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Clinical Feature

N-Acetylglutamate synthase

Carbamoyl phosphate synthetase
Ornithine transcarbamylase
Arginosuccinate synthetase
Arginosuccinate lyase

Arginase

Hyperammonemia that may be accompanied
by high plasma concentrations of alanine
and glutamine

Hyperammonemia; citrullinemia;
respiratory alkalosis

Hyperammonemia; respiratory alkalosis;
elevated orotic acid in urine

Citrullinemia

Elevated arginosuccinic acid in urine
Markedly elevated plasma arginine, lactate,

and CSF glutamine, and modestly
elevated blood ammonia

Lethargy; persistent vomiting; poor feeding;
hyperventilation; enlarged liver; seizures

Lethargy; coma; seizures; vomiting; poor
feeding; hyperventilation; hepatomegaly

Seizures; vomiting: poor feeding;
hyperventilation; hepatomegaly

Lethargy: coma; seizures; vomiting; poor
feeding; hepatomegaly

Lethargy; seizures; vomiting: poor feeding;
hyperventilation; hepatomegaly

Delayed development: protein intolerance;
spasticity; loss of muscle control;
seizures; irritability

CSF indicates cerebrospinal fluid.
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