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= Abstract =Cerebrotendinous xanthomatosis(CTX), a rare lipid storage disease with diverse
neurologic manifestations has, to our knowledge, never been reported in Korea, The authors
recently saw two Korean brothers with typical CTX. In the elder one, the clinical presentation
included childhood epilepsy, dementia, cataracts, spastic ataxia, and multiple tendon tumefaction in chronological order. In the younger one, dementia, spastic ataxia, and distal muscle
atrophy were more pronounced, but tendon enlargement was mild and lenses were intact In
both patients, electroencephalograms, brain CT scans, and MRI scans showed various abnormalities indicating diffuse central nervous system lesions more marked on the cerebellum.
Nerve conduction velocity studies revealed peripheral neuropathies. Evoked potential studies
were also abnormal, indicating central as well as peripheral conduction defects, Pathologically,
the essential features of Achilles tendon biopsies were scattered cholesterol clefts, xanthoma
cells, and surrounding granulomatous lesions representing foreign body reactions. The therapeutic response of chenodeoxycholic acid medication was not remarkable.
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INTRODUCTION

Cerebrotendinous xanthomatosis (CTX) is a rare,
but well defined recessively inherited disease characterized by xanthomatous deposits in various
organs including large tendon, lung, heart, lens,
and cerebral white matter. The major clinical features include tendon xanthomas, cataracts, dementia, pyramidal paresis, and cerebellar ataxia
(Schimschock et al. 1968; Menkes 1975).
Although Schneider (1936) reported the first
case of a mentally defective middle aged man, the
credit for the first description is generally given to
Van Bogaert and his colleagues who more clearly
elucidated the clinical and pathological aspects of
this disorder,
In 1968, elevated tissue and serum cholestanol
(5a-cholestan -3b- 01) levels were detected by
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Menkes and his co-workers. Subsequently, a defect of bile salt production was claimed as a basic
mechanism in the pathogenesis, and the deficient
enzyme has been sought for in recent investigations (Salen 1971; Setoguchi et al. 1974; Salen et
al. 1979; Oftebro et al. 1980).
The abnormalities of brain CT (Berginer et al.
1981) and MRI (Swanson and Cromwell 1986)
findings were also described recently.
Until 1984, probably less than 30 cases had
appeared in the literature (Greenwood et al. 1984).
The rarity of this disoder prompted us to report following two Korean siblings with clinically and
pathologically documented CTX.
CASE REPORTS

Case 1 A 26 - year - old Korean male was
admitted to Seoul National University Hospital because of recurrent seizures associated with progressive mental retardation. His younger brother had

