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Diseases. Journal of Molecular Diagnostics, 2022, 24, 529-542. 2.8 6
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Loss of function mutations in GEMINS5 cause a neurodevelopmental disorder. Nature Communications,
2021, 12, 2558.

DPH1 syndrome: two novel variants and structural and functional analyses of seven missense
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Extending the phenotypic spectrum of Bohringd€Opitz syndrome: Mild case confirmed by functional
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Impairment of the mitochondrial one-carbon metabolism enzyme SHMT2 causes a novel brain and heart
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Phenotypic spectrum and transcriptomic profile associated with germline variants in TRAF7. Genetics
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A De Novo FOXP1 Truncating Mutation in a Patient Originally Diagnosed as C Syndrome. Scientific
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The <i>ASXL1<[i> mutation p.Cly646Trpfs*12 found in a Turkish boy with Bohringd€Opitz Syndrome. 0.5 6
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A De Novo Nonsense Mutation in MAGEL2 in a Patient Initially Diagnosed as Opitz-C: Similarities
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<i>COL1A1<[i> haplotypes and hip fracture. Journal of Bone and Mineral Research, 2012, 27, 950-953. 2.8 17

Identification and functional analyses of CBS alleles in Spanish and Argentinian homocystinuric
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Functional relevance of the BMD-associated polymorphism rs312009: Novel Involvement of RUNX2 in

<i>LRP5<[i> transcriptional regulation. Journal of Bone and Mineral Research, 2011, 26, 1133-1144. 2.8 14

Analysis of Three Functional Polymorphisms in Relation to Osteoporosis Phenotypes: Replication in a
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A CBS haplotype and a polymorphism at the MSR gene are associated with cardiovascular disease in a
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The p.T191M mutation of the CBS gene is highly prevalent among homocystinuric patients from Spain, 9.3 97
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