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k Paper IF Citations

177 thromosomalJinstabilityJbyJmutationsJinJtheJnovelJminorJspliceosomeJcomponentJtvNrTrtXJEMBOd
JournalVJ2021VJeaVJebagfdg 13 4

176 rbsenceJofJtheJTRzPbdJcXbagatoTJMutationJinJWilmsJTumorJPatientsJwromJPakistanXJJournaldofd
PediatricdHematologyuOncologyVJ2020VJecVJebciWebdb 1.2

175 znsightsJintoJsRtrJtancerJPredispositionJfromJzntegratedJxermlineJandJSomaticJrnalysesJinJhgdcJ
tancersXJJNCIdCancerdSpectrumVJ2019VJdVJpkzaci 4.6 6

174 ResolvingJtheJfullJspectrumJofJhumanJgenomeJvariationJusingJLinkedWReadsXJGenomedResearchVJ
2019VJcjVJgdfWgef 9.7 86

173 zdentificationJofJnewJWilmsJtumourJpredispositionJgeneskJanJexomeJsequencingJstudyXJThedLancetd
ChilddanddAdolescentdHealthVJ2019VJdVJdccWddb 14.5 46

172 xenomicJvariantJsharingkJaJpositionJstatementXJWellcomedOpendResearchVJ2019VJeVJcc 4.8 16

171 rssociationsJofJobesityJandJcirculatingJinsulinJandJglucoseJwithJbreastJcancerJriskkJaJMendelianJ
randomizationJanalysisXJInternationaldJournaldofdEpidemiologyVJ2019VJeiVJhjfWiag 7.8 52

170 tarboplatinJinJsRtrbZcWmutatedJandJtripleWnegativeJbreastJcancerJsRtrnessJsubgroupskJtheJTNTJ
TrialXJNaturedMedicineVJ2018VJceVJgciWgdh 50.5 410

169 rJtranscriptomeWwideJassociationJstudyJofJccjVaaaJwomenJidentifiesJnewJcandidateJsusceptibilityJ
genesJforJbreastJcancerXJNaturedGeneticsVJ2018VJfaVJjgiWjhi 36.3 101

168 MosaicWvariegatedJaneuploidyJsyndromeJmutationJorJhaploinsufficiencyJinJtepfhJimpairsJtumorJ
suppressionXJJournaldofdClinicaldInvestigationVJ2018VJbciVJdfbhWdfde 15.9 10

167 toverViewkJaJsequenceJqualityJevaluationJtoolJforJnextJgenerationJsequencingJdataXJWellcomed
OpendResearchVJ2018VJdVJdg 4.8 5

166 TheJQualityJSequencingJMinimumJRQSMSkJprovidingJcomprehensiveVJconsistentVJtransparentJnextJ
generationJsequencingJ´ dataJqualityJassuranceXJWellcomedOpendResearchVJ2018VJdVJdh 4.8 5

165 TheJTattonWsrownWRahmanJSyndromekJrJclinicalJstudyJofJffJindividualsJwithJconstitutiveJvariantsXJ
WellcomedOpendResearchVJ2018VJdVJeg 4.8 41

164 TheJztRgdjJtPxJNxSJvalidationJserieskJrJresourceJtoJassessJanalyticalJsensitivityJofJcancerJ
predispositionJgeneJtestingXJWellcomedOpendResearchVJ2018VJdVJgi 4.8 4

163 ztRbecJsenchmarkerkJevaluatingVJoptimisingJandJbenchmarkingJvariantJcallingJperformanceJusingJ
theJztRbecJNxSJvalidationJseriesXJWellcomedOpendResearchVJ2018VJdVJbai 4.8

162 ztRbecJsenchmarkerkJevaluatingVJoptimisingJandJbenchmarkingJvariantJcallingJusingJtheJztRbecJ
NxSJvalidationJseriesXJWellcomedOpendResearchVJ2018VJdVJbai 4.8

161 siallelicJTRzPbdJmutationsJpredisposeJtoJWilmsJtumorJandJchromosomeJmissegregationXJNatured
GeneticsVJ2017VJejVJbbeiWbbfb 36.3 75
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160 rJtostWvffectivenessJvvaluationJofJxermlineJsRtrbJandJsRtrcJTestingJinJUKJWomenJwithJOvarianJ
tancerXJValuedindHealthVJ2017VJcaVJfghWfhg 3.3 39

159 rssociationJanalysisJidentifiesJgfJnewJbreastJcancerJriskJlociXJNatureVJ2017VJffbVJjcWje 50.4 643

158 zdentificationJofJtenJvariantsJassociatedJwithJriskJofJestrogenWreceptorWnegativeJbreastJcancerXJ
NaturedGeneticsVJ2017VJejVJbhghWbhhi 36.3 186

157 sodyJmassJindexJandJbreastJcancerJsurvivalkJaJMendelianJrandomizationJanalysisXJInternationald
JournaldofdEpidemiologyVJ2017VJegVJbibeWbicc 7.8 27

156 TheJztRjgJexonJtNVJvalidationJserieskJaJresourceJforJorthogonalJassessmentJofJexonJtNVJcallingJinJ
NxSJdataXJWellcomedOpendResearchVJ2017VJcVJdf 4.8 7

