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A novel RAD21 mutation in a boy with mild Cornelia de Lange presentation: Further delineation of the
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Characterization of <i>ANGPT2</i> mutations associated with primary lymphedema. Science
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Expression and RNA and Protein Stability, Cause Neurodevelopmental Delay. American Journal of
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Unmasking familial CPX by WES and identification of novel clinical signs. American Journal of Medical
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No evidence of locus heterogeneity in familial microcephaly with or without chorioretinopathy,
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Loss-of-function HDAC8 mutations cause a phenotypic spectrum of Cornelia de Lange syndrome-like
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Clinical variability in neurohepatic syndrome due to combined mitochondrial DNA depletion and
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