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ARTICLE

In uveal melanoma Glx-protein GNA11 mutations convey a shorter disease-specific survival and are more
strongly associated with loss of BAP1 and chromosomal alterations than Gl+-protein GNAQ mutations.
European Journal of Cancer, 2022, 170, 27-41.

Neurocognitive assessment and DNA sequencing expand the phenotype and genotype spectrum of

AlstrA9m syndrome. American Journal of Medical Genetics, Part A, 2021, 185, 732-742.

Uveal Melanoma Metastasis. Cancers, 2021, 13, 5684.

In silico prediction of blood cholesterol levels from genotype data. PLoS ONE, 2020, 15, e0227191.

Performance of computational methods for the evaluation of pericentriolar material 1 missense

variants in CAGI4€56. Human Mutation, 2019, 40, 1474-1485.

Assessment of patient clinical descriptions and pathogenic variants from gene panel sequences in the
CAGIa€5 intellectual disability challenge. Human Mutation, 2019, 40, 1330-1345.
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