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A mutation in SLC37A4 causes a dominantly inherited congenital disorder of glycosylation
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TAR syndrome: Clinical and molecular characterization of a cohort of 26 patients and description of
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Expanding the phenotypic spectrum of variants in PDE4D/PRKAR1A: from acrodysostosis to
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Molecular diagnosis of PIK3CA-related overgrowth spectrum (PROS) in 162 patients and
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Gaina€efa€function mutations in <i>SMAD4«[i> cause a distinctive repertoire of cardiovascular
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Parental mosaicism is a pitfall in preimplantation genetic diagnosis of dominant disorders. European
Journal of Human Genetics, 2014, 22, 711-712.

Combination of lipid metabolism alterations and their sensitivity to inflammatory cytokines in human
lipin-1-deficient myoblasts. Biochimica Et Biophysica Acta - Molecular Basis of Disease, 2013, 1832, 3.8 50
2103-2114.
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Cardio-facio-cutaneous and Noonan syndromes due to mutations in the RAS/MAPK signalling pathway:
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