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##4874773530 : MAJOR PEDIATRICS

KEY WORD: MULTIPLE CARBOXYLASE DEFICIENCY / HOLOCARBOXYLASE

SYNTHETASE ENZYME / BIOTINIDASE ENZYME / BIOTIN
YINGDAO CHAYASIKANON : PRESENTATIONS, NATURAL HISTORY,
TREATMENT RESPONSE AND MUTATIONS OF THAI PATIENTS WITH
MULTIPLE CARBOXYLASE DEFICIENCY. THESIS ADVISOR : ASSOC.
PROF.VORASUK SHOTELERSUK,MD.,, 37 pp. ISBN 974-17-4010-7.

Objective : To study the presentations, natural history, treatment response and mutations in
Thai patients with multiple carboxylase deficiency.

Design : Retrospective descriptive study .

Populations : The patients who have the clinical characteristics of multiple carboxylase
deficiency in King Chulalongkorn Memorial Hospital, Bangkok during 1999-2005.

Methods : We reviewed presentations, natural history, treatment response and mutations in
patients with multiple carboxylase deficiency.

Results : Four Thai paticnts (3 girls and 1 boy) with multiple carboxylase deficiency were
included in the current study. All the patients were holocarboxylase synthetase deficiency. The average
age of onset of symptoms were 1-9 months. The first clinical presentations were skin manifestations.
But the symptom which bring the children to the hospital wecre tachypnea, coma, hypotonia and
seizure. Three of them had skin manifestrations during their first admission. In all patients diagnosis
was established by the finding of organic aciduria typical for multiple carboxylase deficiency. All the
patients had normal biotinidase activity and had mutations of HLCS gene. R508W was the most
common mutation allele. One novel mutation was found. All manifestations improved markedly within
one day of the administration of oral biotin and symptoms in all patients could be controlled with 1.2
mg/day of biotin. Development is associated with the onset of treatment with biotin.

Conclusion : This disease impairs neurologic and skin in the affected patients. Urine organic
acid analysis is crucial to the diagnosis. In Thai patients, administration with 1.2 mg/day of biotin can
improve and control symptoms. Early diagnosis and biotin supplementation can contribute

significantly to the improvement of prognosis.





