
Robert Hofstra

ListgofgPublicationsgbygYearging
DescendinggOrder

Source:ghttps:xxexalyvcomxauthorupdfx11962y1xrobertuhofstraupublicationsubyuyearvpdf

Version:g2y24uy4u28g

ThisgdocumentghasgbeenggeneratedgbasedgongthegpublicationsgandgcitationsgrecordedgbygexalyvcomvgForg

theglatestgversiongofgthisgpublicationglisttgvisitgtheglinkggivengabovev

ThegthirdgcolumngisgthegimpactgfactorgoIFpgofgthegjournaltgandgthegfourthgcolumngisgthegnumbergofg

citationsgofgthegarticlev

185
papers

10,925
citations

55
h-index

99
g-index

193
ext. papers

12,295
ext. citations

7.1
avg, IF

5.44
L-index



j Paper IF Citations

185
Tp βxsbYzxppZdgeJRegulatesJMultipleJpspectsJofJüeuromuscularJβatterningJsuringJ
vastrointestinalJsevelopmentJinJpnimalJModelsJandJwumanXXJFrontiersgingMoleculargNeuroscienceVJ
2021VJ_cVJfdfece

6.1 0

184 TheJSomaticJMutationJβaradigmJinJrongenitalJMalformationsiJwirschsprungJsiseaseJasJaJModelXJ
InternationalgJournalgofgMoleculargSciencesVJ2021VJaaVJ 6.3 2

183 sysregulationJofJtheJüRv_YtRqqJpathwayJcausesJaJdevelopmentalJdisorderJwithJgastrointestinalJ
dysmotilityJinJhumansXJJournalgofgClinicalgInvestigationVJ2021VJ_b_VJ 15.9 3

182  ossJofJentericJneuronalJüdrgcJpromotesJcolorectalJcancerJviaJincreasedJreleaseJofJüid_JandJublnaXJ
EMBOgReportsVJ2021VJaaVJed_h_b 6.5 6

181 SizeJmattersiJ argeJcopyJnumberJlossesJinJwirschsprungJdiseaseJpatientsJrevealJgenesJinvolvedJinJ
entericJnervousJsystemJdevelopmentXJPLoSgGeneticsVJ2021VJ_fVJe_ZZhehg 6 2

180 xntestinalJmulticellularJorganoidsJtoJstudyJcolorectalJcancerXJBiochimicagEtgBiophysicagActa:gReviewsg
ongCancerVJ2021VJ_gfeVJ_ggdge 11.2 2

179 xnhibitionJofJRαrzJsignalingJpathwayJacceleratesJentericJneuralJcrestJcellWbasedJtherapyJafterJ
transplantationJinJaJratJhypoganglionicJmodelXJNeurogastroenterologygandgMotilityVJ2020VJbaVJe_bghd 4 4

178 pJcomplementaryJstudyJapproachJunravelsJnovelJplayersJinJtheJpathoetiologyJofJwirschsprungJ
diseaseXJPLoSgGeneticsVJ2020VJ_eVJe_ZZh_Ze 6 2

177 UsingJαutWofWqatchJReferenceJβopulationsJtoJxmproveJUntargetedJMetabolomicsJforJScreeningJ
xnbornJtrrorsJofJMetabolismXJMetabolitesVJ2020VJ__VJ 5.6 3

176 qiWallelicJVariationsJofJSMαJinJwumansJrauseJaJqroadJSpectrumJofJsevelopmentalJpnomaliesJsueJ
toJpbnormalJwedgehogJSignalingXJAmericangJournalgofgHumangGeneticsVJ2020VJ_ZeVJffhWfha 11 14

175 ThreeWstepJsiteWdirectedJmutagenesisJscreenJidentifiesJpathogenicJvariantsJassociatedJwithJ ynchJ
syndromeXJJournalgofgMedicalgGeneticsVJ2020VJdfVJbZgWb_d 5.8 3