155 tommonJvariantsJupstreamJofJMLwbJatJdqcfJandJwithinJtPZJatJepbgJassociatedJwithJ
neuroblastomaXJPLoSdGeneticsVJ2017VJbdVJebaaghih 6 40

154 MutationsJinJvpigeneticJRegulationJxenesJrreJaJMajorJtauseJofJOvergrowthJwithJzntellectualJ
uisabilityXJAmericandJournaldofdHumandGeneticsVJ2017VJbaaVJhcfWhdg 11 103

153 TheJintegrationJofJsRtrJtestingJintoJoncologyJclinicsXJBritishdJournaldofdNursingVJ2016VJcfVJgjaWe 0.7 37

152 xenomeWWideJMetaWrnalysesJofJsreastVJOvarianVJandJProstateJtancerJrssociationJStudiesJzdentifyJ
MultipleJNewJSusceptibilityJLociJSharedJbyJatJLeastJTwoJtancerJTypesXJCancerdDiscoveryVJ2016VJgVJbafcWgh24.4 104

151 zdentificationJofJfourJnovelJsusceptibilityJlociJforJoestrogenJreceptorJnegativeJbreastJcancerXJNatured
CommunicationsVJ2016VJhVJbbdhf 17.4 64

150 OpvxJWJaJvalidatedVJautomatedJpipelineJoptimisedJforJclinicalJexomeJsequenceJanalysisXJScientificd
ReportsVJ2016VJgVJdbacj 4.9 10

149 rJcostJanalysisJofJaJcancerJgeneticJserviceJmodelJinJtheJUKXJJournaldofdCommunitydGeneticsVJ2016VJhVJbifWje2.5 24

148 TheJztRbecJNxSJvalidationJserieskJaJresourceJforJorthogonalJassessmentJofJNxSJanalysisXJ
FwvvvResearchVJ2016VJfVJdig 3.6 5

147 TheJztRbecJNxSJvalidationJserieskJaJresourceJforJorthogonalJassessmentJofJNxSJanalysisXJ
FwvvvResearchVJ2016VJfVJdig 3.6 5

146 rccurateJclinicalJdetectionJofJexonJcopyJnumberJvariantsJinJaJtargetedJNxSJpanelJusingJuvtoNXJ
WellcomedOpendResearchVJ2016VJbVJca 4.8 40

145 zmplementingJrapidVJrobustVJcostWeffectiveVJpatientWcentredVJroutineJgeneticJtestingJinJovarianJ
cancerJpatientsXJScientificdReportsVJ2016VJgVJcjfag 4.9 114

144 zdentificationJofJindependentJassociationJsignalsJandJputativeJfunctionalJvariantsJforJbreastJcancerJ
riskJthroughJfineWscaleJmappingJofJtheJbcpbbJlocusXJBreastdCancerdResearchVJ2016VJbiVJge 8.3 25

143 trossWtancerJxenomeWWideJrnalysisJofJLungVJOvaryVJsreastVJProstateVJandJtolorectalJtancerJ
RevealsJNovelJPleiotropicJrssociationsXJCancerdResearchVJ2016VJhgVJfbadWbe 10.1 66

(2016-2017)
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142 xenomeWwideJassociationJanalysisJofJmoreJthanJbcaVaaaJindividualsJidentifiesJbfJnewJsusceptibilityJ
lociJforJbreastJcancerXJNaturedGeneticsVJ2015VJehVJdhdWia 36.3 406

141 MutationsJinJtheJPPcrJregulatoryJsubunitJsJfamilyJgenesJPPPcRfsVJPPPcRftJandJPPPcRfuJcauseJ
humanJovergrowthXJHumandMoleculardGeneticsVJ2015VJceVJehhfWj 5.6 48

140 zdentificationJofJnovelJgeneticJmarkersJofJbreastJcancerJsurvivalXJJournaldofdthedNationaldCancerd
InstituteVJ2015VJbahVJ 9.7 38

139 uevelopmentJofJcancerJgeneticJservicesJinJtheJUKkJrJnationalJconsultationXJGenomedMedicineVJ2015VJ
hVJbi 14.4 29

138 MultiWstageJgenomeWwideJassociationJstudyJidentifiesJnewJsusceptibilityJlocusJforJtesticularJgermJ
cellJtumourJonJchromosomeJdqcfXJHumandMoleculardGeneticsVJ2015VJceVJbbgjWhg 5.6 26

137 MutationsJinJtheJtranscriptionalJrepressorJRvSTJpredisposeJtoJWilmsJtumorXJNaturedGeneticsVJ2015VJ
ehVJbehbWe 36.3 36

136 xeneticJpredispositionJtoJneuroblastomaJmediatedJbyJaJLMObJsuperWenhancerJpolymorphismXJ
NatureVJ2015VJfciVJebiWcb 50.4 201

135 zdentificationJandJcharacterizationJofJnovelJassociationsJinJtheJtrSPiZrLSctRbcJregionJonJ
chromosomeJcJwithJbreastJcancerJriskXJHumandMoleculardGeneticsVJ2015VJceVJcifWji 5.6 35

