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INTRODUCTION: The ornithine transcarbamylase (OTC) deficiency is an inborn error of metabolism
grouped in the urea cycle diseases with X-linked inheritance. It is caused by the partial or total deficiency
of the enzyme coded by the OTC gene. Traditionally, it courses with seizures and hepatic failure in male
patients, but several female carriers of the OTC gene mutation have been reported to have these clinical
outcomes leading to severe phenotypes. OBJECTIVES: We report a female patient with an ornithine-
transcarbamylase deficiency with a severe clinical presentation and discuss the clinical outcomes and
molecular findings. MATERIALS AND METHODS: Retrospective medical record review of a female
patient diagnosed with OTC. RESULTS: We report a female that initiated at the age of 6 months with
seizures, altered liver function test and coagulopathy with posterior developmental delay. At the age of
11 months, it is admitted with somnolence, hypotonia and seizures. Laboratory tests revealed high liver
function tests, metabolic alkalosis and hyperammonemia. Metabolic disease is suspected. Brain MRI
showed cortical hyperintense lesions that involved gray matter in both hemispheres with no white matter
involved and loss of volume in the corpus callosum. Liver biopsy revealed hepatocytes' inflammation with
nuclear inclusions. Using a next-generation sequencing panel, a likely pathogenic variant in the OTC gene
was detected (c.207del) that leads to a frameshift mutation that produces the following change
p.(Gly71Glufs*12) in a heterozygote state. CONCLUSION: In patients where ornithine-transcarbamylase
deficiency is suspected, molecular characterization es useful due to the variable expressiveness of the
variants associated with severe phenotypes, especially in female carriers.
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