174 voldbergWShprintzenJsyndromeJisJdeterminedJbyJtheJabsenceVJorJreducedJexpressionJlevelsVJofJ
zxuqβXJHumangMutationVJ2020VJc_VJ_hZeW_h_f 4.7 4

173 YieldJofJ ynchJSyndromeJSurveillanceJforJβatientsJWithJβathogenicJVariantsJinJsüpJMismatchJ
RepairJvenesXJClinicalgGastroenterologygandgHepatologyVJ2020VJ_gVJ___aW__aZXe_ 6.9 8

172 vermlineJgenomeJeditingiJpublicJdialogueJisJurgentJbutJnotJselfWevidentXJEuropeangJournalgofg
HumangGeneticsVJ2020VJagVJcWd 5.3 1

171 xnfantileJhypertrophicJpyloricJstenosisJinJpatientsJwithJesophagealJatresiaXJBirthgDefectsgResearchVJ
2020VJ__aVJefZWegf 2.9

170 ZebrafishiJpJModelJαrganismJforJStudyingJtntericJüervousJSystemJsevelopmentJandJsiseaseXJ
FrontiersgingCellgandgDevelopmentalgBiologyVJ2020VJgVJeahZfb 5.7 8

169 qiallelicJVariantsJinJVJtncodingJaJrytosolicJTargetingJuactorJofJTailWpnchoredJβroteinsVJrauseJRapidlyJ
βrogressiveJβediatricJrardiomyopathyXJCirculationgGenomicgandgPrecisiongMedicineVJ2019VJ_aVJbhfWcZe 5.2 2
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168 txomeJchipJassociationJstudyJexcludedJtheJinvolvementJofJrareJcodingJvariantsJwithJlargeJeffectJ
sizesJinJtheJetiologyJofJanorectalJmalformationsXJPLoSgONEVJ2019VJ_cVJeZa_fcff 3.7 3

167 rardiacJβhenotypesVJveneticsVJandJRisks´ inJuamilialJüoncompactionJrardiomyopathyXJJournalgofgtheg
AmericangCollegegofgCardiologyVJ2019VJfbVJ_eZ_W_e__ 15.1 41

166 soJRtTJsomaticJmutationsJplayJaJroleJinJwirschsprungJdiseasenXJGeneticsgingMedicineVJ2018VJaZVJ_cffW_cfg8.1 6

165 veneticsVJrlinicalJueaturesVJandJ ongWTerm´ αutcomeJofJüoncompaction´ rardiomyopathyXJJournalgofg
thegAmericangCollegegofgCardiologyVJ2018VJf_VJf__Wfaa 15.1 158

164 xdentificationJofJVariantsJinJRtTJandJxwwJβathwayJMembersJin´ a´  argeJuamilyJWithJwistoryJofJ
wirschsprungJsiseaseXJGastroenterologyVJ2018VJ_ddVJ__gW_ahXee 13.3 17

163  ackJofJevidenceJforJaJcausalJroleJofJrp RbJinJmonogenicJcardiomyopathyXJEuropeangJournalgofg
HumangGeneticsVJ2018VJaeVJ_eZbW_e_Z 5.3 2

162 pJLlateWbutWfitterJrevertantJcellLJexplainsJtheJhighJfrequencyJofJrevertantJmosaicismJinJ
epidermolysisJbullosaXJPLoSgONEVJ2018VJ_bVJeZ_hahhc 3.7 14

161 RoutineJMolecularJpnalysisJforJ ynchJSyndromeJpmongJpdenomasJorJrolorectalJrancerJWithinJaJ
üationalJScreeningJβrogramXJGastroenterologyVJ2018VJ_ddVJ_c_ZW_c_d 13.3 4

160 WholeJexomeJsequencingJcoupledJwithJunbiasedJfunctionalJanalysisJrevealsJnewJwirschsprungJ
diseaseJgenesXJGenomegBiologyVJ2017VJ_gVJcg 18.3 55

