WHEN TO CONSIDER GLUTARIC ACIDURIA TYPE 1 (GA1l)

Reveal by neurological impairment, with 3 main presentations
Neonatal screening in France since January 2023:
this clinical picture should no longer be seen in children born in France after January 2023 who have been screened?
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Glutaric aciduria type 1?7
(glutaryl CoA - dehydrogenase deficiency)

Seek specialist neuro-metabolic advice

— - Specialist treatment to be rapidly implemented, and specific monitoring to
Specialist workup to guide the \ be coordinated by:

diagnosis Rare Disease Centre of Reference / Competence: G2M Network:
Acylcarnitine profile (blood +/- urine) https://www filiere-G2M.fr/annuaire/
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Urinary organic acid chromatography Genetic counselling, family screening in a specialist centre

l For more information: PNDS AG-| (has-sante.fr)
and the emergency protocol: https://www.filiere-g2m.fr/urgences.

Confirmatory genetic analysis
to be carried out subsequently by a specialist

Specialist workup
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1 Neonatal screening (https://depistage-neonatal.fr) makes it possible to identify affected neonates and initiate treatment to prevent the onset of the main clinical symptoms. However, even when patients Métabolisme
have undergone neonatal screening, it is worth investigating this disease if they have telltale symptoms (rare cases of false-negatives during screening). Fil itre notileie'al o d & 8.0 0t8

2 For the infants/children affected: Emergency protocol to be implemented in situations where there is an acute risk of impairment to prevent acute damage to the striatum.
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