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5 Genome-wide association study implicates immune activation of multiple integrin genes in
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8 Breast Cancer Risk Genes â€” Association Analysis in More than 113,000 Women. New England Journal of
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9 Genome-wide association study of ulcerative colitis identifies three new susceptibility loci, including
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10 100,000 Genomes Pilot on Rare-Disease Diagnosis in Health Care â€” Preliminary Report. New England
Journal of Medicine, 2021, 385, 1868-1880. 13.9 352

11 Heterozygous Mutations in TREX1 Cause Familial Chilblain Lupus and Dominant Aicardi-GoutiÃ¨res
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12 Genome-wide association study identifies 32 novel breast cancer susceptibility loci from overall and
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13 Dominant Mutations in the Autoimmune Regulator AIRE Are Associated with Common Organ-Specific
Autoimmune Diseases. Immunity, 2015, 42, 1185-1196. 6.6 246

14
Germline Mutations in <i>SUFU</i> Cause Gorlin Syndromeâ€“Associated Childhood Medulloblastoma
and Redefine the Risk Associated With <i>PTCH1</i> Mutations. Journal of Clinical Oncology, 2014, 32,
4155-4161.

0.8 236

15 Loss-of-function mutations in SMARCE1 cause an inherited disorder of multiple spinal meningiomas.
Nature Genetics, 2013, 45, 295-298. 9.4 208

16 Histone Lysine Methylases and Demethylases in the Landscape of Human Developmental Disorders.
American Journal of Human Genetics, 2018, 102, 175-187. 2.6 204

17 Perrault Syndrome Is Caused by Recessive Mutations in CLPP, Encoding a Mitochondrial ATP-Dependent
Chambered Protease. American Journal of Human Genetics, 2013, 92, 605-613. 2.6 186

18 Molecular characterisation of SMARCB1 and NF2 in familial and sporadic schwannomatosis. Journal
of Medical Genetics, 2008, 45, 332-339. 1.5 179
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19 Germline selection shapes human mitochondrial DNA diversity. Science, 2019, 364, . 6.0 178

20 Identification of Patients With Variants in TPMT and Dose Reduction Reduces Hematologic Events
During Thiopurine Treatment of Inflammatory Bowel Disease. Gastroenterology, 2015, 149, 907-917.e7. 0.6 169

21 Iron overload in the Asian community. Blood, 2009, 114, 20-25. 0.6 164

22 Exploring the genetic architecture of inflammatory bowel disease by whole-genome sequencing
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23 CYP2D6 Genotype and Adjuvant Tamoxifen: Meta-Analysis of Heterogeneous Study Populations. Clinical
Pharmacology and Therapeutics, 2014, 95, 216-227. 2.3 150

24 Gerodermia osteodysplastica is caused by mutations in SCYL1BP1, a Rab-6 interacting golgin. Nature
Genetics, 2008, 40, 1410-1412. 9.4 138
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26 Whole Exome Sequencing Reveals the Major Genetic Contributors to Nonsyndromic Tetralogy of
Fallot. Circulation Research, 2019, 124, 553-563. 2.0 118

27 Epidermal Growth Factor Receptor in Pancreatic Cancer. Cancers, 2011, 3, 1513-1526. 1.7 114

28 Current use of pharmacogenetic testing: a national survey of thiopurine methyltransferase testing
prior to azathioprine prescription. Journal of Clinical Pharmacy and Therapeutics, 2007, 32, 187-195. 0.7 109

29 Use of Single-Nucleotide Polymorphisms and Mammographic Density Plus Classic Risk Factors for
Breast Cancer Risk Prediction. JAMA Oncology, 2018, 4, 476. 3.4 109

30 The genetic basis of DOORS syndrome: an exome-sequencing study. Lancet Neurology, The, 2014, 13,
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31 Germline <i><scp>SMARCE1</scp></i> mutations predispose to both spinal and cranial clear cell
meningiomas. Journal of Pathology, 2014, 234, 436-440. 2.1 108

32 Impaired Tamoxifen Metabolism Reduces Survival in Familial Breast Cancer Patients. Clinical Cancer
Research, 2008, 14, 5913-5918. 3.2 107

33 The MDM2 Promoter SNP285C/309G Haplotype Diminishes Sp1 Transcription Factor Binding and Reduces
Risk for Breast and Ovarian Cancer in Caucasians. Cancer Cell, 2011, 19, 273-282. 7.7 104

34 Assessing Individual Breast Cancer Risk within the U.K. National Health Service Breast Screening
Program: A New Paradigm for Cancer Prevention. Cancer Prevention Research, 2012, 5, 943-951. 0.7 104

35 Heimler Syndrome Is Caused by Hypomorphic Mutations in the Peroxisome-Biogenesis Genes PEX1 and
PEX6. American Journal of Human Genetics, 2015, 97, 535-545. 2.6 103

36 Review of biomarkers in colorectal cancer. Colorectal Disease, 2012, 14, 3-17. 0.7 100
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37 Patientsâ€™ and healthcare professionalsâ€™ views on pharmacogenetic testing and its future delivery in
the NHS. Pharmacogenomics, 2007, 8, 1511-1519. 0.6 99

38 Rates of loss of heterozygosity and mitotic recombination in NF2 schwannomas, sporadic vestibular
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39 Identification and Characterization of an Inborn Error of Metabolism Caused by Dihydrofolate
Reductase Deficiency. American Journal of Human Genetics, 2011, 88, 216-225. 2.6 90

