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j Paper IF Citations

158 RisksJofJbreastJandJovarianJcancerJforJwomenJharboringJpathogenicJmissenseJvariantsJinJrRsqaJ
andJrRsqbJcomparedJwithJthoseJharboringJproteinJtruncatingJvariantsXXJGeneticsjinjMedicineVJ2021VJ 8.1 2

157 tisordersYtifferencesJofJSexJtevelopmentJPresentingJinJtheJ¹ewbornJWithJdfVXYJ™aryotypeXJ
FrontiersjinjPediatricsVJ2021VJiVJfbgbha 3.4 2

156 ²ongitudinalJ²ungJVolumeJshangesJbyJUltrastructureJandJwenotypeJinJPrimaryJsiliaryJtyskinesiaXJ
AnnalsjofjthejAmericanjThoracicjSocietyVJ2021VJahVJifcWigZ 4.7 3

155
TheJpredictiveJabilityJofJtheJcacJvariantWbasedJpolygenicJriskJscoreJforJcontralateralJbreastJcancerJ
riskJpredictionJinJwomenJofJuuropeanJancestryJwithJaJheterozygousJrRsqaJorJrRsqbJpathogenicJ
variantXJGeneticsjinjMedicineVJ2021VJbcVJagbfWagcg

8.1 2

154 tetectionJofJwermlineJVariantsJinJdeZJrreastYαvarianJsancerJvamiliesJwithJaJ³ultiWweneJPanelJ
yncludingJsodingJandJRegulatoryJRegionsXJInternationaljJournaljofjMolecularjSciencesVJ2021VJbbVJ 6.3 1

153 ¹utritionVJepigeneticJmarkersJandJgrowthJinJpretermJinfantsXJJournaljofjMaternalxFetaljandj
NeonataljMedicineVJ2021VJcdVJcifcWcifh 2 0

152
tisordersJofJsexualJdevelopmentJwithJXYJkaryotypeJandJfemaleJphenotypejJclinicalJfindingsJandJ
geneticJbackgroundJinJaJcohortJfromJaJsingleJcentreXJJournaljofjEndocrinologicaljInvestigationVJ2021VJ
ddVJadeWaea

5.2 6

151 qJcaseWonlyJstudyJtoJidentifyJgeneticJmodifiersJofJbreastJcancerJriskJforJrRsqaYrRsqbJmutationJ
carriersXJNaturejCommunicationsVJ2021VJabVJaZgh 17.4 4

150 rreastJandJProstateJsancerJRisksJforJ³aleJrRsqaJandJrRsqbJPathogenicJVariantJsarriersJUsingJ
PolygenicJRiskJScoresXJJournaljofjthejNationaljCancerjInstituteVJ2021VJ 9.7 3

149 wenomeWwideJassociationJstudyJidentifiesJcbJnovelJbreastJcancerJsusceptibilityJlociJfromJoverallJ
andJsubtypeWspecificJanalysesXJNaturejGeneticsVJ2020VJebVJegbWeha 36.3 76

148
sharacterizationJofJtheJsancerJSpectrumJinJ³enJWithJwermlineJrRsqaJandJrRsqbJPathogenicJ
VariantsjJResultsJvromJtheJsonsortiumJofJynvestigatorsJofJ³odifiersJofJrRsqaYbJRsy³rqSXJJAMAj
OncologyVJ2020VJfVJabahWabcZ

13.4 25

147 ²ungJvunctionJ²ongitudinalJStudyJbyJPhenotypeJandJwenotypeJinJPrimaryJsiliaryJtyskinesiaXJChestVJ
2020VJaehVJaagWabZ 5.3 5

146 TranscriptomeWwideJassociationJstudyJofJbreastJcancerJriskJbyJestrogenWreceptorJstatusXJGeneticj
EpidemiologyVJ2020VJddVJddbWdfh 2.6 9

145 qssociationJofJwenomicJtomainsJinJandJwithJProstateJsancerJRiskJandJqggressivenessXJCancerj
ResearchVJ2020VJhZVJfbdWfch 10.1 22

144 WholeJexomeJsequencingJinJfamilialJisolatedJprimaryJhyperparathyroidismXJJournaljofj
EndocrinologicaljInvestigationVJ2020VJdcVJbcaWbde 5.2 9

143 vineWmappingJofJaeZJbreastJcancerJriskJregionsJidentifiesJaiaJlikelyJtargetJgenesXJNaturejGeneticsVJ
2020VJebVJefWgc 36.3 56

142 uffectJofJrRsqaJmissenseJvariantsJonJgeneJreversionJinJt¹qJdoubleWstrandJbreakJrepairJmutantsJ
andJcellJcycleWarrestedJcellsJofJSaccharomycesJcerevisiaeXJMutagenesisVJ2020VJceVJahiWaie 2.8 4
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141 PRα³sJinJpostWmastectomyJcarejJPatientJselfWreportsJRrRuqSTWQâ�¢SJasJaJpowerfulJinstrumentJtoJ
personalizeJmedicalJservicesXJEuropeanjJournaljofjSurgicaljOncologyVJ2020VJdfVJaZcdWaZdZ 3.6 8

140 PolygenicJriskJscoresJandJbreastJandJepithelialJovarianJcancerJrisksJforJcarriersJofJrRsqaJandJrRsqbJ
pathogenicJvariantsXJGeneticsjinjMedicineVJ2020VJbbVJafecWafff 8.1 34