159  ossWofWuunctionJVariantsJinJMY zJrauseJRecessiveJMegacystisJMicrocolonJxntestinalJ
wypoperistalsisJSyndromeXJAmericangJournalgofgHumangGeneticsVJ2017VJ_Z_VJ_abW_ah 11 47

158
 ossJofJ Mαs_JimpairsJsmoothJmuscleJcytocontractilityJandJcausesJmegacystisJmicrocolonJ
intestinalJhypoperistalsisJsyndromeJinJhumansJandJmiceXJProceedingsgofgthegNationalgAcademygofg
SciencesgofgthegUnitedgStatesgofgAmericaVJ2017VJ__cVJtafbhWtafcf

11.5 62

157 SuspectedJ ynchJsyndromeJassociatedJMSweJvariantsiJpJfunctionalJassayJtoJdetermineJtheirJ
pathogenicityXJPLoSgGeneticsVJ2017VJ_bVJe_ZZefed 6 11

156 RegulatorsJofJgeneJexpressionJinJtntericJüeuralJrrestJrellsJareJputativeJwirschsprungJdiseaseJ
genesXJDevelopmentalgBiologyVJ2016VJc_eVJaddWaed 3.1 22

155 βaroxysmalJexerciseWinducedJdystoniaJwithinJtheJphenotypicJspectrumJofJtrwS_JdeficiencyXJ
MovementgDisordersVJ2016VJb_VJ_Zc_Wg 7 41

154 rardiovascularJmalformationsJcausedJbyJüαTrw_JmutationsJdoJnotJkeepJleftiJdataJonJcagJ
probandsJwithJleftWsidedJrwsJandJtheirJfamiliesXJGeneticsgingMedicineVJ2016VJ_gVJh_cWab 8.1 65

153 rommonJarterialJtrunkJandJventricularJnonWcompactionJinJ rpaJknockoutJmiceJindicateJaJcrucialJroleJ
ofJ RβaJinJcardiacJdevelopmentXJDMMgDiseasegModelsgandgMechanismsVJ2016VJhVJc_bWad 4.1 25

152 ReviewiJrlinicalJaspectsJofJhereditaryJsüpJMismatchJrepairJgeneJmutationsXJDNAgRepairVJ2016VJbgVJ_ddW_ea4.3 43

151 qiallelicJTruncatingJMutationsJinJp βzbJrauseJSevereJβediatricJrardiomyopathyXJJournalgofgtheg
AmericangCollegegofgCardiologyVJ2016VJefVJd_dWad 15.1 41

(2016-2019)
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150
αligonucleotideWdirectedJmutagenesisJscreenJtoJidentifyJpathogenicJ ynchJsyndromeWassociatedJ
MSwaJsüpJmismatchJrepairJgeneJvariantsXJProceedingsgofgthegNationalgAcademygofgSciencesgofgtheg
UnitedgStatesgofgAmericaVJ2016VJ__bVJc_agWbb

11.5 21

149 rorrespondenceiJStMpcpJvariationJandJriskJofJcolorectalJcancerXJNaturegCommunicationsVJ2016VJfVJ_Ze__17.4 6

148 prTvaJvariantsJimpairJactinJpolymerizationJinJsporadicJMegacystisJMicrocolonJxntestinalJ
wypoperistalsisJSyndromeXJHumangMoleculargGeneticsVJ2016VJadVJdf_Wgb 5.6 40

147 WhiteJpaperJonJguidelinesJconcerningJentericJnervousJsystemJstemJcellJtherapyJforJentericJ
neuropathiesXJDevelopmentalgBiologyVJ2016VJc_fVJaahWd_ 3.1 77

146 TwoJnewJmutationsJofJtheJr MβJgeneJidentifiedJinJaJnewbornJpresentingJcongenitalJshortWbowelJ
syndromeXJClinicsgandgResearchgingHepatologygandgGastroenterologyVJ2016VJcZVJeedWeef 2.4 9

