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INTRODUCTION: Hyperammonemias occur due to hepatic disease or due to inherited metabolic
diseases, such as urea cycle defects, organic aciduria, fatty acid oxidation defects, and mitochondrial
disease. We present the case of a preschool child with recurrent hyperammonemia due to a defect in the
V respiratory chain complex (VRCCD), a very rare cause of hyperammonemia, associated with
developmental disorders and dysmorphisms, inherited as an autosomal recessive trait. CASE
REPORT: Male, 5 years old, non-consanguineous parents. Neonatal period: 36 weeks, low weight (1875
g), facial dysmorphia, low set ears, hypospadias. Evolution with poor weight gain, mild hypotonia and
moderate psychomotor development delay (PMDD). First metabolic crisis at 29 months, unidentified
cause (infection was ruled out). Ammonium 385 ug/dl (normal ≤ 80), metabolic acidosis (pH 7.2),
hyperlactacidemia (77 mg/dl; normal ≤ 22), hyperketosis. Second crisis at 39 months, associated with a
respiratory infection. Ammonium 513 ug/dl, mild metabolic acidosis, hyperlactacidemia (44 mg/dl),
hyperketosis. In critical samples, the acylcarnitine/amino acid profile in blood and organic acids and
orotic acid in urine were normal. Molecular study for inherited hyperammonemias demonstrates
mutations in both alleles of the TMEM70 gene (8q21.11). Nutritional treatment, L-Carnitine and Co-
enzymeQ10 were indicated. The patient has remained without a metabolic crisis. He presents moderate
cognitive delay. DISCUSSION: Our case coincides with others reported in the literature in the presence
of facial dysmorphia, low set ears, hypospadia, PMDD, and hyperammonemia and hyperlactacidemia
crisis. To our knowledge, this is the first case of VRCCD due to TMEM70 mutation reported in Chile.
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