WHEN TO CONSIDER MAPLE SYRUP URINE DISEASE

Neonatal screening was introduced in France in January 2023, so affected neonates can now be diagnosed and treated at an early stage, in particular for neonatal and intermediary forms,
for which the usual presentations should no longer be seen in screened children *
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1 Neonatal screening (https://depistage-neonatal.fr) makes it possible to reduce diagnostic error, and with it, the length/severity of altered consciousness in the neonatal forms (frequently already symptomatic when the screening results are received), and to prevent chronic
neurological damage in the intermediate forms. Neonatal screening can produce false negatives for the intermittent form and for some intermediate forms, so it is important to search for this disease even if patients were screened if they present with telltale symptoms.

Specialist workup

2 Standard metabolic assessment - Blood: ammonia levels, blood gases, blood sugar, lactate levels, ketosis test (urine dipstick test and/or capillary blood ketones). To be performed immediately where there is no obvious cause, at the same time as looking 9 )

for other causes: sepsis (neonates), brain damage: trauma-related, vascular, infection-related, encephalitis etc., drug toxicity, other metabolic diseases. Refer to the emergency protocol_for coma. M?‘E}dles_ rares
3Ketone function of leucine derivatives that are positive on the urine dipstick test (similar structure to the ketone bodies detected on the urine dipstick test). . Hle'red\talres du
“4It is important to take samples during the acute phase, and they need to be performed as soon as possible in the treatment (particularly in the intermittent form where leucine levels may be (sub)normal between acute episodes), and where possible before any treatments Métabolisme

are initiated, but without delaying treatment either. The samples that are essential for diagnosis are in bold, while the others may be useful to interpret the metabolic assessment and eliminate certain differential diagnoses. Filigre nationale de santé
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