145 TransWethnicJmetaWanalysisJofJgenomeWwideJassociationJstudiesJforJwirschsprungJdiseaseXJHumang
MoleculargGeneticsVJ2016VJadVJdaedWdafd 5.6 23

144 veneticsJofJentericJneuropathiesXJDevelopmentalgBiologyVJ2016VJc_fVJ_hgWaZg 3.1 29

143 MutationsJinJaJTvuW˛†JligandVJTvuqbVJcauseJsyndromicJaorticJaneurysmsJandJdissectionsXJJournalgofg
thegAmericangCollegegofgCardiologyVJ2015VJedVJ_bacW_bbe 15.1 184

142 tndocrineJtumoursiJprogressiveJmetastaticJmedullaryJthyroidJcarcinomaiJfirstWJandJsecondWlineJ
strategiesXJEuropeangJournalgofgEndocrinologyVJ2015VJ_faVJRac_Wd_ 6.5 17

141
rongenitalJShortJqowelJSyndromeiJfromJclinicalJandJgeneticJdiagnosisJtoJtheJmolecularJ
mechanismsJinvolvedJinJintestinalJelongationXJBiochimicagEtgBiophysicagActagwgMoleculargBasisgofg
DiseaseVJ2015VJ_gdaVJabdaWe_

6.9 25

140 RecurrentJrodingJSequenceJVariationJtxplainsJαnlyJpJSmallJuractionJofJtheJveneticJprchitectureJofJ
rolorectalJrancerXJScientificgReportsVJ2015VJdVJ_eage 4.9 21

139 uunctionalJlossJofJsemaphorinJbrJandYorJsemaphorinJbsJandJtheirJepistaticJinteractionJwithJretJareJ
criticalJtoJwirschsprungJdiseaseJliabilityXJAmericangJournalgofgHumangGeneticsVJ2015VJheVJdg_Whe 11 82

138 wighJfrequencyJofJRβ aaJmutationsJinJmicrosatelliteWunstableJcolorectalJandJendometrialJtumorsXJ
HumangMutationVJ2014VJbdVJ_ccaWd 4.7 34

137 ReiJRoleJofJtheJoxidativeJsüpJdamageJrepairJgeneJαvv_JinJcolorectalJtumorigenesisXJJournalgofgtheg
NationalgCancergInstituteVJ2014VJ_ZeVJ 9.7 8

136 üewJtargetJgenesJinJendometrialJtumorsJshowJaJroleJforJtheJestrogenWreceptorJpathwayJinJ
microsatelliteWunstableJcancersXJHumangMutationVJ2014VJbdVJ_d_cWab 4.7 8

135 TheJM w_JcX_gda__gdbdelinsvrJRpXze_gpSJvariantJinJcolorectalJcanceriJgeneticJassociationJstudyJinJ
_gVfabJindividualsXJPLoSgONEVJ2014VJhVJehdZaa 3.7 6

134 rontributionJofJrareJandJcommonJvariantsJdetermineJcomplexJdiseasesWwirschsprungJdiseaseJasJaJ
modelXJDevelopmentalgBiologyVJ2013VJbgaVJbaZWh 3.1 90

133 ResponseJtoiJsesignJofJaJcoreJclassificationJprocessJforJsüpJmismatchJrepairJvariationsJofJaJprioriJ
unknownJfunctionalJsignificanceXJHumangMutationVJ2013VJbcVJhabWc 4.7 1
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132 TheJentireJmiRWaZZJseedJfamilyJisJstronglyJderegulatedJinJclearJcellJrenalJcellJcancerJcomparedJtoJ
theJproximalJtubularJepithelialJcellsJofJtheJkidneyXJGenesgChromosomesgandgCancerVJ2013VJdaVJ_edWfb 5 25