134 tommonJgermlineJpolymorphismsJassociatedJwithJbreastJcancerWspecificJsurvivalXJBreastdCancerd
ResearchVJ2015VJbhVJfi 8.3 24

133 tSNJandJtrVrkJvariantJannotationJtoolsJforJrapidVJrobustJnextWgenerationJsequencingJanalysisJinJ
theJclinicalJsettingXJGenomedMedicineVJ2015VJhVJhg 14.4 41

132 PredictionJofJbreastJcancerJriskJbasedJonJprofilingJwithJcommonJgeneticJvariantsXJJournaldofdthed
NationaldCancerdInstituteVJ2015VJbahVJ 9.7 324

131 xeneWpanelJsequencingJandJtheJpredictionJofJbreastWcancerJriskXJNewdEnglanddJournaldofdMedicineVJ
2015VJdhcVJccedWfh 59.2 587

130
rbstractJSdWabkJTheJTNTJtrialkJrJrandomizedJphaseJzzzJtrialJofJcarboplatinJRtSJcomparedJwithJ
docetaxelJRuSJforJpatientsJwithJmetastaticJorJrecurrentJlocallyJadvancedJtripleJnegativeJ
orsRtrbZcbreastJcancerJRtRUKZahZabcSJ2015VJ

52

129 TheJztRbaaaJUKJexomeJserieskJaJresourceJofJgeneJvariationJinJanJoutbredJpopulationXJ
FwvvvResearchVJ2015VJeVJiid 3.6 20

128
rJgenomeWwideJassociationJstudyJofJearlyWonsetJbreastJcancerJidentifiesJPwKMJasJaJnovelJbreastJ
cancerJgeneJandJsupportsJaJcommonJgeneticJspectrumJforJbreastJcancerJatJanyJageXJCancerd
EpidemiologydBiomarkersdanddPreventionVJ2014VJcdVJgfiWgj

4 63

127 MutationsJinJtheJuNrJmethyltransferaseJgeneJuNMTdrJcauseJanJovergrowthJsyndromeJwithJ
intellectualJdisabilityXJNaturedGeneticsVJ2014VJegVJdifWi 36.3 196

126 RealizingJtheJpromiseJofJcancerJpredispositionJgenesXJNatureVJ2014VJfafVJdacWi 50.4 340

125 tharacterizingJgeneticJvariantsJforJclinicalJactionXJAmericandJournaldofdMedicaldGeneticsrdPartdC:d
SeminarsdindMedicaldGeneticsVJ2014VJbggtVJjdWbae 3.1 41
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124 xermlineJmutationsJinJtheJPrwbJcomplexJgeneJtTRjJpredisposeJtoJWilmsJtumourXJNatured
CommunicationsVJ2014VJfVJedji 17.4 53

123 sreastWcancerJriskJinJfamiliesJwithJmutationsJinJPrLscXJNewdEnglanddJournaldofdMedicineVJ2014VJdhbVJejhWfag59.2 576

122 PathwayWbasedJanalysisJofJxWrsJdataJidentifiesJassociationJofJsexJdeterminationJgenesJwithJ
susceptibilityJtoJtesticularJgermJcellJtumorsXJHumandMoleculardGeneticsVJ2014VJcdVJgagbWi 5.6 25

121 MicroRNrJrelatedJpolymorphismsJandJbreastJcancerJriskXJPLoSdONEVJ2014VJjVJebajjhd 3.7 37

120 MainstreamingJgeneticJtestingJofJcancerJpredispositionJgenesXJClinicaldMedicineVJ2014VJbeVJedgWj 1.9 42

119 xeneticJPredispositionJtoJWilmsJTumourXJPediatricdOncologyVJ2014VJbjWdi 0.5 1

118 TesticularJgermJcellJtumorJsusceptibilityJassociatedJwithJtheJUtKcJlocusJonJchromosomeJbqcdXJ
HumandMoleculardGeneticsVJ2013VJccVJcheiWfd 5.6 53

117 MosaicJPPMbuJmutationsJareJassociatedJwithJpredispositionJtoJbreastJandJovarianJcancerXJNatureVJ
2013VJejdVJeagWba 50.4 191

116 SimpleJdetectionJofJgermlineJmicrosatelliteJinstabilityJforJdiagnosisJofJconstitutionalJmismatchJ
repairJcancerJsyndromeXJHumandMutationVJ2013VJdeVJiehWfc 4.7 35

115 xenomeWwideJassociationJstudiesJidentifyJfourJvRJnegativeWspecificJbreastJcancerJriskJlociXJNatured
GeneticsVJ2013VJefVJdjcWiVJdjiebWc 36.3 327

114 LargeWscaleJgenotypingJidentifiesJebJnewJlociJassociatedJwithJbreastJcancerJriskXJNaturedGeneticsVJ
2013VJefVJdfdWgbVJdgbebWc 36.3 813

113 MetaWanalysisJidentifiesJfourJnewJlociJassociatedJwithJtesticularJgermJcellJtumorXJNaturedGeneticsVJ
2013VJefVJgiaWf 36.3 132

112 zdentificationJofJnineJnewJsusceptibilityJlociJforJtesticularJcancerVJincludingJvariantsJnearJurZLJandJ
PRuMbeXJNaturedGeneticsVJ2013VJefVJgigWj 36.3 128

