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Expanding Clinical Presentations Due to Variations in THOC2 mRNA Nuclear Export Factor. Frontiers
in Molecular Neuroscience, 2020, 13, 12.
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of Medical Genetics, 2015, 58, 455-465.

Leria€™s pleonosteosis, a condgenital rheumatic disease, results from microduplication at 8q22.1
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Annals of the Rheumatic Diseases, 2015, 74, 1249-1256.

Genetic heterogeneity in Cornelia de Lange syndrome (CdLS) and CdLS-like phenotypes with observed
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Donnaia€“Barrow syndrome (DBS/FOAR) in a child with a homozygous <i>LRP2<[i> mutation due to
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Genetic contribution to neurodevelopmental disability: an overview. Developmental Medicine and
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Mutations in LRP2, which encodes the multiligand receptor megalin, cause Donnai-Barrow and
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Williamsa€“Beuren Syndrome: More or less? Segmental duplications and deletions in the
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Autosomal dominant inheritance of Williams???Beuren syndrome in a father and son with
haploinsufficiency for FKBP6. Clinical Dysmorphology, 2005, 14, 61-65.
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Isolation and characterisation of GTF2IRD2, a novel fusion gene and member of the TFII-l family of

transcription factors, deleted in Williamsa€“Beuren syndrome. European Journal of Human Genetics,
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A novel mutation in the IHH gene causes brachydactyly type Al: a 95-year-old mystery resolved. Human
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Elastin: mutational spectrum in supravalvular aortic stenosis. European Journal of Human Genetics,
2000, 8, 955-963.

A transcription factor involved in skeletal muscle gene expression is deleted in patients with Williams
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