Adrenomyeloneuropathy (AMN) manifesting in a genetically confirmed female carrier with a pathogenic
heterozygous mutation in the X-linked ABCD1 gene.
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Background A Results

AMN I1s an X-linked recessive disorder
affecting the nervous system white matter and
adrenal cortex. Males manifest In their
twenties to middle age with symptoms of
progressive leg stiffness and weakness,
bowel/bladder dysfunction and adrenal cortex
dysfunction. The majority of female carriers
do not show symptoms but a minority can
present with spastic paraparesis usually In
middle age. The diagnosis of AMN IS

Workup was unrevealing for: B12, copper, HIV,
HTLV1-2, RPR, brain MRI, and EMG/NCS. Spinal
MRI demonstrated atrophy of posterior cord.
VLCFAs were elevated. Previous adrenal testing
by an endocrinologist was unrevealing. Genetic
testing revealed a pathogenic heterozygous

mutation c¢.1415 1416delAG (p.Q472R) In the
ABCD1 gene.

established with elevations In very long chain E
fatty acids (VLCFAs) and a heterozygous =~
pathogenic mutation in the ABCD1 gene.

While typically a male disease (given the X-linked
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Examination

carriers of heterozygous mutations can manifest
symptoms of AMN and should be considered In
cases of myeloneuropathy.
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spastic gait with obvious leg scissoring.




