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CATHEGORY: Amino Acid Disorders: MSUD

P-023 - MAPLE SYRUP URINE DISEASE (MSUD): EARLY NUTRITIONAL MANAGEMENT OF
SIBLINGS DIAGNOSED AND TREATED FROM BIRTH
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INTRODUCTION: Classic severe and neonatal MSUD leads to impaired cognitive function presenting
neurological symptoms in the first days of life. Treatment consists of dietary restriction of branched-chain
amino acids: leucine, valine and isoleucine (LVI) as well as close monitoring of plasma amino acid (AA)
levels. OBJECTIVE: To describe the nutritional management of two newborn siblings of patients with
MSUD from the neonatal period to the present. Subjects/methods: Two families with newborn siblings of
patients with MSUD had scheduled their deliveries and were treated from birth in the Neonatology Unit.
Feeding regimens, dietary intakes (calories/protein/LVI), and specific biochemical parameters (AA) were
described and analyzed from medical records from birth to hospital discharge to the
present. RESULTS: Both infants started treatment with a high glucose intravenous line (IV) during the
first 24h of life. On the 2nd day, they started enteral feeding by providing 0.5g/kg of intact protein.
Plasmatic leucine and alloisoleucine levels increased 3 times over normal values providing evidence to
diagnose. Protein restriction and LVI-free formula were indicated according to their nutritional
requirements and SERN/GMDI guidelines. Protein and LVI intakes were titrated through close metabolic
monitoring according to biochemical values and adjusted to weight gain. Case 1 (discharged from
hospital on the 16thday): 110 kcal/kg; 2.9 g total protein/kg; 0.7g intact protein/ kg; 78 mg of leucine/kg
and Case 2 (discharged on day 24): 138 kcal/kg; Total 3g protein/kg; 0.7g intact protein/kg; 70 mg of
leucine/kg. Currently, both patients (8 and 4 years old) have adequate development, growth and good
metabolic control, with good adherence to dietary treatment, without metabolic decompensations. Case
1: 2400 kcal/day; 45g Total protein/day; 8g intact protein/day; 370mg leucine/day and Case 2: 2500
kcal/day; 38g total protein/day; 7.8g intact protein /day; 310mg leucine/day. Both of them consume the
total intake orally, exceeding the daily amounts of energy according to their requirements and dietary
prescriptions indicated. CONCLUSION: The immediate and early postnatal medical-nutritional treatment
of newborn siblings in families with MSUD is essential during the first hours of life. The subsequent close
follow-up and monitoring by a metabolic team allow us to improve the prognosis of this disease later in
life.
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