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Argininosuccinic Acidemia: A Case Report

Chih-Wei Lin, Huey-Jen Lay,! |-Ju Chenz2
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Urea cycle disorder (UCD) is one of inborn error diseases. Citrullinemia is the most common disease
(1/57000) among them, followed by argininosuccinic acidemia (ASA) (1/70000). The common
characteristic of UCD is hyperammonemia induced by the abnormal liver function. Common symptoms
at the onset of diseases include altered consciousness, respiratory insufficiency and seizures.
Developmental delay, mental retardation, cerebral palsy, and learning disability are common findings in
long-term follow-ups. In this report, we give an account of a patient with ASA. Besides the
aforementioned symptoms and long-term sequelae, this patient also has the problem of ataxia. However,
the patient's conditions and developments improved with age as she was given a low-protein diet
supplements of arginine and ornithine and early intervention of rehabilitation programs and special
education. ( Tw J Phys Med Rehabil 2007; 35(4): 229 - 233)

Key words: urea cycle disorder, argininosuccinic acidemia, hyperammonemia, developmental delay,
cerebral palsy
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