139 wermlineJinvestigationJinJmaleJbreastJcancerJofJt¹qJrepairJgenesJbyJnextWgenerationJsequencingXJ
BreastjCancerjResearchjandjTreatmentVJ2019VJaghVJeegWefd 4.4 18

138 SharedJheritabilityJandJfunctionalJenrichmentJacrossJsixJsolidJcancersXJNaturejCommunicationsVJ2019
VJaZVJdca 17.4 45

137 ²argeJscaleJmultifactorialJlikelihoodJquantitativeJanalysisJofJrRsqaJandJrRsqbJvariantsjJqnJ
u¹yw³qJresourceJtoJsupportJclinicalJvariantJclassificationXJHumanjMutationVJ2019VJdZVJaeegWaegh 4.7 52

136 ³endelianJrandomisationJstudyJofJheightJandJbodyJmassJindexJasJmodifiersJofJovarianJcancerJriskJinJ
bbVehhJrRsqaJandJrRsqbJmutationJcarriersXJBritishjJournaljofjCancerVJ2019VJabaVJahZWaib 8.7 13

135 rlepharophimosisVJPtosisVJupicanthusJynversusJSyndromejJ¹ewJReportJwithJaJaigWkbJteletionJ
UpstreamJofJandJReviewJofJtheJ²iteratureXJMolecularjSyndromologyVJ2019VJaZVJadgWaec 1.5 7

134 wenomeWwideJassociationJandJtranscriptomeJstudiesJidentifyJtargetJgenesJandJriskJlociJforJbreastJ
cancerXJNaturejCommunicationsVJ2019VJaZVJagda 17.4 47

133 PaternityJinJe˛–WReductaseWbJteficiencyjJReportJofJTwoJrrothersJwithJSpontaneousJorJqssistedJ
vertilityJandJ²iteratureJReviewXJSexualjDevelopmentVJ2019VJacVJeeWei 1.6 4

132 TheJjpXqrgfehTJtruncatingJvariantJisJassociatedJwithJriskJofJtripleWnegativeJbreastJcancerXJNpjjBreastj
CancerVJ2019VJeVJch 7.8 12

131 ³ouseJmammaryJtumorJvirusJR³³TVSJWJlikeJexogenousJsequencesJareJassociatedJwithJsporadicJbutJ
notJhereditaryJhumanJbreastJcarcinomaXJAgingVJ2019VJaaVJgbcfWgbda 5.6 11

130 xeightJandJrodyJ³assJyndexJasJ³odifiersJofJrreastJsancerJRiskJinJrRsqaYbJ³utationJsarriersjJqJ
³endelianJRandomizationJStudyXJJournaljofjthejNationaljCancerjInstituteVJ2019VJaaaVJceZWcfd 9.7 22

129 ³utationalJspectrumJinJaJworldwideJstudyJofJbiVgZZJfamiliesJwithJrRsqaJorJrRsqbJmutationsXJ
HumanjMutationVJ2018VJciVJeicWfbZ 4.7 138

128 qJTranscriptomeWWideJqssociationJStudyJqmongJigVhihJWomenJtoJydentifyJsandidateJ
SusceptibilityJwenesJforJupithelialJαvarianJsancerJRiskXJCancerjResearchVJ2018VJghVJedaiWedcZ 10.1 32

127 ¹extJgenerationJsequencingJtechnologiesJforJaJsuccessfulJdiagnosisJinJaJcoldJcaseJofJ²eighJ
syndromeXJBMCjNeurologyVJ2018VJahVJii 3.1 9

126
weneticJTestingJandJslinicalJ³anagementJPracticesJforJVariantsJinJ¹onWrRsqaYbJrreastJRandJ
rreastYαvarianSJsancerJSusceptibilityJwenesjJqnJynternationalJSurveyJbyJtheJuvidenceWrasedJ
¹etworkJforJtheJynterpretationJofJwermlineJ³utantJqllelesJRu¹yw³qSJslinicalJWorkingJwroupXJJCOj
PrecisionjOncologyVJ2018VJbVJ

3.6 12

125 vunctionalJynteractionJretweenJandJt¹qJRepairJinJYeastJ³ayJUncoverJaJRoleJofJVJandJSomaticJ
VariantsJinJsancerJtevelopmentXJFrontiersjinjGeneticsVJ2018VJiVJcig 4.5 12

124 rRsqaJandJrRsqbJeQJnoncodingJregionJvariantsJidentifiedJinJbreastJcancerJpatientsJalterJpromoterJ
activityJandJproteinJbindingXJHumanjMutationVJ2018VJciVJbZbeWbZci 4.7 12

(2018-2020)
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123 ydentificationJofJabJnewJsusceptibilityJlociJforJdifferentJhistotypesJofJepithelialJovarianJcancerXJ
NaturejGeneticsVJ2017VJdiVJfhZWfia 36.3 190

122 ydentificationJofJtenJvariantsJassociatedJwithJriskJofJestrogenWreceptorWnegativeJbreastJcancerXJ
NaturejGeneticsVJ2017VJdiVJagfgWaggh 36.3 186

121 PredictionJofJrreastJandJProstateJsancerJRisksJinJ³aleJrRsqaJandJrRsqbJ³utationJsarriersJUsingJ
PolygenicJRiskJScoresXJJournaljofjClinicaljOncologyVJ2017VJceVJbbdZWbbeZ 2.2 101

120 WholeWexomeJanalysisJofJaJ²iWvraumeniJfamilyJtrioJwithJaJnovelJTPecJPRtJmutationJandJanticipationJ
profileXJCarcinogenesisVJ2017VJchVJichWidc 4.6 6

