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Introdução / Descrição do Caso

Respiratory distress and haemodynamic instability in the first few hours/days of life requires a differential diagnosis

between neonatal sepsis, congenital heart disease and, as a more uncommon cause, metabolic disorders. 

Male newborn delivered at 38 weeks, admitted to Neonatal intensive care unit (ICU) due to respiratory distress. He was

started on antibiotics on day 1 (blood culture negative, CRP low). He required intubation on day 3, when he also

developed clinical seizures. Ammonia test showed a raised ammonia (1118μmol/l). He was transferred to Paediatric ICU

for urgent haemofiltration and scavenger therapy. On day 4 ammonia rose to 2798μmol/l and blood test showed

increased orotate, decreased citrulline, normal arginine and no other intermediates, which supported a severe Ornithine

Transcarbamylase (OTC) deficiency diagnosis.  Ammonia <200μmol/l was achieved after 24h of haemofiltration.  Parenteral

nutrition was started on day 5 and afterwards he started enteral feeds with essential amino acid formula. He was

discharged to the ward on day 17 for further management.

Comentários / Conclusões

OTC deficiency is one of the urea cycle disorders, which results in hyperammonemia (HA). The most severe form usually

affects male neonates. The longer an infant is exposed to a hyperammonemic coma, the more severe the neurological

abnormalities become. Management in ICU is based on three principles: removal of the ammonia by dialysis or

haemofiltration, reversion of the catabolic state and pharmacological scavenging of excess of nitrogen.

Neonatal HA is a time sensitive condition. When recognized, feeding should be stopped, glucose and scavenger infusion

started immediately by the local team and child transported to ICU facility that can provide haemofiltration.
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