131 ralibrationJofJmultipleJinJsilicoJtoolsJforJpredictingJpathogenicityJofJmismatchJrepairJgeneJmissenseJ
substitutionsXJHumangMutationVJ2013VJbcVJaddWed 4.7 70

130 quildingJaJbrainJinJtheJgutiJdevelopmentJofJtheJentericJnervousJsystemXJClinicalgGeneticsVJ2013VJgbVJbZfW_e4 113

129 qrushJborderJmyosinJxaJinactivationJinJgastricJbutJnotJendometrialJtumorsXJInternationalgJournalgofg
CancerVJ2013VJ_baVJ_fhZWh 7.5 20

128 TqXcJmutationsJRsmallJpatellaJsyndromeSJareJassociatedJwithJchildhoodWonsetJpulmonaryJarterialJ
hypertensionXJJournalgofgMedicalgGeneticsVJ2013VJdZVJdZZWe 5.8 115

127 rongenitalJshortJbowelJsyndromeJasJtheJpresentingJsymptomJinJmaleJpatientsJwithJu üpJ
mutationsXJGeneticsgingMedicineVJ2013VJ_dVJb_ZWb 8.1 26

126 TheJcardiacJphenotypeJinJpatientsJwithJaJrwsfJmutationXJCirculation:gCardiovasculargGeneticsVJ2013VJ
eVJacgWdc 39

125 üovelJnoWstopJu üpJmutationJcausesJmultiWorganJinvolvementJinJmalesXJAmericangJournalgofg
MedicalgGeneticsvgPartgAVJ2013VJ_e_pVJabfeWgc 2.5 26

124 TheJroleJofJmaternalWfetalJcholesterolJtransportJinJearlyJfetalJlifeiJcurrentJinsightsXJBiologygofg
ReproductionVJ2013VJggVJac 3.9 83

123 rhromosomeJa_JscanJinJsownJsyndromeJrevealsJsSrpMJasJaJpredisposingJlocusJinJwirschsprungJ
diseaseXJPLoSgONEVJ2013VJgVJeead_h 3.7 18

122 r MβJisJessentialJforJintestinalJdevelopmentVJbutJdoesJnotJplayJaJkeyJroleJinJcellularJprocessesJ
involvedJinJintestinalJepithelialJdevelopmentXJPLoSgONEVJ2013VJgVJedcech 3.7 11

121 venetischeJaspectenJvanJaangeborenJhartafwijkingenJ2013VJabbWacd

120 RtTYβTrJrearrangementJisJprevalentJinJfollicularJwˆ…rthleJcellJcarcinomasXJHistopathologyVJ2012VJe_VJgbbWcb7.3 37

119 pJrapidJandJcellWfreeJassayJtoJtestJtheJactivityJofJlynchJsyndromeWassociatedJMSwaJandJMSweJ
missenseJvariantsXJHumangMutationVJ2012VJbbVJcggWhc 4.7 37

118 randidateJdriverJgenesJinJmicrosatelliteWunstableJcolorectalJcancerXJInternationalgJournalgofgCancerVJ
2012VJ_bZVJ_ddgWee 7.5 78

117 uunctionalJanalysesJofJRtTJmutationsJinJrhineseJwirschsprungJdiseaseJpatientsXJBirthgDefectsg
ResearchgPartgA:gClinicalgandgMoleculargTeratologyVJ2012VJhcVJcfWd_ 3

116 βathologicalJassessmentJofJmismatchJrepairJgeneJvariantsJinJ ynchJsyndromeiJpastVJpresentVJandJ
futureXJHumangMutationVJ2012VJbbVJ_e_fWad 4.7 52

115 r MβJisJrequiredJforJintestinalJdevelopmentVJandJlossWofWfunctionJmutationsJcauseJcongenitalJ
shortWbowelJsyndromeXJGastroenterologyVJ2012VJ_caVJcdbWceaXeb 13.3 43

