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Improved Gene Fusion Detection in Childhood Cancer Diagnostics Using RNA Sequencing. JCO
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Quantitative facial phenotyping for Koolen-de Vries and 22q11.2 deletion syndrome. European Journal
of Human Genetics, 2021, 29, 1418-1423.

Structural variant detection in cancer genomes: computational challenges and perspectives for
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Opposite Modulation of RAC1 by Mutations in TRIO Is Associated with Distinct, Domain-Specific
Neurodevelopmental Disorders. American Journal of Human Genetics, 2020, 106, 338-355.

Clonal Relationship Between Lichen Sclerosus, Differentiated Vulvar Intra-epithelial Neoplasia and
Non HPV-related Vulvar Squamous Cell Carcinoma. Cancer Genomics and Proteomics, 2020, 17, 151-160.

Exome sequencing in routine diagnostics: a generic test for 254 patients with primary
immunodeficiencies. Genome Medicine, 2019, 11, 38.

De Novo and Inherited Pathogenic Variants in KDM3B Cause Intellectual Disability, Short Stature, and

Facial Dysmorphism. American Journal of Human Genetics, 2019, 104, 758-766. 6.2 34

Next-generation phenotyping using computer vision algorithms in rare genomic neurodevelopmental
disorders. Genetics in Medicine, 2019, 21, 1719-1725.

The clinical implementation of copy number detection in the age of next-generation sequencing. a1 8
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BRCA Testing by Single-Molecule Molecular Inversion Probes. Clinical Chemistry, 2017, 63, 503-512.

Diagnostic exome sequencing in 266 Dutch patients with visual impairment. European Journal of 0.8 104
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The diagnostic yield of whole-exome sequencing targeting a gene panel for hearing impairment in The
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Copy number variations as potential diagnostic and prognostic markers for CNS melanocytic

neoplasms in neurocutaneous melanosis. Acta Neuropathologica, 2017, 133, 333-335. 77 3

Validation and application of a novel integrated genetic screening method to a cohort of 1,112 men
with idiopathic azoospermia or severe oligozoospermia. Human Mutation, 2017, 38, 1592-1605.

Detection of clinically relevant copy-number variants by exome sequencing in a large cohort of 0.4 143
genetic disorders. Genetics in Medicine, 2017, 19, 667-675. ’

A molecular inversion probe-based next-generation sequencing panel to detect germline mutations in
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Chromosomal abnormalities in hepatic cysts point to novel polycystic liver disease genes. European 0.8 14
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A high-quality human reference panel reveals the complexity and distribution of genomic structural

variants. Nature Communications, 2016, 7, 12989.
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The Koolen-de Vries syndrome: a phenotypic comparison of patients with a 17q21.31 microdeletion
versus a KANSL1 sequence variant. European Journal of Human Genetics, 2016, 24, 652-659.

Towards a European consensus for reporting incidental findings during clinical NGS testing. 0.8 85
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and colorectal cancer. Nature Genetics, 2015, 47, 668-671.
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Refining analyses of copy number variation identifies specific genes associated with developmental
delay. Nature Genetics, 2014, 46, 1063-1071.

Platform comparison of detecting copy number variants with microarrays and whole-exome
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Genome sequencing identifies major causes of severe intellectual disability. Nature, 2014, 511, 344-347.
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Clinical Significance of De Novo and Inherited Copy-Number Variation. Human Mutation, 2013, 34,
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