119
qssociationJofJbreastJcancerJriskJinJrRsqaJandJrRsqbJmutationJcarriersJwithJgeneticJvariantsJ
showingJdifferentialJallelicJexpressionjJidentificationJofJaJmodifierJofJbreastJcancerJriskJatJlocusJ
aaqbbXcXJBreastjCancerjResearchjandjTreatmentVJ2017VJafaVJaagWacd

4.4 15

118 sarcinosarcomaJofJtheJrreastjJqnJqggressiveJSubtypeJofJ³etaplasticJsancerXJReportJofJaJRareJsaseJ
inJaJYoungJrRsqWaJ³utatedJWomanXJClinicaljBreastjCancerVJ2017VJagVJecaWece 3 4

117 uvaluationJofJPolygenicJRiskJScoresJforJrreastJandJαvarianJsancerJRiskJPredictionJinJrRsqaJandJ
rRsqbJ³utationJsarriersXJJournaljofjthejNationaljCancerjInstituteVJ2017VJaZiVJ 9.7 153

116 ³yelodysplasticJsyndromesjJadvantagesJofJaJcombinedJcytogeneticJandJmolecularJdiagnosticJ
workupXJOncotargetVJ2017VJhVJgiahhWgibZZ 3.3 5

115 ¹oJclinicalJutilityJofJ™RqSJvariantJrsfagfdcgZJforJovarianJorJbreastJcancerXJGynecologicjOncologyVJ
2016VJadaVJchfWdZa 4.9 15

114 ydentificationJofJfourJnovelJsusceptibilityJlociJforJoestrogenJreceptorJnegativeJbreastJcancerXJNaturej
CommunicationsVJ2016VJgVJaacge 17.4 64

113 rreastJcancerJriskJvariantsJatJfqbeJdisplayJdifferentJphenotypeJassociationsJandJregulateJuSRaVJ
R³¹taJandJsstsagZXJNaturejGeneticsVJ2016VJdhVJcgdWhf 36.3 93

112 vineWScaleJ³appingJatJipbbXbJydentifiesJsandidateJsausalJVariantsJThatJ³odifyJαvarianJsancerJRiskJ
inJrRsqaJandJrRsqbJ³utationJsarriersXJPLoSjONEVJ2016VJaaVJeZaehhZa 3.7 7

111 wermlineJmutationsJinJt¹qJrepairJgenesJmayJpredictJneoadjuvantJtherapyJresponseJinJtripleJ
negativeJbreastJpatientsXJGenesjChromosomesjandjCancerVJ2016VJeeVJiaeWibd 5 13

110 ³aleJbreastJcancerJinJrRsqaJandJrRsqbJmutationJcarriersjJpathologyJdataJfromJtheJsonsortiumJofJ
ynvestigatorsJofJ³odifiersJofJrRsqaYbXJBreastjCancerjResearchVJ2016VJahVJae 8.3 58

109 ydentificationJofJsixJnewJsusceptibilityJlociJforJinvasiveJepithelialJovarianJcancerXJNaturejGeneticsVJ
2015VJdgVJafdWga 36.3 177

108 rRsqaJgeneJvariantJpXPadbxJassociatedJwithJmaleJbreastJcancerjJaJtwoWgenerationJgenealogicJ
studyJandJliteratureJreviewXJFamilialjCancerVJ2015VJadVJeaeWi 3

107 vq¹s³JcXegiasnTJnonsenseJmutationJRrsaddefgfebSJinducesJexonJskippingVJaffectsJt¹qJrepairJ
activityJandJisJaJfamilialJbreastJcancerJriskJfactorXJHumanjMolecularjGeneticsVJ2015VJbdVJecdeWee 5.6 68

106 ydentificationJofJrRqvJcQUTRJysoformsJinJ³elanomaXJJournaljofjInvestigativejDermatologyVJ2015VJ
aceVJafidWafig 4.3 11
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105 qssociationJofJtypeJandJlocationJofJrRsqaJandJrRsqbJmutationsJwithJriskJofJbreastJandJovarianJ
cancerXJJAMAjxjJournaljofjthejAmericanjMedicaljAssociationVJ2015VJcacVJacdgWfa 27.4 286

104
uxpressionJofJhumanJpolyJRqtPWriboseSJpolymeraseJaJinJSaccharomycesJcerevisiaejJuffectJonJ
survivalVJhomologousJrecombinationJandJidentificationJofJgenesJinvolvedJinJintracellularJ
localizationXJMutationjResearchjxjFundamentaljandjMolecularjMechanismsjofjMutagenesisVJ2015VJggdVJadWbd

3.3 7

103 ³SxbJroleJinJrRsqaWdrivenJtumorigenesisjJqJpreliminaryJstudyJinJyeastJandJinJhumanJtumorsJfromJ
rRsqaWVUSJcarriersXJEuropeanjJournaljofjMedicaljGeneticsVJ2015VJehVJecaWi 2.6 13

102
sharacterizationJofJthreeJalternativeJtranscriptsJofJtheJrRsqaJgeneJinJpatientsJwithJbreastJcancerJ
andJaJfamilyJhistoryJofJbreastJandYorJovarianJcancerJwhoJtestedJnegativeJforJpathogenicJmutationsXJ
InternationaljJournaljofjMolecularjMedicineVJ2015VJceVJieZWf

