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A Case of Citrullinemia Type 1 in ASS 1 Mutation
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Citrulinemia typel is an autosomal recessive disorder of the urea cycle characterized by neonatal or
late onset of hyperammonemia caused by a deficiency of the enzyme argininosuccinate synthetase
(ASS). An ASST deficiency demonstrates fatal clinical manifestations that are characterized by the neo-
natal metabolic coma and early death when untreated. It causes a broad spectrum of effects, ranging
from a mild disorder to a severe mental retardation, epilepsy, neurologic deficits, An acute neonatal form
is the most common, Infants are normal at birth followed by an acute illness characterized by vomiting,
lethargy, seizures and coma, These medical problems are life-threatening in many cases, A later onset
form is less frequent and may be milder than the neonatal form, This later-onset form is associated with
severe headaches, visual dysfunction, motor dysfunction, and lack of energy. Citrullinemia typel is caused
by mutations in the ASS7 gene located on chromosome 9g34.1 that encodes argininosuccinate synthe-
tase, the third enzyme of the urea cycle catalyzing the formation of argininosuccinic acid from citrulline
and aspartic acid, The enzyme is distributed in tissues including liver and fibroblasts, This mutation leads
to hyperammonemia, arginine deficiency and elevated citrulline level, In the urea cycle, argininosuccinate
synthetase catalyses the conversion of citrulline and aspartate to argininosuccinate,, Here, we describe
a female newborn patient with lethargy, rigidity and hyperammonemia who was diagnosed as citrulli-
nemia typel with a ¢ [421-2A)G], c.[1128-6_1188dup] mutation,
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Fig. 1. Mutation analysis of the ASS1 gene from the patient. The patient had
compound heterozygous mutations (c.[421-2A>G] and c.[1128—6_

1188dup]) of ASS1 gene.
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