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A Case of Childhood Cerebral Form Adrenoleukodystrophy
with Novel Mutation in the ABCD1 Gene

Young-Lim Shin, M.D.

Department of Pediatrics, Department of Laboratory Medicine,
College of Medicine, Soonchunhyang University, Seoul, Korea

X-linked adrenoleukodystrophy (ALD) is a rare inherited metabolic disease which results in impaired
peroxisomal B-oxidation and the accumulation of very long chain fatty acids (VLCFA) in the adrenal
cortex, the myelin of the central nervous system, and the testes, X-linked ALD is caused by muta-
tions in the ABCD7 gene encoding an ATP-binding cassette transporter superfamily located in the
peroxisomal membrane, This disease is characterized by a variety of phenotypes, The classic child-
hood cerebral ALD is a rapidly progressive demyelinating condition affecting the cerebral white matter
before the age of 10 years in boys,

We report the case of a 8-year-old with childhood cerebral X-linked ALD who developed inatten-
tion, hyperactivity, motor incoordination and hemiparesis, We diagnosed ALD with elevated plasma
very long chain fatty acid level and diffuse high signal intensity lesions in both parieto-occipital white
matter and cerebellar white matter in brain MRI, We identified a novel ¢,983delT (p.Met329CysfsX7)
mutation of the ABCD7 gene,

There is no correlation between X-ALD phenotype and mutations in the ABCD1 gene, Further studies
for searching additional non-genetic factor which determine the phenotypic variation will be needed.

Key words: X-linked adrenoleukodystrophy, Peroxisome, Very long chain fatty acids, ABCD7 gene
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Fig. 1. Brain MRI in the X—linked adrenoleukody-
strophy patient. Coronal T2WI shows dif-
fuse high signal intensity lesions in both
parieto—occipital white matter including
optic radiation, auditory tract, splenium and
genu of corpus callosum, thalamus, corti-
cospinal tract of midbrain and pons, and
cerebellar white matter.
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Fig. 2. Direct sequencing analyses of the ABCDI
gene in the X—linked adrenoleukodystrophy
patient, showing a novel mutation, c¢.983
delT (p.Met329CysfsX7).
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