111 WeaverJsyndromeJandJvZycJmutationskJtlarifyingJtheJclinicalJphenotypeXJAmericandJournaldofd
MedicaldGeneticsrdPartdAVJ2013VJbgbrVJcjhcWia 2.5 80

110 TheJNSubJandJvZycJovergrowthJgenesVJsimilaritiesJandJdifferencesXJAmericandJournaldofdMedicald
GeneticsrdPartdC:dSeminarsdindMedicaldGeneticsVJ2013VJbgdtVJigWjb 3.1 56

109 xenomeWwideJassociationJanalysisJidentifiesJthreeJnewJbreastJcancerJsusceptibilityJlociXJNatured
GeneticsVJ2012VJeeVJdbcWi 36.3 237

108 rJmetaWanalysisJofJgenomeWwideJassociationJstudiesJofJbreastJcancerJidentifiesJtwoJnovelJ
susceptibilityJlociJatJgqbeJandJcaqbbXJHumandMoleculardGeneticsVJ2012VJcbVJfdhdWie 5.6 143

107 sreastJcancerJriskJandJgqccXddkJcombinedJresultsJfromJsreastJtancerJrssociationJtonsortiumJandJ
tonsortiumJofJznvestigatorsJonJModifiersJofJsRtrbZcXJPLoSdONEVJ2012VJhVJedfhag 3.7 10

(2012-2014)
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106 StratificationJofJWilmsJtumorJbyJgeneticJandJepigeneticJanalysisXJOncotargetVJ2012VJdVJdchWdf 3.3 78

105 PredispositionJgeneJidentificationJinJcommonJcancersJbyJexomeJsequencingkJinsightsJfromJfamilialJ
breastJcancerXJBreastdCancerdResearchdanddTreatmentVJ2012VJbdeVJecjWdd 4.4 46

104 xeneWgeneJinteractionsJinJbreastJcancerJsusceptibilityXJHumandMoleculardGeneticsVJ2012VJcbVJjfiWgc 5.6 33

103 MammographicJbreastJdensityJandJbreastJcancerkJevidenceJofJaJsharedJgeneticJbasisXJCancerd
ResearchVJ2012VJhcVJbehiWie 10.1 50

102 sRtrbJtestingJshouldJbeJofferedJtoJindividualsJwithJtripleWnegativeJbreastJcancerJdiagnosedJbelowJ
faJyearsXJBritishdJournaldofdCancerVJ2012VJbagVJbcdeWi 8.7 76

101 rJgenomeWwideJassociationJstudyJidentifiesJsusceptibilityJlociJforJWilmsJtumorXJNaturedGeneticsVJ
2012VJeeVJgibWe 36.3 58

100 sayesianJrefinementJofJassociationJsignalsJforJbeJlociJinJdJcommonJdiseasesXJNaturedGeneticsVJ2012VJ
eeVJbcjeWdab 36.3 347

99 xermlineJRrufbtJmutationsJconferJsusceptibilityJtoJovarianJcancerXJNaturedGeneticsVJ2012VJeeVJ
ehfWglJauthorJreplyJehg 36.3 190

98 tomparisonJofJgqcfJbreastJcancerJhitsJfromJrsianJandJvuropeanJxenomeJWideJrssociationJStudiesJ
inJtheJsreastJtancerJrssociationJtonsortiumJRstrtSXJPLoSdONEVJ2012VJhVJeecdia 3.7 49

97 vxploringJtheJlinkJbetweenJMORweLbJandJriskJofJbreastJcancerXJBreastdCancerdResearchVJ2011VJbdVJRea 8.3 16

96 xermlineJmutationsJinJtheJoncogeneJvZycJcauseJWeaverJsyndromeJandJincreasedJhumanJheightXJ
OncotargetVJ2011VJcVJbbchWdd 3.3 110

95 MutationsJinJtvPfhJcauseJmosaicJvariegatedJaneuploidyJsyndromeXJNaturedGeneticsVJ2011VJedVJfchWj 36.3 98

94 zntegrativeJgenomicsJidentifiesJLMObJasJaJneuroblastomaJoncogeneXJNatureVJ2011VJegjVJcbgWca 50.4 231

93 yeterogeneityJofJfamilialJmedulloblastomaJandJcontributionJofJgermlineJPTtybJandJSUwUJ
mutationsJtoJsporadicJmedulloblastomaXJFamilialdCancerVJ2011VJbaVJddhWec 3 51

92 tonfirmationJofJfpbcJasJaJsusceptibilityJlocusJforJprogesteroneWreceptorWpositiveVJlowerJgradeJ
breastJcancerXJCancerdEpidemiologydBiomarkersdanddPreventionVJ2011VJcaVJccccWdb 4 27

91 wacialJdysmorphismJandJdigitJanomaliesJinJthreeJsiblingsJwithJsevereJdevelopmentalJdelayXJClinicald
DysmorphologyVJ2011VJcaVJjcWje 0.9

90
rssociationsJofJcommonJvariantsJatJbpbbXcJandJbeqceXbJRRrufbLbSJwithJbreastJcancerJriskJandJ
heterogeneityJbyJtumorJsubtypekJfindingsJfromJtheJsreastJtancerJrssociationJtonsortiumXJHumand
MoleculardGeneticsVJ2011VJcaVJegjdWhag

