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A Case of Cerebral Adrenoleukodystrophy with c.1252C>T
Mutation inABCD1 Gene

Yu Ju Jeong1, Rimm Huh', Younghee Kwun', Jieun Lee'
Sung Yoon Cho', Chang-Seok Ki?, Dong-Kyu Jin'

Departments of Pediatrics’ and Laboratory Medicine and Genetics?, Samsung Medical Center,
Sungkyunkwan University School of Medicine, Seoul, Republic of Korea

Adrenoleukodystrophy is an X-linked genetic disease resulting from mutations in the ABCD1 gene,
Cerebral adrenoleukodystrophy is one of the phenotypes of adrenoleukodystrophy and shows
progressive demyelination of brain white matter and adrenal insufficiency, We report a nine year
old male who presented with rapidly progressive cognitive and neurologic deterioration, He had
abnormal findings in brain imaging and elevated very long chain fatty acid level in serum. Mutation
analysis of ABCD1 revealed a ¢, 1252C)T (p.Arg418Trp) mutation which was previously known

but not reported in Korea,
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Table 1. ACTH Stimulation Test
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baseline 15 min 30 min

Cortisol” 15.2 21.5 26.3

#Unit: ug/dL

Table 2. Very Long Chain Fatty Acid Analysis

c22:0° c24:0° C26:0" C26:0/C22:0" C24IO/C2230$
39.3 64.4 1.25 1.64 0.032
(Ref.0—96) (Ref.0-91.4) (Ref.0-1.31) (Ref.0—-1.39) (Ref.0—-0.023)
"Unit: umol/L

TRatio



Fig. 1. Initial magnetic resonance image (MRI)

when the patient was 9 years old. (A)

T1—weighted image shows anterior isosignal areas and posterior low signal

areas.

(B) Symmetrical high signal areas are seen in the white matters of

bilateral parieto—occipital lobes by T2—-weighted image.

Fig. 2.
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Follow up TZ2—-weighted MRI, taken when
the patient was 24 years old, shows interval
progression of diffuse atrophic change and
extensive white matter involvement in the
brain.
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ABCD1 NM_000033.3:c.1252C>T (p.Arg418Trp)

Fig. 3. Identification of missense mutation in ABCDI gene. Sequencing chromato-

gram shows point mutation of ¢.1252
which locates at Xq28.
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C>T from exon 4 of the ABCDI gene
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B A5k Xq280] Y*|3H= ATP—binding cassette,
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