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ARTICLE

Assessment of the EXAC data set for the presence of individuals with pathogenic genotypes implicated
in severe Mendelian pediatric disorders. Genetics in Medicine, 2017, 19, 1300-1308.
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Novel homozygous PCK1 mutation causing cytosolic phosphoenolpyruvate carboxykinase deficiency
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Optic atrophy, cataracts, lipodystrophy/lipoatrophy, and peripheral neuropathy caused by a de novo
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