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Acute encephalopathy due to late-onset maple syrup urine disease in a school boy
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Abstract: Maple syrup urine disease is a common amino acids metabolic disease. In most patients, onset occurs in
the neonatal period and infancy. In this study, the case of a school boy with acute encephalopathy due to late-onset maple
syrup urine disease is summarized. The boy (8.5 years) was admitted because of acute encephalopathy after suffering from
infection for two days at the age of eight and a half years. Metabolic acidosis, hyperuricemia and decreased protein level in
cerebrospinal fluid were found by general laboratory tests. Magnetic resonance imaging of the brain revealed signal intensity
abnormalities in the bilateral cerebellum dentate nucleus, brainstem, thalamus, putamen, caudate nucleus and cortex of
the cerebral hemispheres. On T1WI and T2WI scanning, hyperintensive signal was found. Blood leucine and valine were
significantly elevated. Urinary 2-hydroxy isovaleric acid, 3-hydroxybutyric acid, 2-keto isovaleric acid, and 2-keto acid
also increased. Both the blood amino acid and urine organic acid profiles led to the diagnosis of maple syrup urine disease.
In the acute period, the patient was treated with a large dose of vitamin B, , glucose, L-carnitine and a protein-restrict diet.
The patient’s condition improved significantly after five days of treatment, and he recovered completely two days later.
Afterwards, treatment with vitamin B, , L-carnitine and a protein-restrict diet (1 g/kg/day) was continued. One and a half
months later, blood amino acids and urine organic acids returned to normal. Magnetic resonance imaging of the brain also
indicated a great improvement. It was concluded that inborn metabolic disease should be considered in the patients with an
onset similar to acute encephalopathy. Early diagnosis and proper treatment can prevent brain damage and improve
prognosis. [ Chin J Contemp Pediatr, 2012, 14 (3) :161 —164 |
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