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acute decompensation of maple syrup urine disease: a prospective multicentre observational study.
Orphanet Journal of Rare Diseases, 2022, 17, 202.

Pregnancy in cystinosis patients with chronic kidney disease: A European case series. Journal of

Inherited Metabolic Disease, 2022, 45, 963-968. 3.6 3

Cystathionine [2a€synthase deficiency in the <scp>E&€HOD registrya€part</scp> I: pyridoxine responsiveness as
a determinant of biochemical and clinical phenotype at diagnosis. Journal of Inherited Metabolic
Disease, 2021, 44, 677-692.
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