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Non-coding region variants upstream of MEF2C cause severe developmental disorder through three
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The contribution of X-linked coding variation to severe developmental disorders. Nature 5.8 33
Communications, 2021, 12, 627. :

Detecting cryptic clinically relevant structural variation in exome-sequencing data increases
diagnostic yield for developmental disorders. American Journal of Human Genetics, 2021, 108,
2186-2194.

Evidence for 28 genetic disorders discovered by combining healthcare and research data. Nature, 13.7 343
2020, 586, 757-762. :

Prenatal exome sequencing analysis in fetal structural anomalies detected by ultrasonography (PAGE):
a cohort study. Lancet, The, 2019, 393, 747-757.

The Pfam protein families database: towards a more sustainable future. Nucleic Acids Research, 2016, 6.5 5301
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Rfam 12.0: updates to the RNA families database. Nucleic Acids Research, 2015, 43, D130-D137.

Rfam: Annotating Families of Non-Coding RNA Sequences. Methods in Molecular Biology, 2015, 1269,
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bacteria identifies a novel glycoside hydrolase. BMC Bioinformatics, 2014, 15, 112.
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New mini- zincin structures provide a minimal scaffold for members of this metallopeptidase
superfamily. BMC Bioinformatics, 2014, 15, 1.

Structure- and context-based analysis of the GxGYxYP family reveals a new putative class of Glycoside 1o 8
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Two Pfam protein families characterized by a crystal structure of protein [pg2210 from Legionella
pneumophila. BMC Bioinformatics, 2013, 14, 265.

Filling out the structural map of the NTF2-like superfamily. BMC Bioinformatics, 2013, 14, 327. 1.2 74

LUD, a new protein domain associated with lactate utilization. BMC Bioinformatics, 2013, 14, 341.
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The challenge of increasing Pfam coverage of the human proteome. Database: the Journal of
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The first structure in a family of peptidase inhibitors reveals an unusual Ig-like fold. F1000Research,
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Development and evaluation of ELISA procedures to detect antibodies against the major envelope
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