5.6 66

89 tommonJvariantsJofJtheJsRtrbJwildWtypeJalleleJmodifyJtheJriskJofJbreastJcancerJinJsRtrbJmutationJ
carriersXJHumandMoleculardGeneticsVJ2011VJcaVJehdcWeh 5.6 21
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88 xermlineJmutationsJinJRrufbuJconferJsusceptibilityJtoJovarianJcancerXJNaturedGeneticsVJ2011VJedVJihjWiic36.3 379

87 uztvRbJsyndromekJclarifyingJtheJdiagnosisVJclinicalJfeaturesJandJmanagementJimplicationsJofJaJ
pleiotropicJtumourJpredispositionJsyndromeXJJournaldofdMedicaldGeneticsVJ2011VJeiVJchdWi 5.8 278

86 xenomeWwideJassociationJstudyJofJtNVsJinJbgVaaaJcasesJofJeightJcommonJdiseasesJandJdVaaaJ
sharedJcontrolsXJNatureVJ2010VJegeVJhbdWca 50.4 639

85 MutationJofJtheJRrufbtJgeneJinJaJwanconiJanemiaWlikeJdisorderXJNaturedGeneticsVJ2010VJecVJeagWj 36.3 311

84 xenomeWwideJassociationJstudyJidentifiesJfiveJnewJbreastJcancerJsusceptibilityJlociXJNaturedGenetics
VJ2010VJecVJfaeWh 36.3 582

83 VariantsJnearJuMRTbVJTvRTJandJrTwhzPJareJassociatedJwithJtesticularJgermJcellJcancerXJNatured
GeneticsVJ2010VJecVJgaeWh 36.3 289

82 MolecularJcausesJforJsUsRbJdysfunctionJinJtheJhumanJcancerJpredispositionJsyndromeJmosaicJ
variegatedJaneuploidyXJCancerdResearchVJ2010VJhaVJeijbWjaa 10.1 85

81 rJnovelJyvRcWpositiveJbreastJcancerJphenotypeJarisingJfromJgermlineJTPfdJmutationsXJJournaldofd
MedicaldGeneticsVJ2010VJehVJhhbWe 5.8 85

80 xenerationJofJtrisomiesJinJcancerJcellsJbyJmultipolarJmitosisJandJincompleteJcytokinesisXJ
ProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaVJ2010VJbahVJcaeijWjd 11.5 57

79 MutationJandJassociationJanalysisJofJxvNbJinJbreastJcancerJsusceptibilityXJBreastdCancerdResearchd
anddTreatmentVJ2010VJbceVJcidWi 4.4 7

78 rJnewJfamilialJcancerJsyndromeJincludingJpredispositionJtoJWilmsJtumorJandJneuroblastomaXJ
FamilialdCancerVJ2010VJjVJecfWda 3 8

77
vpigeneticJinactivationJofJtheJSotosJovergrowthJsyndromeJgeneJhistoneJmethyltransferaseJNSubJinJ
humanJneuroblastomaJandJgliomaXJProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUnitedd
StatesdofdAmericaVJ2009VJbagVJcbidaWf

11.5 162

76 RiskJofJestrogenJreceptorWpositiveJandJWnegativeJbreastJcancerJandJsingleWnucleotideJpolymorphismJ
cqdfWrsbddihaecXJJournaldofdthedNationaldCancerdInstituteVJ2009VJbabVJbabcWi 9.7 90

75
bfqJovergrowthJsyndromekJaJnewlyJrecognizedJphenotypeJassociatedJwithJovergrowthVJlearningJ
difficultiesVJcharacteristicJfacialJappearanceVJrenalJanomaliesJandJincreasedJdosageJofJdistalJ
chromosomeJbfqXJAmericandJournaldofdMedicaldGeneticsrdPartdAVJ2009VJbejrVJbehWfe

2.5 41

74 NewlyJdiscoveredJbreastJcancerJsusceptibilityJlociJonJdpceJandJbhqcdXcXJNaturedGeneticsVJ2009VJebVJfifWja36.3 393

73 tommonJvariationsJinJsrRubJinfluenceJsusceptibilityJtoJhighWriskJneuroblastomaXJNaturedGeneticsVJ
2009VJebVJhbiWcd 36.3 226

72 rJgenomeWwideJassociationJstudyJofJtesticularJgermJcellJtumorXJNaturedGeneticsVJ2009VJebVJiahWba 36.3 282

71 TheJemergingJlandscapeJofJbreastJcancerJsusceptibilityXJNaturedGeneticsVJ2008VJeaVJbhWcc 36.3 365

(2008-2011)
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70 tonstitutionalJbbpbfJabnormalitiesVJincludingJheritableJimprintingJcenterJmutationsVJcauseJ
nonsyndromicJWilmsJtumorXJNaturedGeneticsVJ2008VJeaVJbdcjWde 36.3 134

69 xeneticJpredispositionJtoJbreastJcancerkJpastVJpresentVJandJfutureXJAnnualdReviewdofdGenomicsdandd
HumandGeneticsVJ2008VJjVJdcbWef 9.7 202