(2012-2013)
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114 TheJoriginJofJfetalJsterolsJinJsecondWtrimesterJamnioticJfluidiJendogenousJsynthesisJorJ
maternalWfetalJtransportnXJAmericangJournalgofgObstetricsgandgGynecologyVJ2012VJaZfVJaZaXe_hWad 6.4 32

113 MutationJupdateJonJtheJrwsfJgeneJinvolvedJinJrwpRvtJsyndromeXJHumangMutationVJ2012VJbbVJ__chWeZ 4.7 170

112 TargetedJexomeJsequencingJinJclearJcellJrenalJcellJcarcinomaJtumorsJsuggestsJaberrantJchromatinJ
regulationJasJaJcrucialJstepJinJccRrrJdevelopmentXJHumangMutationVJ2012VJbbVJ_ZdhWea 4.7 57

111 pJnovelJclassificationJsystemJtoJpredictJtheJpathogenicJeffectsJofJrwsfJmissenseJvariantsJinJ
rwpRvtJsyndromeXJHumangMutationVJ2012VJbbVJ_ad_WeZ 4.7 52

110 WhatJmonozygoticJtwinsJdiscordantJforJphenotypeJillustrateJaboutJmechanismsJinfluencingJgeneticJ
formsJofJneurodegenerationXJClinicalgGeneticsVJ2012VJg_VJbadWbb 4 26

109 rombinedJadverseJeffectsJofJmaternalJsmokingJandJhighJbodyJmassJindexJonJheartJdevelopmentJinJ
offspringiJevidenceJforJinteractionnXJHeartVJ2012VJhgVJcfcWh 5.1 37

108 MaleJandJfemaleJdifferentialJreproductiveJrateJcouldJexplainJparentalJtransmissionJasymmetryJofJ
mutationJoriginJinJwirschsprungJdiseaseXJEuropeangJournalgofgHumangGeneticsVJ2012VJaZVJh_fWaZ 5.3 7

107 rlinicalJrelevanceJofJ_guWusvJβtTJandJ_guWsαβpJβtTJinJrecurrentJmedullaryJthyroidJcarcinomaXJ
JournalgofgNucleargMedicineVJ2012VJdbVJ_gebWf_ 8.9 67

106
βhospholambanJR_cdelJmutationJinJpatientsJdiagnosedJwithJdilatedJcardiomyopathyJorJ
arrhythmogenicJrightJventricularJcardiomyopathyiJevidenceJsupportingJtheJconceptJofJ
arrhythmogenicJcardiomyopathyXJEuropeangJournalgofgHeartgFailureVJ2012VJ_cVJ__hhWaZf

12.3 270

105 üaturalJgeneJtherapyJinJdystrophicJepidermolysisJbullosaXJArchivesgofgDermatologyVJ2012VJ_cgVJa_bWe 22

104 VariantsJinJRtTJassociatedJwithJwirschsprungQsJdiseaseJaffectJbindingJofJtranscriptionJfactorsJandJ
geneJexpressionXJGastroenterologyVJ2011VJ_cZVJdfaWdgaXea 13.3 35

103 βaediatricJintestinalJcancerJandJpolyposisJdueJtoJbiWallelicJβMSaJmutationsiJcaseJseriesVJreviewJandJ
followWupJguidelinesXJEuropeangJournalgofgCancerVJ2011VJcfVJhedWga 7.5 54

102 waplotypeJsharingJtestJmapsJgenesJforJfamilialJcardiomyopathiesXJClinicalgGeneticsVJ2011VJfhVJcdhWef 4 5

101 βerspectivesJforJtailoredJchemopreventionJandJtreatmentJofJcolorectalJcancerJinJ ynchJsyndromeXJ
CriticalgReviewsgingOncology/HematologyVJ2011VJgZVJaecWff 7 8

100 TheJinternationalJdystrophicJepidermolysisJbullosaJpatientJregistryiJanJonlineJdatabaseJofJ
dystrophicJepidermolysisJbullosaJpatientsJandJtheirJrα fp_JmutationsXJHumangMutationVJ2011VJbaVJ__ZZWf4.7 63

