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Dynamic tracing of sugar metabolism reveals the mechanisms of action of synthetic sugar analogs.
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Phosphoglucomutase-1 deficiency: Early presentation, metabolic management and detection in

neonatal blood spots. Molecular Genetics and Metabolism, 2020, 131, 135-146. 11 14
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ATP6AP1 deficiency causes an immunodeficiency with hepatopathy, cognitive impairment and abnormal
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CCDC115 Deficiency Causes a Disorder of Golgi Homeostasis with Abnormal Protein Glycosylation.
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