56

papers

60

all docs

257450

1,706 24
citations h-index
60 60
docs citations times ranked

289244
40

g-index

2362

citing authors



10

12

14

16

18

ARTICLE IF CITATIONS

Splicing predictions, minigene analyses, and <scp>ACMG«</ scp>a€<scF>AMP< scp> clinical classification
of 42 germline <scp><i>PALB2«<[i><[scp> spliced€site variants. Journal of Pathology, 2022, 256, 321-334.
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of 56 <scp><i>ATMc<[i><[scp> variants. Journal of Pathology, 2022, 258, 83-101.

Minigene Splicing Assays Identify 20 Spliceogenic Variants of the Breast/Ovarian Cancer Susceptibility a7 3
Gene RAD51C. Cancers, 2022, 14, 2960. :
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Identification of a truncated 121-chimaerin variant that inactivates nuclear Rac1. Journal of Biological
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Comprehensive Functional Characterization and Clinical Interpretation of 20 Splice-Site Variants of
the RAD51C Gene. Cancers, 2020, 12, 3771.
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Alternative splicing and ACMG-AMP-2015-based classification of PALB2 genetic variants: an ENIGMA
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Genetic dissection of the BRCA2 promoter and transcriptional impact of DNA variants. Breast Cancer 25 s
Research and Treatment, 2018, 171, 53-63. :
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Functional Analyses of a Novel Splice Variant in the CHD7 Gene, Found by Next Generation Sequencing,
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Identification of Eight Spliceogenic Variants in BRCA2 Exon 16 by Minigene Assays. Frontiers in

Genetics, 2018, 9, 188.

The Effect of Genistein Supplementation on Vitamin D Levels and Bone Turnover Markers during the
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Nutrigenetics and Nutrigenomics, 2017, 10, 139-145.
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Functional classification of DNA variants by hybrid minigenes: Identification of 30 spliceogenic

variants of BRCA2 exons 17 and 18. PLoS Genetics, 2017, 13, e1006691.

Functional Classification of <i>BRCA2</i> DNA Variants by Splicing Assays in a Large Minigene with 9 05 50
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Severe alpha-1 antitrypsin deficiency in composite heterozygotes inheriting a new splicing mutation
QOMadrid. Respiratory Research, 2014, 15, 125.
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Genotypea€“phenotype correlation in MMR mutation-positive families with Lynch syndrome.
International Journal of Colorectal Disease, 2013, 28, 1195-1201.

Evaluating the Effect of Unclassified Variants Identified in MMR Genes Using Phenotypic Features,

Bioinformatics Prediction, and RNA Assays. Journal of Molecular Diagnostics, 2013, 15, 380-390. 2.8 7

The highly prevalent BRCA2 mutation c.2808_2811del (3036delACAA) is located in a mutational hotspot
and has multiple origins. Carcinogenesis, 2013, 34, 2505-2511.

Analysis of PALB2 Gene in BRCA1/BRCA2 Negative Spanish Hereditary Breast/Ovarian Cancer Families
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Comprehensive splicing functional analysis of DNA variants of the BRCA2 gene by hybrid minigenes.
Breast Cancer Research, 2012, 14, R87.
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International distribution and age estimation of the Portuguese BRCA2 c.156_157insAlu founder
mutation. Breast Cancer Research and Treatment, 2011, 127, 671-679.

Characterization of New Founder Alu-Mediated Rearrangements in <i>MSH2<[i> Gene Associated with
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Frequency of Rearrangements in Lynch Syndrome Cases Associated with <i>MSH2</i>:
Characterization of a New Deletion Involving both <i>EPCAM</i> and the 58€2 Part of <i>MSH2«</i>.
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