4.4 15

101 qnJoriginalJphylogeneticJapproachJidentifiedJmitochondrialJhaplogroupJTaaaJasJinverselyJ
associatedJwithJbreastJcancerJriskJinJrRsqbJmutationJcarriersXJBreastjCancerjResearchVJ2015VJagVJfa 8.3 16

100 somparisonJofJmR¹qJsplicingJassayJprotocolsJacrossJmultipleJlaboratoriesjJrecommendationsJforJ
bestJpracticeJinJstandardizedJclinicalJtestingXJClinicaljChemistryVJ2014VJfZVJcdaWeb 5.5 53

99 qssociationJofJSU²TaqaJqrg´†´„´‡xisJpolymorphismJwithJmaleJbreastJcancerJriskjJresultsJfromJaJ
multicenterJstudyJinJytalyXJBreastjCancerjResearchjandjTreatmentVJ2014VJadhVJfbcWh 4.4 4

98 qssociationsJofJcommonJbreastJcancerJsusceptibilityJallelesJwithJriskJofJbreastJcancerJsubtypesJinJ
rRsqaJandJrRsqbJmutationJcarriersXJBreastjCancerjResearchVJ2014VJafVJcdaf 8.3 46

97 ydentificationJofJtwoJnovelJrRsqaWpartnerJgenesJinJtheJt¹qJdoubleWstrandJbreakJrepairJpathwayXJ
BreastjCancerjResearchjandjTreatmentVJ2013VJadaVJeaeWbb 4.4 4

96
PerformanceJofJrαqtysuqJandJrRsqPRαJgeneticJmodelsJandJofJempiricalJcriteriaJbasedJonJcancerJ
familyJhistoryJforJpredictingJrRsqJmutationJcarrierJprobabilitiesjJaJretrospectiveJstudyJinJaJsampleJ
ofJytalianJcancerJgeneticsJclinicsXJBreastVJ2013VJbbVJaacZWe

3.6 16

95 wenomeWwideJassociationJstudyJinJrRsqaJmutationJcarriersJidentifiesJnovelJlociJassociatedJwithJ
breastJandJovarianJcancerJriskXJPLoSjGeneticsVJ2013VJiVJeaZZcbab 6 209

94 uffectJofJtheJexpressionJofJrRsqbJonJspontaneousJhomologousJrecombinationJandJt¹qJ
damageWinducedJnuclearJfociJinJSaccharomycesJcerevisiaeXJMutagenesisVJ2013VJbhVJahgWie 2.8 15

93 rRsqaJandJrRsqbJgermlineJmutationsJinJ³oroccanJbreastYovarianJcancerJfamiliesjJnovelJmutationsJ
andJunclassifiedJvariantsXJGynecologicjOncologyVJ2012VJabeVJfhgWib 4.9 46

92 sommonJvariantsJatJabpaaVJabqbdVJipbaVJiqcaXbJandJinJZ¹vcfeJareJassociatedJwithJbreastJcancerJ
riskJforJrRsqaJandYorJrRsqbJmutationJcarriersXJBreastjCancerjResearchVJ2012VJadVJRcc 8.3 70

91 αvarianJcancerJsusceptibilityJallelesJandJriskJofJovarianJcancerJinJrRsqaJandJrRsqbJmutationJ
carriersXJHumanjMutationVJ2012VJccVJfiZWgZb 4.7 31

90 uffectsJofJrRsqbJcisWregulationJinJnormalJbreastJandJcancerJriskJamongstJrRsqbJmutationJcarriersXJ
BreastjCancerjResearchVJ2012VJadVJRfc 8.3 15

89 uvaluationJofJchromosomeJfpbbJasJaJbreastJcancerJriskJmodifierJlocusJinJaJfollowWupJstudyJofJ
rRsqbJmutationJcarriersXJBreastjCancerjResearchjandjTreatmentVJ2012VJacfVJbieWcZb 4.4 3

88 uffectsJonJhumanJtranscriptomeJofJmutatedJrRsqaJrRsTJdomainjJaJmicroarrayJstudyXJBMCjCancerVJ
2012VJabVJbZg 4.8 3

(2012-2015)
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87 rreastJcancerJriskJandJfqbbXccjJcombinedJresultsJfromJrreastJsancerJqssociationJsonsortiumJandJ
sonsortiumJofJynvestigatorsJonJ³odifiersJofJrRsqaYbXJPLoSjONEVJ2012VJgVJecegZf 3.7 10

86 TheJ™²WVSJsequenceJvariantJofJ™lothoJandJcancerJriskJinJrRsqaJandJrRsqbJmutationJcarriersXJ
BreastjCancerjResearchjandjTreatmentVJ2012VJacbVJaaaiWbf 4.4 7

85
qJnonsynonymousJpolymorphismJinJyRSaJmodifiesJriskJofJdevelopingJbreastJandJovarianJcancersJinJ
rRsqaJandJovarianJcancerJinJrRsqbJmutationJcarriersXJCancerjEpidemiologyjBiomarkersjandj
PreventionVJ2012VJbaVJacfbWgZ

4 20

84
sommonJvariantsJatJtheJaipacXaJandJZ¹vcfeJlociJareJassociatedJwithJuRJsubtypesJofJbreastJcancerJ
andJovarianJcancerJriskJinJrRsqaJandJrRsqbJmutationJcarriersXJCancerjEpidemiologyjBiomarkersjandj
PreventionVJ2012VJbaVJfdeWeg

