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CATHEGORY: Amino Acid Disorders: OTC Deficiency
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INTRODUCTION AND OBJECTIVES: Hyperammonemia due to Ornithine Transcarbamylase (OTC)
deficiency (MIM 311250), an X-linked metabolic disorder, is one of the most common disorders of the
urea cycle, and therefore, of the metabolism of nitrogen compounds. We picture the medical history of a
pediatric patient with a pathogenic synonymous variant in the OTC gene. METHODS: Clinical case report
of a Colombian patient with hyperammonemia due to OTC deficiency and review of the medical
literature. Prior informed consent. RESULTS: 3-year-old male patient from Antioquia, Colombia, with
recurrent explosive vomiting from 8 months old, after the introduction of animal protein in the diet,
within the family history, presents a maternal first cousin with unspecified urea cycle disorder and a
second-degree maternal cousin with intolerance to animal protein. An amino acid metabolism disorder
was suspected, therefore a blood ammonium level was requested, with evidence of initial
hyperammonemia of 271 mmol / L. Therefore, it was decided to perform a multigenic panel study for
metabolic diseases, identifying a variant in the OTC gene (c.867G> A; p. (Lys289 =)), classified as
pathogenic. The patient was diagnosed with hyperammonemia due to OTC deficiency, because of a
synonymous variant in the OTC gene. Treatment with a restricted animal protein diet, rich in vegetables,
dairy, and eggs, associated with an ammonium chelator (sodium phenylbutyrate) and arginine
supplementation with multidisciplinary follow-up; with good tolerance, adequate control of ammonium
levels, reduction of symptoms. CONCLUSIONS: Urea cycle disorders usually present in the early stages
of life, being more of a milder clinical presentation the later the onset. In the previous case, a patient
with a mild clinical picture, a family history of urea cycle disorder, and hyperammonemia is presented. In
pediatric patients, given that OTC deficiency is not included in the neonatal screening for metabolic
disorders, it is necessary to strictly monitor the neurological and behavioral development of the patients,
since adequate and early management can imply a significant improvement in outcomes.
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