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[ Abstract] Omithine transcarbamylase deficiency(OTCD)is a most common ornithine
cycle (urea cycle) disorder. Tt is a X-link inherited disorder caused by OTC gene
mutation that in turn leads to reduction or loss of OTC enzyme activity. lts onset time is
related to the lack of enzyme activity. Patients with neonatal onset usually have complete
absence of OTC enzyme activity, which is mainly associated with male semi-zygotic
mutations; and the disease progresses rapidly with high mortality rates. Patients with
late onset vary in onset age and clinical manifestations, and the course of disease can be

progressive or intermittent. The acute attack mainly manifests neuropsychiatric
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symptoms accompanied by digestive symptoms like liver function damage or even acute
liver failure. Elevated blood ammonia is the main biochemical indicator of OTCD
patients. Increased glutamine, decreased citrulline in blood, and increased orotic acid
in urine are typical clinical manifestations for OTCD patients. Genetic testing of OTC
gene is important for OTCD diagnosis. The goal of treatment is to minimize the
neurological damage caused by hyperammonemia while ensuring the nutritional needs for
patient development. For patients with poor response to medication and diet, liver
transplantation is recommended under the condition of stable metabolic state and
absence of severe neurological damage. During long-term treatment, physical growth
indicators, nutrition status, liver function, blood ammonia and amino acids should be

regularly monitored. This consensus aims to standardize the diagnosis and treatment of

OTCD, improve the prognosis, reduce the mortality and disability of patients.
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Table 1 Emergency treatment for hyperammonemia in patients with ornithine transcarbamylase deficiency
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Table 2 Recommended oral dosage of antihyperammonemics

for patients with ornithine transcarbamylase
deficiency
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