4 44

83
PathologyJofJbreastJandJovarianJcancersJamongJrRsqaJandJrRsqbJmutationJcarriersjJresultsJfromJ
theJsonsortiumJofJynvestigatorsJofJ³odifiersJofJrRsqaYbJRsy³rqSXJCancerjEpidemiologyjBiomarkersj
andjPreventionVJ2012VJbaVJacdWdg

4 411

82 uxploringJtheJlinkJbetweenJ³αRvd²aJandJriskJofJbreastJcancerXJBreastjCancerjResearchVJ2011VJacVJRdZ 8.3 16

81
sommonJbreastJcancerJsusceptibilityJallelesJareJassociatedJwithJtumourJsubtypesJinJrRsqaJandJ
rRsqbJmutationJcarriersjJresultsJfromJtheJsonsortiumJofJynvestigatorsJofJ³odifiersJofJrRsqaYbXJ
BreastjCancerjResearchVJ2011VJacVJRaaZ

8.3 62

80 uvaluationJofJtheJXRssaJgeneJasJaJphenotypicJmodifierJinJrRsqaYbJmutationJcarriersXJResultsJfromJ
theJconsortiumJofJinvestigatorsJofJmodifiersJofJrRsqaYrRsqbXJBritishjJournaljofjCancerVJ2011VJaZdVJacefWfa8.7 6

79 qJrecombinationWbasedJmethodJtoJcharacterizeJhumanJrRsqaJmissenseJvariantsXJBreastjCancerj
ResearchjandjTreatmentVJ2011VJabeVJbfeWgb 4.4 6

78 uffectJofJtheJoverexpressionJofJrRsqbJunclassifiedJmissenseJvariantsJonJspontaneousJhomologousJ
recombinationJinJhumanJcellsXJBreastjCancerjResearchjandjTreatmentVJ2011VJabiVJaZZaWi 4.4 12

77 xaplotypeJstructureJinJqshkenaziJzewishJrRsqaJandJrRsqbJmutationJcarriersXJHumanjGeneticsVJ
2011VJacZVJfheWii 6.3 15

76 sommonJallelesJatJfqbeXaJandJapaaXbJareJassociatedJwithJbreastJcancerJriskJforJrRsqaJandJrRsqbJ
mutationJcarriersXJHumanjMolecularjGeneticsVJ2011VJbZVJccZdWba 5.6 62

75 sommonJgeneticJvariationJatJrqRtaJisJnotJassociatedJwithJbreastJcancerJriskJinJrRsqaJorJrRsqbJ
mutationJcarriersXJCancerjEpidemiologyjBiomarkersjandjPreventionVJ2011VJbZVJaZcbWh 4 13

74 TheJroleJofJ™RqSJrsfagfdcgZJinJinvasiveJepithelialJovarianJcancerjJimplicationsJforJclinicalJtestingXJ
ClinicaljCancerjResearchVJ2011VJagVJcgdbWeZ 12.9 45

73 sommonJvariantsJofJtheJrRsqaJwildWtypeJalleleJmodifyJtheJriskJofJbreastJcancerJinJrRsqaJmutationJ
carriersXJHumanjMolecularjGeneticsVJ2011VJbZVJdgcbWdg 5.6 21

72 weneticJvariationJatJipbbXbJandJovarianJcancerJriskJforJrRsqaJandJrRsqbJmutationJcarriersXJJournalj
ofjthejNationaljCancerjInstituteVJ2011VJaZcVJaZeWaf 9.7 37

71 ynterplayJbetweenJrRsqaJandJRxq³³JregulatesJepithelialJapicobasalJpolarizationJandJmayJ
influenceJriskJofJbreastJcancerXJPLoSjBiologyVJ2011VJiVJeaZZaaii 9.7 73

70 qJlocusJonJaipacJmodifiesJriskJofJbreastJcancerJinJrRsqaJmutationJcarriersJandJisJassociatedJwithJ
hormoneJreceptorWnegativeJbreastJcancerJinJtheJgeneralJpopulationXJNaturejGeneticsVJ2010VJdbVJhheWib 36.3 276
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69 sommonJbreastJcancerJsusceptibilityJallelesJandJtheJriskJofJbreastJcancerJforJrRsqaJandJrRsqbJ
mutationJcarriersjJimplicationsJforJriskJpredictionXJCancerjResearchVJ2010VJgZVJigdbWed 10.1 147

68 uvidenceJforJS³qtcJasJaJmodifierJofJbreastJcancerJriskJinJrRsqbJmutationJcarriersXJBreastjCancerj
ResearchVJ2010VJabVJRaZb 8.3 21

67 velineJimmunodeficiencyJvirusJvectorJasJaJtoolJforJpreventativeJstrategiesJagainstJhumanJbreastJ
cancerXJVeterinaryjImmunologyjandjImmunopathologyVJ2010VJacdVJacbWg 2 4

66 Pq²rbjJaJnovelJinactivatingJmutationJinJaJytalianJbreastJcancerJfamilyXJFamilialjCancerVJ2010VJiVJecaWf 3 30

65 ³ultimodalJassessmentJofJproteinJfunctionalJdeficiencyJsupportsJpathogenicityJofJrRsqaJ
pXVafhhdelXJCancerjResearchVJ2009VJfiVJgZcZWg 10.1 15

64 TwoJmutationsJofJrRsqbJgeneJatJexonJandJsplicingJsiteJinJaJwomanJwhoJunderwentJoncogeneticJ
counselingXJAnnalsjofjOncologyVJ2009VJbZVJhgdWh 10.3 20

63 ReplyJtoJrRsqbJspliceJsiteJmutationsJinJanJytalianJbreastYovarianJcancerJfamilyXJAnnalsjofjOncologyVJ
2009VJbZVJabheWabhf 10.3

