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Article: Cerebrotendinous Xanthomatosis in Three Siblings from a Chinese Family

(SMJ Vol 42 Issue 1 January 2001)

Dear editor,

I would like to comment the article of Ko and Lee on Cerebrotendinous Xanthomatosis in Three Siblings
from a Chinese Family (Singapore Med J 2001; 42:30-2). The authors discuss intractable diarrhoea as a major
manifestation of the disease and refer for this statement to the article of Kuriyama et al (1991), reference 7.
However, the article of Kuriyama et al (1991) does not mention diarrhoea as a manifestation of cerebrotendinous
xanthomatosis. The association of juvenile cataract and chronic diarrhoea was published in 1991 in
another publication:

Cruysberg JRM, Wevers RA, Tolboom JJM. Juvenile cataract associated with chronic diarrhoea in
pediatric cerebrotendinous xanthomatosis. Am J Ophthalmol 1991; 112:606-7.

With kind regards,

J R M Cruysberg, MD, PhD
Professor of Ophthalmology
University Medical Centre Nijmegen
PO Box 9101
6500 HB Nijmegen
The Netherlands
Tel: +31-24-3615104
Email: j.cruysberg@mailbox.kun.nl

L e t t e r  T o  T h e  E d i t o r



Dear Editor,

Thank you for providing me the chance to reply to the letter.
In addition to neurologic symptoms, patients with Cerebrotendinous Xanthomatosis (CTX) develop

cataracts, diarrhoea, Archilles tendon xanthoma, atherosclerotic vascular disease and many other
abnormalities(1). As far as diarrhoea is concerned, there are a number of articles that describe diarrhoea as
a manifestation of the disease in the literature(2-4). Bindl et al regarded the diarrhoea as “chologenic”(5). While
diarrhoea was thought to be a dominating symptom in children(3), it has been described in adult patients. One
of two female patients diagnosed with Cerebrotendinous Xanthomatosis during their forties was reported to
have chronic diarrhoea(4). In a study, diarrhoea was said to cease immediately after starting treatment with
chenodeoxycholic acid(3). Whereas these articles were related to diarrhoea in Cerebrotendinous Xanthomatosis,
the article of Kuriyama et al mainly presented the clinical features, biochemical and investigational abnormalities
of eight patients with Cerebrotendinous Xanthomatosis and had data on 136 patients reported throughout
the world reviewed(6).

One purpose of writing the case report was to attract the attention of the clinicians to the existence of this
very rare entiry among Chinese patients. Since after its publication, a few more patients with Cerebrotendinous
Xanthomatosis were diagnosed in Hong Kong.

Thank you for your attention!

Yours sincerely,

Dr Ko Kwai Fu
Block 5, Flat D, 19/F
City Garden
233 Electric Road
North Point
Hong Kong

REFERENCES
1. Moghadasian MH, Salen G, Frohlich JJ, Scudamore CH. Cerebrotendinous xanthomatosis: a rare disease with diverse manifestations. Archives of

Neurology 2002; 59:527-9.
2. Verips A, van Engelen BG, Wevers RA, van Geel BM, Cruysberg JR, et al. Presence of diarrhea and absence of tendon xanthomas in patients

with cerebrotendinous xanthomatosis. Archives of Neurology 2000; 57:520-4.
3. Van Heijst AF, Wevers RA, Tangerman A, Cruysberg JR, Renier Wo, Tolboom JJ. Chronic diarrhea as a dominating symptoms in two children with

cerebrotendinous xanthomatosis. Acta Paediatrica 1996; 85:932-6.
4. Heller R, Granu AJ, Schabitz WR, Schwaninger M. Cerebrotendinous xanthomatosis, a treatable metabolic disorder. Nervenarzt 2002; 73:1160-6.
5. Bindl L, Lutjohann D, Lentze MJ, von Bergmann K. Cerebrotendinous xanthomatosis presenting as chologenic diarrhoea . Acta Paediatrica

2001; 90:828-9.
6. Kuriyama M, et al. Cerebrotendinous xanthomatosis: clinical and biochemical evaluation of eight patients and review of the literature. J Neurol Sci

1991; 102:225-32.

R e p l y  F r o m  A u t h o rSingapore Med J 2003 Vol 44(9) : 489