68 thromosomeJgpccJlocusJassociatedJwithJclinicallyJaggressiveJneuroblastomaXJNewdEnglanddJournald
ofdMedicineVJ2008VJdfiVJcfifWjd 59.2 224

67 rssociationJstudyJofJprostateJcancerJsusceptibilityJvariantsJwithJrisksJofJinvasiveJovarianVJbreastVJ
andJcolorectalJcancerXJCancerdResearchVJ2008VJgiVJiidhWec 10.1 10

66 MosaicJvariegatedJaneuploidyJwithoutJmicrocephalykJimplicationsJforJcytogeneticJdiagnosisXJ
AmericandJournaldofdMedicaldGeneticsrdPartdAVJ2007VJbedrVJbijaWd 2.5 13

65 rssociationJscanJofJbeVfaaJnonsynonymousJSNPsJinJfourJdiseasesJidentifiesJautoimmunityJvariantsXJ
NaturedGeneticsVJ2007VJdjVJbdcjWdh 36.3 1130

64 siallelicJmutationsJinJPrLscJcauseJwanconiJanemiaJsubtypeJwrWNJandJpredisposeJtoJchildhoodJ
cancerXJNaturedGeneticsVJ2007VJdjVJbgcWe 36.3 485

63 PrLscVJwhichJencodesJaJsRtrcWinteractingJproteinVJisJaJbreastJcancerJsusceptibilityJgeneXJNatured
GeneticsVJ2007VJdjVJbgfWh 36.3 719

62 rJcommonJcodingJvariantJinJtrSPiJisJassociatedJwithJbreastJcancerJriskXJNaturedGeneticsVJ2007VJdjVJdfcWi36.3 557

61 MutationsJinJRNwbdfVJaJgeneJwithinJtheJNwbJmicrodeletionJregionVJcauseJphenotypicJabnormalitiesJ
includingJovergrowthXJNaturedGeneticsVJ2007VJdjVJjgdWf 36.3 90

60 SotosJsyndromeXJEuropeandJournaldofdHumandGeneticsVJ2007VJbfVJcgeWhb 5.3 113

59 xenomeWwideJassociationJstudyJidentifiesJnovelJbreastJcancerJsusceptibilityJlociXJNatureVJ2007VJeehVJbaihWjd50.4 1957

58 MedulloblastomaVJacuteJmyelocyticJleukemiaJandJcolonicJcarcinomasJinJaJchildJwithJbiallelicJMSygJ
mutationsXJNaturedClinicaldPracticedOncologyVJ2007VJeVJbdaWe 73

57 wamilialJTWcellJnonWyodgkinJlymphomaJcausedJbyJbiallelicJMSycJmutationsXJJournaldofdMedicald
GeneticsVJ2007VJeeVJeid 5.8 35

56 vstrogenJreceptorJstatusJcouldJmodulateJtheJgenomicJpatternJinJfamilialJandJsporadicJbreastJ
cancerXJClinicaldCancerdResearchVJ2007VJbdVJhdafWbd 12.9 28

55 tancerJgenesJassociatedJwithJphenotypesJinJmonoallelicJandJbiallelicJmutationJcarrierskJnewJ
lessonsJfromJoldJplayersXJHumandMoleculardGeneticsVJ2007VJbgJSpecJNoJbVJRgaWg 5.6 68

54 rJgenomeJwideJlinkageJsearchJforJbreastJcancerJsusceptibilityJgenesXJGenesdChromosomesdandd
CancerVJ2006VJefVJgegWff 5 100

53 vvaluationJofJRrufaJinJfamilialJbreastJcancerJpredispositionXJInternationaldJournaldofdCancerVJ2006VJ
bbiVJcjbbWg 7.5 47
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52 PyOXcsJanalysisJinJnonWsyndromicJneuroblastomaJcasesJshowsJnovelJmutationsJandJ
genotypeWphenotypeJassociationsXJAmericandJournaldofdMedicaldGeneticsrdPartdAVJ2006VJbeaVJbcjhWdab 2.5 39

51 SurveillanceJforJWilmsJtumourJinJatWriskJchildrenkJpragmaticJrecommendationsJforJbestJpracticeXJ
ArchivesdofdDiseasedindChildhoodVJ2006VJjbVJjjfWj 2.2 122

50 rJmulticenterJstudyJofJcancerJincidenceJinJtyvKcJbbaadeltJmutationJcarriersXJCancerdEpidemiologyd
BiomarkersdanddPreventionVJ2006VJbfVJcfecWf 4 44

49 SyndromesJandJconstitutionalJchromosomalJabnormalitiesJassociatedJwithJWilmsJtumourXJJournald
ofdMedicaldGeneticsVJ2006VJedVJhafWbf 5.8 217

48 tomparativeJgenomicJhybridizationJandJsUsbsJmutationJanalysesJinJchildhoodJcancersJassociatedJ
withJmosaicJvariegatedJaneuploidyJsyndromeXJCancerdLettersVJ2006VJcdjVJcdeWi 9.9 31

47 rTMJmutationsJthatJcauseJataxiaWtelangiectasiaJareJbreastJcancerJsusceptibilityJallelesXJNatured
GeneticsVJ2006VJdiVJihdWf 36.3 553