62 sommonJvariantsJinJ²SPaVJbqceJandJhqbdJandJbreastJcancerJriskJforJrRsqaJandJrRsqbJmutationJ
carriersXJHumanjMolecularjGeneticsVJ2009VJahVJdddbWef 5.6 91

61 Py™csqJinJbreastJcarcinomajJaJmutationalJanalysisJofJsporadicJandJhereditaryJcasesXJDiagnosticj
MolecularjPathologyVJ2009VJahVJbZZWe 31

60 qJyeastJrecombinationJassayJtoJcharacterizeJhumanJrRsqaJmissenseJvariantsJofJunknownJ
pathologicalJsignificanceXJHumanjMutationVJ2009VJcZVJabcWcc 4.7 30

59 ¹oJevidenceJthatJwqTqcJrsegZfacJS¹PJmodifiesJbreastJcancerJriskXJBreastjCancerjResearchjandj
TreatmentVJ2009VJaagVJcgaWi 4.4 10

58
uvaluationJofJaJcandidateJbreastJcancerJassociatedJS¹PJinJuRssdJasJaJriskJmodifierJinJrRsqaJandJ
rRsqbJmutationJcarriersXJResultsJfromJtheJsonsortiumJofJynvestigatorsJofJ³odifiersJofJ
rRsqaYrRsqbJRsy³rqSXJBritishjJournaljofjCancerVJ2009VJaZaVJbZdhWed

8.7 13

57 sharacterisationJofJgeneJexpressionJprofilesJofJyeastJcellsJexpressingJrRsqaJmissenseJvariantsXJ
EuropeanjJournaljofjCancerVJ2009VJdeVJbahgWif 7.5 4

56 ReconstructingJtheJgenealogyJofJaJrRsqaJfounderJmutationJbyJphylogeneticJanalysisXJAnnalsjofj
HumanjGeneticsVJ2008VJgbVJcaZWh 2.2 17

55 shoroidJplexusJcarcinomajJaJnewJcaseJassociatedJwithJaJnovelJTPecJgermJlineJmutationXJ
NeuropathologyjandjAppliedjNeurobiologyVJ2008VJcdVJefdWh 5.2 5

54 qJnovelJbreastJcancerWassociatedJrRyPaJRvq¹szYrqsxaSJgermWlineJmutationJimpairsJproteinJ
stabilityJandJfunctionXJClinicaljCancerjResearchVJ2008VJadVJdfgbWhZ 12.9 46

53 sommonJbreastJcancerWpredispositionJallelesJareJassociatedJwithJbreastJcancerJriskJinJrRsqaJandJ
rRsqbJmutationJcarriersXJAmericanjJournaljofjHumanjGeneticsVJ2008VJhbVJicgWdh 11 218

52 sancerJriskJamongJtheJrelativesJofJpatientsJwithJpancreaticJductalJadenocarcinomaXJPancreatologyVJ
2007VJgVJdeiWfi 3.8 39

(2007-2010)
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51 xighJlevelJofJmessengerJR¹qJforJrR³SaJinJprimaryJbreastJcarcinomasJisJassociatedJwithJpoorJ
prognosisXJInternationaljJournaljofjCancerVJ2007VJabZVJaafiWgh 7.5 28

50
ydentificationJofJnovelJalternativelyJsplicedJrRsqaWassociatedJRy¹wJdomainJRrqRtaSJmessengerJ
R¹qsJinJhumanJperipheralJbloodJlymphocytesJandJinJsporadicJbreastJcancerJtissuesXJGenesj
ChromosomesjandjCancerVJ2007VJdfVJgiaWe

5 10

49 qssociationJbetweenJtheJrRsqbJ¹cgbxJvariantJandJmaleJbreastJcancerJriskjJaJpopulationWbasedJ
caseWcontrolJstudyJinJTuscanyVJsentralJytalyXJBMCjCancerVJ2007VJgVJagZ 4.8 21

48 ³ethylJgroupJmetabolismJgeneJpolymorphismsJasJmodifierJofJbreastJcancerJriskJinJytalianJrRsqaYbJ
carriersXJBreastjCancerjResearchjandjTreatmentVJ2007VJaZcVJbiWcf 4.4 22

47 ³ulticenterJcomparativeJmultimodalityJsurveillanceJofJwomenJatJgeneticWfamilialJhighJriskJforJ
breastJcancerJRxyrsRyTJstudySjJinterimJresultsXJRadiologyVJ2007VJbdbVJfihWgae 20.5 287

46 R¹qWbasedJanalysisJofJrRsqaJandJrRsqbJgeneJalterationsXJCancerjGeneticsjandjCytogeneticsVJ2006VJ
agZVJicWaZa 40

45 qberrantJexpressionJofJrqRtaJinJbreastJandJovarianJcancersJwithJpoorJprognosisXJInternationalj
JournaljofjCancerVJ2006VJaahVJabaeWbf 7.5 55

44 weneticJalterationsJinJhereditaryJbreastJcancerXJAnnalsjofjOncologyVJ2004VJaeJSupplJaVJygWyac 10.3 39

43 uvaluationJofJwidelyJusedJmodelsJforJpredictingJrRsqaJandJrRsqbJmutationsXJJournaljofjMedicalj
GeneticsVJ2004VJdaVJbghWhe 5.8 50

