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INTRODUCTION: Repeated infections in propionate defects are common and result in severe metabolic
decompensations that increase the risk of mortality. There is limited evidence about the pathophysiology
of recurrent infections, and few studies have described the immune system of patients with these
pathologies. OBJECTIVE: This study aims to describe the immunophenotype of patients with propionate
defects, metabolically stable and in metabolic decompensation. Methods and materials: An observational,
descriptive, and transversal study was conducted. A 5 ml blood sample and dried blood spots were taken.
Absolute count of lymphocytes, immunoglobulins levels, amino acids, acylcarnitines, ammonium, blood
gases and nutritional status markers were determined. An anthropometric evaluation was carried out
since the nutritional status affects the immune system. Descriptive statistics were used. RESULTS: Five
patients were included in the study; two with methylmalonic acidemia and three with propionic acidemia.
The average age was 43.6 months (3-132 months). 2/5 were metabolic decompensated, evidenced by
high ammonium levels and metabolic acidosis. Elevation of propionylcarnitine (C3) was found in 4/5
patients, the highest level was presented by a decompensated patient. The amino acid profile showed
that 2/5 had elevated glycine despite being stables; low valine levels were observed in the same two
patients and one of them also presented a deficiency of isoleucine and leucine. Deficiency of IgG was
found in 3/5 patients, two metabolically stable and one decompensated who also presented low levels of
IgA. The absolute counts of CD4 + and CD3 + were low in 2/5 patients, 3/5 had absolute low levels of
CD19, and 1/5 had low levels of CD8+, all these patients were metabolically stable. 4/5 patients had a
normal BMI Z-score, 1/4 was underweight (BMI Z-score -1.17). All subjects had normal levels of
prealbumin, transferrin and folates; vitamin D insufficiency was observed in 3/5 patients, and 1/5 had
anemia. CONCLUSIONS: Immunodeficiency is frequent in patients with propionate defects regardless of
their metabolic and clinical status. Thus, immunophenotype determination is recommended in this
population. Further studies are required.
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