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Impairments Indistinctive from Recessive Variants Associated with SCAR16. International Journal of
Molecular Sciences, 2021, 22, 5870.
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Tumour characteristics provide evidence for germline mismatch repair missense variant pathogenicity.

Journal of Medical Genetics, 2020, 57, 62-69. 3.2 1
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Understanding the Pathogenicity of Noncoding Mismatch Repair Gene Promoter Variants in Lynch
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Application of a 5-tiered scheme for standardized classification of 2,360 unique mismatch repair gene
variants in the InSiGHT locus-specific database. Nature Genetics, 2014, 46, 107-115.

Tumor Mismatch Repair Immunohistochemistry and DNA <i>MLH1<[i> Methylation Testing of Patients
With Endometrial Cancer Diagnosed at Age Younger Than 60 Years Optimizes Triage for

Population-Level Germline Mismatch Repair Gene Mutation Testing. Journal of Clinical Oncology, 2014, 1.6 195
90-100

The InSiGHT database: utilizing 100Ayears of insights into Lynch Syndrome. Familial Cancer, 2013, 12,
175-180.

A Multifactorial Likelihood Model for MMR Gene Variant Classification Incorporating Probabilities
Based on Sequence Bioinformatics and Tumor Characteristics: A Report from the Colon Cancer Family 2.5 81
Registry. Human Mutation, 2013, 34, 200-209.

Calibration of Multiple In Silico Tools for Predicting Pathogenicity of Mismatch Repair Gene Missense
Substitutions. Human Mutation, 2013, 34, 255-265.

BRCA1 R1699Q variant displaying ambiguous functional abrogation confers intermediate breast and

ovarian cancer risk. Journal of Medical Genetics, 2012, 49, 525-532. 3.2 o7

Correlation of tumour BRAF mutations and<i>MLH1</i>methylation with germline mismatch repair
(MMR) gene mutation status: a literature review assessing utility of tumour features for MMR variant
classification. Journal of Medical Genetics, 2012, 49, 151-157.

Pancreatic Cancer and a Novel MSH2 Germline Alteration. Pancreas, 2011, 40, 1138-1140. 1.1 13

Mutation deep within an intron of MSH2 causes Lynch syndrome. Familial Cancer, 2011, 10, 297-301.

Splicing and multifactorial analysis of intronic BRCA1 and BRCA2 sequence variants identifies
clinically significant splicing aberrations up to 12 nucleotides from the intron/exon boundary. Human 2.5 74
Mutation, 2011, 32, 678-687.

Detection of splicing aberrations caused by BRCA1 and BRCA2 sequence variants encoding missense

substitutions: implications for prediction of pathogenicity. Human Mutation, 2010, 31, E1484-E1505.

Use of DNA&€“Damaging Agents and RNA Pooling to Assess Expression Profiles Associated with BRCA1 a5
and BRCA2 Mutation Status in Familial Breast Cancer Patients. PLoS Genetics, 2010, 6, e1000850. :