40 Muscarinic Acetylcholine Receptor M3 Mutation Causes Urinary Bladder Disease and a Prune-Belly-like
Syndrome. American Journal of Human Genetics, 2011, 89, 668-674. 2.6 89
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42 Irbesartan in Marfan syndrome (AIMS): a double-blind, placebo-controlled randomised trial. Lancet,
The, 2019, 394, 2263-2270. 6.3 88

43 Are patients with intermediate TPMT activity at increased risk of myelosuppression when taking
thiopurine medications?. Pharmacogenomics, 2010, 11, 177-188. 0.6 86

44 The mutational spectrum of brachydactyly type C. American Journal of Medical Genetics Part A, 2002,
112, 291-296. 2.4 82

45 Comprehensive CYP2D6 genotype and adherence affect outcome in breast cancer patients treated with
tamoxifen monotherapy. Breast Cancer Research and Treatment, 2011, 125, 279-287. 1.1 80

46 A Dominantly Inherited 5â€² UTR Variant Causing Methylation-Associated Silencing of BRCA1 as a Cause of
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48 Validation of copy number variation analysis for next-generation sequencing diagnostics. European
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52 Extended Spectrum of Human Glucose-6-Phosphatase Catalytic Subunit 3 Deficiency: Novel Genotypes
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53 A clinical and molecular review of ubiquitous glucose-6-phosphatase deficiency caused by G6PC3
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54 Genetics of mitochondrial dysfunction and infertility. Clinical Genetics, 2017, 91, 199-207. 1.0 66
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55 The Contribution of Whole Gene Deletions and Large Rearrangements to the Mutation Spectrum in
Inherited Tumor Predisposing Syndromes. Human Mutation, 2016, 37, 250-256. 1.1 65

56 Recommendations for clinical interpretation of variants found in non-coding regions of the genome.
Genome Medicine, 2022, 14, . 3.6 65

57 <i>CTLA4/ICOS</i> gene variants and haplotypes are associated with rheumatoid arthritis and primary
biliary cirrhosis in the Canadian population. Arthritis and Rheumatism, 2009, 60, 931-937. 6.7 63

58 LRIG2 Mutations Cause Urofacial Syndrome. American Journal of Human Genetics, 2013, 92, 259-264. 2.6 63

59 Exome sequencing identifies ATP4A gene as responsible of an atypical familial type I gastric
neuroendocrine tumour. Human Molecular Genetics, 2015, 24, 2914-2922. 1.4 60

60 Valuing pharmacogenetic testing services: A comparison of patients' and health care professionals'
preferences. Value in Health, 2011, 14, 121-134. 0.1 58

61
Impact of a Panel of 88 Single Nucleotide Polymorphisms on the Risk of Breast Cancer in High-Risk
Women: Results From Two Randomized Tamoxifen Prevention Trials. Journal of Clinical Oncology,
2017, 35, 743-750.
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62 The impact of a panel of 18 SNPs on breast cancer risk in women attending a UK familial screening
clinic: a caseâ€“control study. Journal of Medical Genetics, 2017, 54, 111-113. 1.5 56

63 First evidence of genotypeâ€“phenotype correlations in Gorlin syndrome. Journal of Medical Genetics,
2017, 54, 530-536. 1.5 56

64
Breast cancer pathology and stage are better predicted by risk stratification models that include
mammographic density and common genetic variants. Breast Cancer Research and Treatment, 2019, 176,
141-148.
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65
Compound Heterozygosity of Low-Frequency Promoter Deletions and Rare Loss-of-Function
Mutations in TXNL4A Causes Burn-McKeown Syndrome. American Journal of Human Genetics, 2014, 95,
698-707.

2.6 55

66
Management of craniopharyngioma: the Liverpool experience following the introduction of the CCLG
guidelines. Introducing a new risk assessment grading system. Child's Nervous System, 2012, 28,
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67 Rheumatoid arthritis association with theFCRL3 â€“169C polymorphism is restricted toPTPN22
1858Tâ€“homozygous individuals in a Canadian population. Arthritis and Rheumatism, 2006, 54, 3820-3827. 6.7 51

68
COMP mutation screening as an aid for the clinical diagnosis and counselling of patients with a
suspected diagnosis of pseudoachondroplasia or multiple epiphyseal dysplasia. European Journal of
Human Genetics, 2005, 13, 547-555.

1.4 50

69 Further delineation of the phenotype of severe congenital neutropenia type 4 due to mutations in
G6PC3. European Journal of Human Genetics, 2011, 19, 18-22. 1.4 50

70 Clinical Pharmacogenetics Implementation Consortium Guideline for the Use of Aminoglycosides
Based on <i>MTâ€•RNR1</i> Genotype. Clinical Pharmacology and Therapeutics, 2022, 111, 366-372. 2.3 50

71 Identification of a mutation in the ubiquitin-fold modifier 1-specific peptidase 2 gene, UFSP2, in an
extended South African family with Beukes hip dysplasia. South African Medical Journal, 2015, 105, 558. 0.2 49

72 Spectrum of PEX1 and PEX6 variants in Heimler syndrome. European Journal of Human Genetics, 2016,
24, 1565-1571. 1.4 49
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risk in 15 cohorts from six countries. International Journal of Epidemiology, 2022, 50, 1897-1911. 0.9 43
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development. Scientific Reports, 2017, 7, 42170. 1.6 41
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spermidine. Nature Communications, 2021, 12, 833. 5.8 41

84 Current status and future potential of somatic mutation testing from circulating free DNA in
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