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Citrullinemia. Molecular and Cellular Biology, 2004, 24, 527-536. :

Citrin/Mitochondrial Glycerol-3-phosphate Dehydrogenase Double Knock-out Mice Recapitulate
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metabolites in a mouse model of human citrin deficiency. Molecular Genetics and Metabolism, 2017,
120, 306-316.

Mechanism for increased heﬁatic glycerol synthesis in the citrin/mitochondrial glycerol-3-phosphate
dehydrogenase double-knockout mouse: Urine glycerol and glycerol 3-phosphate as potential
diagnostic markers of human citrin deficiency. Biochimica Et Biophysica Acta - Molecular Basis of

3.8 9

Pivotal role of inter-organ aspartate metabolism for treatment of mitochondrial aspartate-glutamate
carrier 2 (citrin) deficiency, based on the mouse model. Scientific Reports, 2019, 9, 4179.

Phenotydoe and pathology of the dilated cardiomyopathy with ataxia syndrome in children. Journal of p ;
Inherited Metabolic Disease, 2022, 45, 366-376. ’

Hybrid gel electrophoresis using skin fibroblasts to aid in diagnosing mitochondrial disease.

Neurology: Genetics, 2019, 5, e336.

<scp>3a€Hydroxyisobutyric</scp> acid dehydrogenase deficiency: Expanding the clinical spectrum and
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