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CATHEGORY: Organic Acidurias: Propionic acidemia
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MEXICO
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INTRODUCTION: Propionic acidemia is caused by the deficiency of propionyl-CoA carboxylase,
producing an alteration in the catabolism of amino acids; the common symptoms are: neurological, liver,
and metabolic diseases with fatal outcomes. Biochemical alterations include metabolic acidosis with
ketosis, hyperammonemia, and hypoglycemia. OBJECTIVE: Describes the management of this patient in
our institution. MATERIAL AND METHODS: A case report results, Female 14 years old, the patient had
a normal delivery, at 11 days old, she was admitted to NICU with a diagnosis of sepsis, the diagnosis
confirmed at 3 months old. She had mental retardation and multiple periods of respiratory infections that
caused metabolic acidosis with hyperammonemia encephalopathy, she has maintained a basic treatment
with levocarnitine, sodium benzoate, and biotin, however, since January 2019, the persistence of
accumulations of free radicals, caused greater damage at the neurologic level, with progressive
encephalopathy, enzyme Q10 was indicated as a detoxifier of oxidative cellular metabolism, and the
sodium benzoate prescription was withdrawn, management begins with carglumic acid at 50mg/kg/day
with good evolution and the encephalopathy has decreased. During the medical follow-up, the patient
acquired a viral upper respiratory infection with mental alteration, refractory lactic acidosis (20 mmol/L),
she did not respond to slow continuous renal replacement therapy and died on January 26th, 2020.
DISCUSSION: Propionic acidemia, although rare, is one of the most frequent metabolic errors, 1/100,000
live births. The pathophysiological mechanism of the acute metabolic crisis leads to hyperammonemia,
like our patient. The most frequent early neonatal form begins with vomiting, hepatomegaly,
thrombocytopenia, and lethargy, in the case of our patient, she had a diagnosis of sepsis, and maybe she
could have been in this form. The treatment consists adequate supply of calories to avoid catabolism and
protein restriction, and a supplement of carnitine and biotin, we had to administer a new drug for the
treatment of hyperammonemia, carglumic acid in addition to the enzyme Q10 for the accumulation of
free radicals, with good evolution for a couple of months, but the chronic accumulation of toxic
metabolites, developed a refractory lactic acidosis with fatal consequences.
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