factors of various ALD phenotypes.
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