42 xaplotypeJanalysisJofJrRsqaJgeneJrevealsJaJnewJgeneJrearrangementjJcharacterizationJofJaJaiXiJ
™rPJdeletionXJEuropeanjJournaljofjHumanjGeneticsVJ2004VJabVJggeWg 5.3 15

41 PenetrancesJofJbreastJandJovarianJcancerJinJaJlargeJseriesJofJfamiliesJtestedJforJrRsqaYbJ
mutationsXJEuropeanjJournaljofjHumanjGeneticsVJ2004VJabVJhiiWiZf 5.3 46

40 slinicopathologicalJsignificanceJofJwqttdeJgeneJalterationsJinJhumanJfamilialJbreastJcarcinomaXJ
BreastjCancerjResearchjandjTreatmentVJ2004VJhgVJaigWbZa 4.4 5

39 TheJsxu™bJcXaaZZdelsJmutationJplaysJanJirrelevantJroleJinJbreastJcancerJpredispositionJinJytalyXJ
HumanjMutationVJ2004VJbdVJaZZWa 4.7 36

38 tifferentJexpressivityJofJrRsqaJandJrRsqbjJanalysisJofJagiJytalianJpedigreesJwithJidentifiedJ
mutationXJBreastjCancerjResearchjandjTreatmentVJ2003VJhaVJgaWi 4.4 22

37 pecJinactivationJisJaJrareJeventJinJfamilialJbreastJtumorsJnegativeJforJrRsqaJandJrRsqbJmutationsXJ
BreastjCancerjResearchjandjTreatmentVJ2003VJhbVJaWi 4.4 14

36
wermlineJmutationsJofJtheJrRsqaWassociatedJringJdomainJRrqRtaSJgeneJinJbreastJandJ
breastYovarianJfamiliesJnegativeJforJrRsqaJandJrRsqbJalterationsXJGenesjChromosomesjandjCancerVJ
2002VJccVJbceWdb

5 93

35 ³utationalJanalysisJofJtheJ¹³bcXxaJgeneJinJhumanJbreastJcancerXJCancerjGeneticsjandjCytogeneticsVJ
2000VJabaVJahaWe 5

34 TheJuxonJacJtuplicationJinJtheJrRsqaJweneJysJaJvounderJ³utationJPresentJinJweographicallyJ
tiverseJPopulationsXJAmericanjJournaljofjHumanjGeneticsVJ2000VJfgVJbZgWbab 11 89

Maria Adelaide Caligo
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33 syclinJtaJoverexpressionJinJthyroidJcarcinomasjJrelationJwithJclinicoWpathologicalJparametersVJ
retinoblastomaJgeneJproductVJandJ™ifgJlabelingJindexXJThyroidVJ2000VJaZVJgdaWf 6.2 44

32 ³icrosatelliteJalterationsJandJ™WrasVJTwvbetaRyyVJywvRyyJandJbaxJmutationsJinJsporadicJcancersJofJtheJ
gastrointestinalJtractXJOncologyjReportsVJ2000VJgVJacgaWe 3.5 10

31
³utationJqnalysisJofJrRsqaJandJrRsqbJinJytalianJxereditaryJandJSporadicJvormsJofJrreastJandJ
αvarianJsancersjJTumorJwenotypeWPhenotypeJsorrelationJinJrreastJsancerJrRsqW³utationJ
sarriersXJDiseasejMarkersVJ1999VJaeVJaZaWaZb

3.2 1

30 ynsuranceJimplicationsJforJindividualsJwithJaJhighJriskJofJbreastJandJovarianJcancerJinJuuropeXJ
DiseasejMarkersVJ1999VJaeVJaeiWfe 3.2 10

29 weneticJtestingJforJbreastJcancerJpredispositionJinJaiiijJwhichJmolecularJstrategyJandJwhichJfamilyJ
criteriaoXJDiseasejMarkersVJ1999VJaeVJfgWh 3.2 4

28 uthicalVJsocialJandJeconomicJissuesJinJfamilialJbreastJcancerjJaJcompilationJofJviewsJfromJtheJuXsXJ
riomedJyyJtemonstrationJProjectXJDiseasejMarkersVJ1999VJaeVJabeWca 3.2 23

27 RiskJestimationJasJaJdecisionWmakingJtoolJforJgeneticJanalysisJofJtheJbreastJcancerJsusceptibilityJ
genesXJusJtemonstrationJProjectJonJvamilialJrreastJsancerXJDiseasejMarkersVJ1999VJaeVJecWfe 3.2 7

26 ³icrosatelliteJinstabilityJandJmismatchJrepairJgeneJinactivationJinJsporadicJpancreaticJandJcolonJ
tumoursXJBritishjJournaljofjCancerVJ1999VJhZVJaaWf 8.7 56

25 ³icrosatelliteJalterationsJandJpecVJTwvbetaRyyVJywvyyRJandJrqXJmutationsJinJsporadicJnonWsmallWcellJ
lungJcancerXJInternationaljJournaljofjCancerVJ1998VJghVJfZfWi 7.5 10

24
surrentJpoliciesJforJsurveillanceJandJmanagementJinJwomenJatJriskJofJbreastJandJovarianJcancerjJaJ
surveyJamongJafJuuropeanJfamilyJcancerJclinicsXJuuropeanJvamilialJrreastJsancerJsollaborativeJ
wroupXJEuropeanjJournaljofjCancerVJ1998VJcdVJaibbWf

7.5 98

23 xaplotypeJandJphenotypeJanalysisJofJnineJrecurrentJrRsqbJmutationsJinJaaaJfamiliesjJresultsJofJanJ
internationalJstudyXJAmericanjJournaljofjHumanjGeneticsVJ1998VJfbVJachaWh 11 138

