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Genomic profile € a possible diagnostic and prognostic marker in upper tract urothelial carcinoma.
BJU International, 2022, 130, 92-101.
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Novel pathogenic genomic variants leading to autosomal dominant and recessive Robinow syndrome.
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Cell-free tumour DNA analysis detects copy number alterations in gastro-oesophageal cancer patients.
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High diagnostic yield in skeletal ciliopathies using massively parallel genome sequencing, structural
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A database on differentially expressed microRNAs during rodent bladder healing. Scientific Reports,
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Cell Model. Frontiers in Genetics, 2021, 12, 803683. 11 1
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Rare variants in dynein heavy chain genes in two individuals with situs inversus and developmental
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Sarek: A portable workflow for whole-genome sequencing analysis of germline and somatic variants.
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genome characterization. PLoS Genetics, 2018, 14, e1007780.

Flanking complex copy number variants in the same family formed through unequal crossing-over
during meiosis. Mutation Research - Fundamental and Molecular Mechanisms of Mutagenesis, 2018, 0.4 6
812, 1-4.

<i>Alu-Alu</i> mediated intragenic duplications in <i>[FT81</i> and <i>MATN3«/i> are associated with
skeletal dysplasias. Human Mutation, 2018, 39, 1456-1467.
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TIDDIT, an efficient and comprehensive structural variant caller for massive parallel sequencing data.
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