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Exome sequencin% and whole genome sequencing for the detection of copy number variation. Expert
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Exome sequencing in routine diagnostics: a generic test for 254 patients with primary

immunodeficiencies. Genome Medicine, 2019, 11, 38.

Accurate Distinction of Pathogenic from Benign CNVs in Mental Retardation. PLoS Computational

Biology, 2010, 6, €1000752. 3.2 46
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Validation and application of a novel integrated genetic screening method to a cohort of 1,112 men
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Copy number variations as potential diagnostic and prognostic markers for CNS melanocytic
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