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CATHEGORY: Amino Acid Disorders: MSUD

P-022 - MAPLE SYRUP URINE DISEASE (MSUD) ASSOCIATED WITH CLIFAHDD SYNDROME: A
CASE REPORT
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INTRODUCTION: MSUD is an autosomal recessive aminoacidopathy, due to a defect in the branched-
chain alpha-keto acid dehydrogenase enzymatic complex and accumulation of valine, isoleucine and
leucine (VIL). The classic neonatal form must be diagnosed and treated early to avoid neurological
sequelae or death. In Chile, it is not included in the neonatal screening program. Cases are diagnosed by
metabolic decompensation or a family history of MSUD. CLIFAHDD is a syndrome that associates limb
and facial contractures, hypotonia, and psychomotor development delay. Epilepsy has also been
described. It´s inherited as an autosomal dominant trait and explained by a de novo mutation of the
NALCN gene, which encodes for a sodium channel. It can cause death before the end of the first year of
life. OBJECTIVE: To present the case of a newborn with both pathologies, which made the diagnosis of
MSUD difficult. METHODOLOGY: Review of the medical records of the centers that treated the patient.
CASE REPORT: Female newborn, first child, non-consanguineous parents, prenatal diagnosis of
polyhydramnios and severe growth restriction. Cesarean delivery 37 weeks, Apgar 5-8, weight 1765 g.
Examination: Dysmorphic facies, distal arthrogryposis in 4 limbs. She presented epileptic seizures since
the first day of life. Since day 9, she presented episodes of apnea, increment of epileptic seizures, and
coma, requiring mechanical ventilation. Laboratory: Metabolic acidosis with an increased anion gap,
normal lactate, mild hyperammonemia, and moderate ketosis. On day 17, an amino acid profile with
increased VIL was informed. Brain magnetic resonance image showed diffuse involvement of supra- and
infratentorial myelin. Specific treatment for MSUD was started on day 17. She had multiple infections and
progressive multisystemic deterioration, dying at week 10. Postmortem exome results confirmed MSUD
and CLIFAHDD syndrome. CONCLUSIONS: Our case shows that a dysmorphic genetic syndrome and an
inborn error of metabolism can coexist. In this case, the high suspicion of a genetic syndrome made early
diagnosis of MSUD difficult. In turn, the catastrophic evolution of the patient was most likely influenced
by the poor prognosis of CLIFAHDD syndrome.
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