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ARTICLE IF CITATIONS

Clinical whole-exome seciuencing for the diagnosis of rare disorders with congenital anomalies
and/or intellectual disability: substantial interest of prospective annual reanalysis. Genetics in

Medicine, 2018, 20, 645-654.

Copy number variants calling from WES data through eXome hidden Markov model (XHMM) identifies
additional 2.5% pathogenic genomic imbalances smaller than 30Akb undetected by array4€CGH. Annals of 0.8 6
Human Genetics, 2022, 86, 171-180.

Identification of novel, clonally stable, somatic mutations targeting transcription factors PAX5 and
NKX2-3, the epigenetic regulator LRIF1, and BRAF in a case of atypical B-cell chronic lymphocytic
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