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- Fig. 1. OTC deficiency mutation PCR sequencing shows G to
T transversion in codon 221, causing substitution of Aspar-

agine for Lysine in Exon 6.
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= Abstract =

A Case of Late Onset Ornithine Transcarbamylase Deficiency in
a 6 Year-old Girl Who Showed Recurrent Episodic
Mental Changes and Ataxia

Kwon Jung, M.D., Eun Young Kim, M.D., Kyoung Sim Kim, M.D.
Yong Wook Kim, M.D. and Han Wook Yoo, M.D."

Department of Pediatrics, Kwangju Christian Hospital, Kwangju,
College of Medicine, Ulsan University, Asan Medical Center’, Seoul, Korea

Ornithine transcarbamylase(OTC) deficiency is the most common of all the urea cycle
disorders. In this X-linked disorder, the hemizygote males are more severely affected
than heterozygote females. The Heterozygote female may have mild episodic hyperam-
monemia symptoms in late infancy or childhood(late onset) or no clinical manifestations.
Here we report a 6 year-old girl with late onset OTC deficiency who showed recurrent
episodic lethargy, mental confusion and ataxia. On mutation analysis using DNA sequenc-
ing after PCR amplification of the 10 exons of OTC gene, G to T transversion in codon
221, causing substitution of asparagine for lysine was detected in exon 6.

Key Words : Omithine transcarbamylase deficiency, X-linked, Heterozygote female, Late
onset, Mutation analysis
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