Abstract

A Case of Propionic Acidemia with Gait Disturbance

Jung Hyun Lee, M.D., Jung Min Ko, M.D., and Han-Wook Yoo, M.D., Ph.D.
Deptartment of Pediatrics, University of Ulsan College of Medicine, Seoul, Korea

Propionic acidemia is an autosomal recessive metabolic disorder caused by a defect of propionyl

CoA carboxylase with resultant accumulation of toxic organic acid metabolites. This disorder is

biochemically characterized by metabolic acidosis, ketoacidosis, hyperglycinemia and hyperammonemia.

Clinical symptoms are very heterogeneous and present as a severe neonatal-onset or a late-onet form.

We describe one case of propionic acidemia in a 4-year-old boy who has developed gait disturbance

after acute metabolic decompensation.
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Fig. 1. 4-year-old boy with propionic acidemia.

T2-weighted axial MR image reveals

hyperintense changes in basal ganglia.
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Fig. 2. Acylcamithine profile of the patient shows the peak of propionylcarnithine
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Fig. 3. Urine organic analysis in the urine of the patient.
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