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ARTICLE

Neurogenetic and Metabolic Mimics of Common Neonatal Neurological Disorders. Seminars in
Pediatric Neurology, 2022, 42, 100972.

Syndromic neurodevelopmental disorder associated with de novo variants in
<scp><i>DDX23<[i><[scp>. American Journal of Medical Genetics, Part A, 2021, 185, 2863-2872.

3-Methylglutaconic aciduria in carriers of primary carnitine deficiency. European Journal of Medical

Genetics, 2021, 64, 104365.
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