WHEN TO CONSIDER GLYCOGEN STORAGE DISEASE TYPEI(=GSD I)?
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| Specialist medical opinion and reference laboratory I

Glycogen storage disease type 1?

Seek specialist advice quickly from a Centre of Excellence: Rare
Disease Centre of Reference / Competence:
https://lwww.filiere-g2m.fr/annuaire/
https://www.filfoie.com/

Specialist workup Start the parallel treatment urgently; refer to the emergency protocols
As an in-patient in a specialist department after an episode of hypoglycaemia, for each symptom and/or disease: htips://www filiere-

w

Specialist workup

with initiation of general treatment, especially nutritional g2m fr/urgences
Glycaemia / lactate cycle + Workup to eliminate potential differential diagnoses* Specialist treatment coordinated by a Centre of Excellence
) : Genetic counselling, family screening in a specialist centre
Genetic analysis® . L ] . .
to confirm the diagnosis and type of GSD I: GGPC1 (la) and SLC37A4 (Ib) genes For more |nformat|0r_1. PNDS: French National Authority for Health -
— Glycogen Storage Disease type 1 (has-sante.fr)

1 GSD= Glycogen Storage Disease. There are different types of GSD, and 2 sub-types of Glycogen Storage Disease type I: GSD la (80%) and GSD Ib (20%). e
2Refer to theemergency protocol for hypoglycaemia: https://www filiere-g2m.fr/urgences and Hypoglycaemia help sheet: https://filiere-g2m.fr/media/attachments/2024/12/19/diagnostic-fiche-hypoalycemie.pdf M@‘@d,‘es_ rares
3 The contours of this kind of hepatomegaly sometimes extend to take over almost all of the abdomen and may be difficult to see, with a lower edge that is hard to palpate in the right iliac fossa. 1:|LFO|E o Héréditaires du

4 Other glycogen storage diseases, other causes of hypoglycaemia 2, hepatomegaly, growth retardation, etc. PUIBRE DE SANTE MALADES RARES Métabolisme

DU ACHE DS LACIATEET DE LENFANT

SDo not wait for test results to start treatment. Filiére nationale de santé


https://www.filiere-g2m.fr/urgences
https://www.filiere-g2m.fr/urgences
https://filiere-g2m.fr/media/attachments/2024/12/19/diagnostic-fiche-hypoglycemie.pdf
https://www.filiere-g2m.fr/annuaire/
https://www.filiere-g2m.fr/annuaire/
https://www.filiere-g2m.fr/annuaire/
https://www.filiere-g2m.fr/annuaire/
https://www.filfoie.com/
file:///D:/OCR/03_march/02 (d19949)-20250311T063834Z-001/02 (d19949)/protocoles d’urgence
https://www.filiere-g2m.fr/urgences
https://www.has-sante.fr/jcms/p_3385268/fr/glycogenose-de-type-i
https://www.has-sante.fr/jcms/p_3385268/fr/glycogenose-de-type-i
https://www.has-sante.fr/jcms/p_3385268/fr/glycogenose-de-type-i