22 qJregionJonJtheJlongJarmJofJchromosomeJafJisJfrequentlyJdeletedJinJmetastaticJnodeWnegativeJ
breastJcancerXJInternationaljJournaljofjOncologyVJ1998VJacVJaggWhb 1 4

21 ¹³bcJgeneJexpressionJinJhumanJbreastJcarcinomasjJlossJofJcorrelationJwithJcellJproliferationJinJtheJ
advancedJphaseJofJtumorJprogressionXJInternationaljJournaljofjCancerVJ1997VJgdVJaZbWaa 7.5 23

20 townWregulationJofJtheJnmbcXhaJgeneJinhibitsJcellJproliferationXJInternationaljJournaljofjCancerVJ
1997VJgcVJbigWcZb 7.5 40

19 townJregulationJofJ¹³bcXxaVJ¹³bcXxbJandJcWmycJgenesJduringJdifferentiationJinducedJbyJaVbeJ
dihydroxyvitaminJtcXJLeukemiajResearchVJ1996VJbZVJafaWg 2.7 32

18 tefectiveJinterleukinJsixJexpressionJandJresponsivenessJinJhumanJmammaryJcellsJtransformedJbyJ
anJadenoJeYSVdZJhybridJvirusXJBritishjJournaljofjCancerVJ1996VJgcVJacefWfa 8.7 12

17 rRsqaJgermlineJmutationalJspectrumJinJytalianJfamiliesJfromJTuscanyjJaJhighJfrequencyJofJnovelJ
mutationsXJOncogeneVJ1996VJacVJadhcWh 9.2 36

16 ¹³bcJgeneJexpressionJcorrelatesJwithJcellJgrowthJrateJandJSWphaseXJInternationaljJournaljofjCancerVJ
1995VJfZVJhcgWdb 7.5 60

(1995-2000)
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15 qJlowJ¹³bcXxaJgeneJexpressionJidentifyingJhighJmalignancyJhumanJmelanomasXJMelanomaj
ResearchVJ1994VJdVJagiWhd 3.3 21

14 ¹³bcXxaJlossJofJheterozygosityJinJhumanJmammaryJcarcinomasXJtefinitionJofJaJdeletionJmapJonJ
chromosomeJagqXJAnnalsjofjthejNewjYorkjAcademyjofjSciencesVJ1993VJfihVJacfWdb 6.5 4

13 qccumulationJofJanchorageJindependentJcellsJshowingJamplifiedJgenesJRsqtSJduringJtheJinJvitroJ
propagationJofJsxuvahJshineseJhamsterJcellsXJCelljProliferationVJ1993VJbfVJafaWgZ 7.9 4

12 wenomicJPsRWSSsPJanalysisJofJtheJmetastasisJassociatedJ¹³bcWxaJR¹³uaSJgenejJaJstudyJonJ
colorectalJcancerXJAnticancerjResearchVJ1993VJacVJbadiWed 2.3 8

11 TheJ¹³bcJgeneJmapsJtoJhumanJchromosomeJbandJagqbbJandJshowsJaJrestrictionJfragmentJlengthJ
polymorphismJwithJrglyyXJGenesjChromosomesjandjCancerVJ1992VJdVJhdWh 5 49

10 tecreasingJexpressionJofJ¹³bcJgeneJinJmetastaticJmurineJmammaryJtumorsJofJviralJetiologyJ
R³³TVSXJAnticancerjResearchVJ1992VJabVJifiWgc 2.3 14

9 yncreasedJrateJofJbaseJsubstitutionJinJaJhamsterJmutatorJstrainJobtainedJduringJserialJselectionJforJ
geneJamplificationXJMolecularjandjCellularjBiologyVJ1990VJaZVJfhZeWh 4.8 8

8 yncreasedJrateJofJbaseJsubstitutionJinJaJhamsterJmutatorJstrainJobtainedJduringJserialJselectionJforJ
geneJamplificationXJMolecularjandjCellularjBiologyVJ1990VJaZVJfhZeWfhZh 4.8 3

7 TimeJcourseJofJsisterJchromatidJexchangesJandJgeneJamplificationJinducedJbyJ
aWbetaWtWarabinofuranosylcytosineJinJVgiWqPdJshineseJhamsterJcellsXJChromosomaVJ1988VJifVJcZfWaZ 2.8 6

6 αriginJofJarasWinducedJendoreduplicatedJcellsXJMutationjResearchjxjFundamentaljandjMolecularj
MechanismsjofjMutagenesisVJ1987VJaggVJbfaWe 3.3 10

5 ProlineJandJserineJaffectJpolarityJandJdevelopmentJofJcarrotJsomaticJembryosXJCelljDifferentiationVJ
1985VJagVJaicWaih 14

4 StimulationJofJcarrotJsomaticJembryogenesisJbyJprolineJandJserineXJPlantjCelljReportsVJ1984VJcVJbaZWd 5.1 50

3 PolygenicJRiskJ³odellingJforJPredictionJofJupithelialJαvarianJsancerJRisk 1

2 vineWmappingJofJaeZJbreastJcancerJriskJregionsJidentifiesJaghJhighJconfidenceJtargetJgenes 2

1 wenomeWwideJassociationJstudyJidentifiesJcbJnovelJbreastJcancerJsusceptibilityJlociJfromJoverallJ
andJsubtypeWspecificJanalyses 2
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