46 TruncatingJmutationsJinJtheJwanconiJanemiaJ JgeneJsRzPbJareJlowWpenetranceJbreastJcancerJ
susceptibilityJallelesXJNaturedGeneticsVJ2006VJdiVJbcdjWeb 36.3 553

45 rTMJandJbreastJcancerJsusceptibilityXJOncogeneVJ2006VJcfVJfjagWbb 9.2 167

44 xenotypeWphenotypeJassociationsJinJSotosJsyndromekJanJanalysisJofJcggJindividualsJwithJNSubJ
aberrationsXJAmericandJournaldofdHumandGeneticsVJ2005VJhhVJbjdWcae 11 218

43 MechanismsJpredisposingJtoJchildhoodJovergrowthJandJcancerXJCurrentdOpiniondindGeneticsdandd
DevelopmentVJ2005VJbfVJcchWdd 4.9 38

42 uistinctJgenomicJprofilesJinJhereditaryJbreastJtumorsJidentifiedJbyJarrayWbasedJcomparativeJ
genomicJhybridizationXJCancerdResearchVJ2005VJgfVJhgbcWcb 10.1 141

41 vvaluationJofJNSucJandJNSudJinJovergrowthJsyndromesXJEuropeandJournaldofdHumandGeneticsVJ2005VJ
bdVJbfaWd 5.3 26

40 PeriodontalJtreatmentJofJtwoJsiblingsJwithJjuvenileJhyalineJfibromatosisXJJournaldofdClinicald
PeriodontologyVJ2005VJdcVJbabgWcb 7.7 16

39 wamilialJgigantismJcausedJbyJanJNSubJmutationXJAmericandJournaldofdMedicaldGeneticsrdPartdAVJ2005VJ
bdjVJeaWe 2.5 12

38 tonfirmationJofJaJhereditaryJmotorJandJsensoryJneuropathyJzztJlocusJatJchromosomeJbcqcdWqceXJ
AnnalsdofdNeurologyVJ2005VJfhVJcjdWh 9.4 25

37 rJWTbJexonJbJmutationJinJaJchildJdiagnosedJwithJuenysWurashJsyndromeXJPediatricdNephrologyVJ
2005VJcaVJibWf 3.2 23

36 uirectJroleJofJPuxwWssJinJlymphangiogenesisJandJlymphaticJmetastasisXJCelldCycleVJ2005VJeVJcciWda 4.7 65

35 siallelicJsRtrcJmutationsJareJassociatedJwithJmultipleJmalignanciesJinJchildhoodJincludingJfamilialJ
WilmsJtumourXJJournaldofdMedicaldGeneticsVJ2005VJecVJbehWfb 5.8 86

(2005-2006)
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34 wrequencyJandJheritabilityJofJWTbJmutationsJinJnonsyndromicJWilmsQJtumorJpatientskJaJUKJ
thildrenQsJtancerJStudyJxroupJStudyXJJournaldofdClinicaldOncologyVJ2004VJccVJebeaWg 2.2 85

33 tonstitutionalJaneuploidyJandJcancerJpredispositionJcausedJbyJbiallelicJmutationsJinJsUsbsXJNatured
GeneticsVJ2004VJdgVJbbfjWgb 36.3 471

32 rJcensusJofJhumanJcancerJgenesXJNaturedReviewsdCancerVJ2004VJeVJbhhWid 31.3 2424

31 tlinicalJfeaturesJofJNSubWpositiveJSotosJsyndromeXJClinicaldDysmorphologyVJ2004VJbdVJbjjWcae 0.9 72

30 tlinicalJfeaturesJofJNSubWpositiveJSotosJsyndromeXJClinicaldDysmorphologyVJ2004VJbdVJbjjWcae 0.9 19

29 SkeletalJmuscleJinvolvementJinJinfantileJsystemicJhyalinosisXJEuropeandJournaldofdPaediatricd
NeurologyVJ2003VJhVJeabWg 3.8 5

28 MutationsJofJtheJUromodulinJgeneJinJMtKuJtypeJcJpatientsJclusterJinJexonJeVJwhichJencodesJthreeJ
vxwWlikeJdomainsXJKidneydInternationalVJ2003VJgeVJbfiaWh 9.9 73

27
NSubJmutationsJareJtheJmajorJcauseJofJSotosJsyndromeJandJoccurJinJsomeJcasesJofJWeaverJ
syndromeJbutJareJrareJinJotherJovergrowthJphenotypesXJAmericandJournaldofdHumandGeneticsVJ2003VJ
hcVJbdcWed

11 221

26 VariantsJinJtyvKcJotherJthanJbbaadeltJdoJnotJmakeJaJmajorJcontributionJtoJbreastJcancerJ
susceptibilityXJAmericandJournaldofdHumandGeneticsVJ2003VJhcVJbacdWi 11 104

25
vhlersWuanlosJsyndromeJwithJsevereJearlyWonsetJperiodontalJdiseaseJRvuSWVzzzSJisJaJdistinctVJ
heterogeneousJdisorderJwithJoneJpredispositionJgeneJatJchromosomeJbcpbdXJAmericandJournaldofd
HumandGeneticsVJ2003VJhdVJbjiWcae

