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Report of Identical Twins with Late-Onset Ornithine Transcarbamlase Deficiency and Literatures
Report

Yuan Yuanhong, Zhang Hui, Xiao Zhenghui, Zhang Xingping, Yan Meiyu, Fan Jianghua, Song Yulei
(Children’s Hospital of Hunan,)
Abstract:

Objective: To discuss the clinical characteristic,diagnosis experiences and deepen understanding of late-onset ornithine transcarbamlase deficiency (OTCD). Methods: Data of
the clinical diagnosis ,treatment and lab results of the twins with OTCD were analyzed ,and the domestic and international literature was reviewed. Results: The twin younger
brother, 14 years and 4 months old,course over 1 year, he vomited 1 year ago and the initial symptom this time is vomiting followed by frequent convulsions,coma,hyperammonemia.
The urine gas chromatography (GC) showed uracil and saratin increased. The twin elder brother, 14 years and 4 months old, is asymtomatic. Blood ammonia is normal, urine gas GC
also. The pathogenicity site confirmed by genetic disease exons gene sequencing is ornithine transcarbamlase gene c¢.119G>A (p.Arg40His), which the mother carried. Conclusion:
Patients of OTCD lack idiosyncracy and easy to be misdiagnosed. Blood ammonia, blood and urine GC should be completed as soon as possible for early diagnosis when patients
with agnogenic neurological, mental or gastrointestinal symptoms. OTCD can be confirmed by gene detection. The mainstays of treatment is lowering the plasma ammonia level in

case of the risk of neurological damage.Early intervention can improve the prognosis.
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