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Identification of human D lactate dehydrogenase deficiency. Nature Communications, 2019, 10, 1477.
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Osteoporosis and skeletal dysplasia caused by pathogenic variants in SCMS2. JCl Insight, 2019, 4, .

Further delineation of an entity caused by <i>CREBBP«</i> and <i>EP300</i> mutations but not

resembling Rubinsteind€“Taybi syndrome. American Journal of Medical Genetics, Part A, 2018, 176, 862-876. 12 52
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An organelle-specific protein landscape identifies novel diseases and molecular mechanisms. Nature
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A study of the clinical and radiological features in a cohort of 93 patients with a <i>COL2A1<[i>

mutation causing spondyloepiphyseal dysplasia congenita or a related phenotype. American Journal of
Medical Genetics, Part A, 2015, 167, 461-475.

Mutationd€based growth charts for SEDC and other <i>COL2A1</i> related dysplasias. American Journal 16 2
of Medical Genetics, Part C: Seminars in Medical Genetics, 2012, 160C, 205-216. )