11 40

24 MutationsJinJtheJgeneJencodingJcapillaryJmorphogenesisJproteinJcJcauseJjuvenileJhyalineJ
fibromatosisJandJinfantileJsystemicJhyalinosisXJAmericandJournaldofdHumandGeneticsVJ2003VJhdVJhjbWiaa 11 180

23 yumanJchromosomeJhkJuNrJsequenceJandJbiologyXJScienceVJ2003VJdaaVJhghWhc 33.3 159

22 vvaluationJofJwanconiJrnemiaJgenesJinJfamilialJbreastJcancerJpredispositionXJCancerdResearchVJ2003VJ
gdVJifjgWj 10.1 41

21 LowWpenetranceJsusceptibilityJtoJbreastJcancerJdueJtoJtyvKcRTSbbaadeltJinJnoncarriersJofJsRtrbJ
orJsRtrcJmutationsXJNaturedGeneticsVJ2002VJdbVJffWj 36.3 863

20
vvaluationJofJlinkageJofJbreastJcancerJtoJtheJputativeJsRtrdJlocusJonJchromosomeJbdqcbJinJbciJ
multipleJcaseJfamiliesJfromJtheJsreastJtancerJLinkageJtonsortiumXJProceedingsdofdthedNationald
AcademydofdSciencesdofdthedUniteddStatesdofdAmericaVJ2002VJjjVJichWdb

11.5 64

19 wamilialJvocalJfoldJparalysisXJJournaldofdLaryngologydanddOtologyVJ2002VJbbgVJbaehWj 1.8 19

18 TheJgeneJforJjuvenileJhyalineJfibromatosisJmapsJtoJchromosomeJeqcbXJAmericandJournaldofdHumand
GeneticsVJ2002VJhbVJjhfWia 11 62

17 tonfirmationJofJaJgeneJlocusJforJmedullaryJcysticJkidneyJdiseaseJRMtKucSJonJchromosomeJbgpbcXJ
KidneydInternationalVJ2001VJgaVJbcddWj 9.9 19
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16 taseJofJinterstitialJbcqJdeletionJinJassociationJwithJWilmsJtumorXJAmericandJournaldofdMedicald
GeneticsdPartdAVJ2001VJbaeVJcegWcej 13

15 LocalizationJofJtheJgeneJforJdistalJhereditaryJmotorJneuronopathyJVzzJRdyMNWVzzSJtoJchromosomeJ
cqbeXJAmericandJournaldofdHumandGeneticsVJ2001VJgiVJbchaWg 11 63

14 rbsenceJofJevidenceJforJaJfamilialJbreastJcancerJsusceptibilityJgeneJatJchromosomeJipbcWpccXJ
OncogeneVJ2000VJbjVJebhaWd 9.2 32

13 PrevalenceJofJsRtrbJandJsRtrcJgeneJmutationsJinJpatientsJwithJearlyWonsetJbreastJcancerXJJournald
ofdthedNationaldCancerdInstituteVJ1999VJjbVJjedWj 9.7 654

12 TheJgeneJforJcherubismJmapsJtoJchromosomeJepbgXdXJAmericandJournaldofdHumandGeneticsVJ1999VJ
gfVJbfbWh 11 117

11 rJgeneJforJlymphedemaWdistichiasisJmapsJtoJbgqceXdXJAmericandJournaldofdHumandGeneticsVJ1999VJ
gfVJechWdc 11 98

10 TheJgeneticsJofJbreastJcancerJsusceptibilityXJAnnualdReviewdofdGeneticsVJ1998VJdcVJjfWbcb 14.5 221

9 TheJfamilialJWilmsQJtumourJsusceptibilityJgeneVJwWTbVJmayJnotJbeJaJtumourJsuppressorJgeneXJ
OncogeneVJ1997VJbeVJdajjWbac 9.2 15

8 vvidenceJforJaJfamilialJWilmsQJtumourJgeneJRwWTbSJonJchromosomeJbhqbcWqcbXJNaturedGeneticsVJ
1996VJbdVJegbWd 36.3 145

7 xenomicJvariantJsharingkJaJpositionJstatementXJWellcomedOpendResearchVeVJcc 4.8 5

6 tlinicalJrnnotationJReferenceJTemplateskJaJresourceJforJconsistentJvariantJannotationXJWellcomed
OpendResearchVdVJbeg 4.8

5 rJdiscreteJeventJsimulationJtoJevaluateJtheJcostJeffectivenessJofJgermlineJsRtrbJandJsRtrcJ
testingJinJUKJwomenJwithJovarianJcancer 1

4 OneJinJsevenJpathogenicJvariantsJcanJbeJchallengingJtoJdetectJbyJNxSkJrnJanalysisJofJefaVaaaJ
patientsJwithJimplicationsJforJclinicalJsensitivityJandJgeneticJtestJimplementation 3

3 thromosomalJinstabilityJbyJmutationsJinJaJnovelJspecificityJfactorJofJtheJminorJspliceosome 1

2 rnJinterlaboratoryJstudyJofJcomplexJvariantJdetection 4

1 zmplementingJrapidVJrobustVJcostWeffectiveVJpatientWcentredVJroutineJgeneticJtestingJinJovarianJ
cancerJpatients 1
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