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= Abstract = Adrenoleukodystrophy is a rare genetically determined disorder associated with
progressive white matter degeneration of central nervous system.

Although it is known to occur in most parts of the world it is seldom reported in Korea. We
report a case of adrenoleukodystrophy in a 6 year old boy that was diagnosed by adrenal
biopsy and demonstration of characteristic cryptalloid inclusions seen in adrenal cortical cells.
This patient also had a widespread white matter lesion and brain atrophy that could clearly be
demonstrated with Magnetic Resonance Image.
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INTRODUCTION

Adrenoleukodystrophy (ALD) is genetically deter
mined disorder associated with progressive central
demyelination and adrenocortical insufficiency. All
affected persons show increased levels of saturated
unbranched very long chain fatty acids (ULCFA),
particularly hexacosanoate(C 26: 0). Clinically
varying degrees of adrenal insufficiency are associ
ated with a rapid progressive neurologic disorder of
the white matter, resulting in blindness, quadri
paresis, dementia and death.

We experienced a 6-year old boy with adre
noleukodystrophy, and so report him with review of
literatures.

CASE REPORT

This 6 year old boy was amditted to the pediatric
ward with the chief complaints of motor deficit and
seizure. In October 1986, his mood seemed de
pressed and somewhat drowsy. But his parents
neglected it. One month later, fever, headache and
vomiting developed and was followed by seizure of
generalized tonic-clonic type. So he had some
medication for seizure. In January 1987, abnormal
gait and dysarthria developed, which was progres-
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sive inspite of medication.
On admission, he seemed dull and depressed,

but orientation was intact. His motor response to
verbal order was inappropriate. Optic discs were
atrophied bilaterally. Skin pigmentation was
observed, especially on axilla, umbilicus, both nip
ple areas and groin. Deep tendon reflex was en
hanced moderately and cerebellar function was
distorted.

24 hour urine concentration of 17- KS and
17-OHCS were 4.2 mg/d and 2.2 mgld, respective
ly. The diurnal rhythm of cortisol secretion was ab
sent (plasma level of cortisol; 9.8 ug/dl at 8:00 AM
and 5.0 ug/dl at 8:00 PM). The response of cortisol
secretion to ACTH stimulation was not elicited. The
findings of MRI scan consisted of a mild degree of
diffuse ventricular dilatation, prominence of cister
nal space suggesting mild brain atrophy on
T1-weighted image and symmetric high singal in
tensity were noted in both periventricular region of
occipital horn of lateral ventricle and the peripheral
margin of the high signal intensity was speculated
and extending into the cortical gray matter.

PATHOLOGIC EXAMINATION

A 2 X 1X O. 7cm sized adrenal tissue was submit
ted, surrounded by periadrenal fat. Cut sections
showed a thin but bright yellow cortex measuring
less than 1 mm in thickness. The medulla was gray