99 uocalJadhesionJkinaseJRupzSJbindsJRtTJkinaseJviaJitsJutRMJdomainVJprimingJaJdirectJandJreciprocalJ
RtTWupzJtransactivationJmechanismXJJournalgofgBiologicalgChemistryVJ2011VJageVJ_fahaWbZa 5.4 41

98 TheJeffectsJofJfourJdifferentJtyrosineJkinaseJinhibitorsJonJmedullaryJandJpapillaryJthyroidJcancerJ
cellsXJJournalgofgClinicalgEndocrinologygandgMetabolismVJ2011VJheVJthh_Wd 5.6 66

97 TheJinversaJtypeJofJrecessiveJdystrophicJepidermolysisJbullosaJisJcausedJbyJspecificJarginineJandJ
glycineJsubstitutionsJinJtypeJVxxJcollagenXJJournalgofgMedicalgGeneticsVJ2011VJcgVJ_eZWf 5.8 21
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96 TransWeQT sJrevealJthatJindependentJgeneticJvariantsJassociatedJwithJaJcomplexJphenotypeJ
convergeJonJintermediateJgenesVJwithJaJmajorJroleJforJtheJw pXJPLoSgGeneticsVJ2011VJfVJe_ZZa_hf 6 261

95 pJgenomeWwideJassociationJstudyJofJwodgkinQsJlymphomaJidentifiesJnewJsusceptibilityJlociJatJ
ap_eX_JRRt SVJgqacXa_JandJ_Zp_cJRvpTpbSXJNaturegGeneticsVJ2010VJcaVJ__aeW__bZ 36.3 158

94 MutationsJinJSrv_ZJareJnotJinvolvedJinJwirschsprungJdiseaseXJPLoSgONEVJ2010VJdVJe_d_cc 3.7 5

93 zqβJinteractsJwithJSrv_ZVJlinkingJvoldbergWShprintzenJsyndromeJtoJmicrotubuleJdynamicsJandJ
neuronalJdifferentiationXJHumangMoleculargGeneticsVJ2010VJ_hVJbecaWd_ 5.6 33

92 venotypeWphenotypeJcorrelationsJinJ _JsyndromeiJaJguideJforJgeneticJcounsellingJandJmutationJ
analysisXJJournalgofgMedicalgGeneticsVJ2010VJcfVJ_ehWfd 5.8 61

91 MixedJlineageJkinaseJbJgeneJmutationsJinJmismatchJrepairJdeficientJgastrointestinalJtumoursXJ
HumangMoleculargGeneticsVJ2010VJ_hVJehfWfZe 5.6 21

90 wistoneJmethyltransferaseJgeneJStTsaJisJaJnovelJtumorJsuppressorJgeneJinJclearJcellJrenalJcellJ
carcinomaXJCancergResearchVJ2010VJfZVJcagfWh_ 10.1 178

89 xdentificationJofJMαpvWcYStRuJasJaJregulatorJofJageWrelatedJproteotoxicityXJCellVJ2010VJ_caVJeZ_W_a 56.2 83

88 RecurrentJandJfounderJmutationsJinJtheJüetherlandsJiJβlakophilinWaJpXprgfhXJmutationJcausingJ
arrhythmogenicJrightJventricularJcardiomyopathyYdysplasiaXJNetherlandsgHeartgJournalVJ2010VJ_gVJdgbWh_2.2 29

87 sifferentialJcontributionsJofJrareJandJcommonVJcodingJandJnoncodingJRetJmutationsJtoJ
multifactorialJwirschsprungJdiseaseJliabilityXJAmericangJournalgofgHumangGeneticsVJ2010VJgfVJeZWfc 11 198

86 ScreeningJforJgermlineJsüs_JmutationsJinJtesticularJcancerJpatientsXJFamilialgCancerVJ2010VJhVJcbhWca 3 3

85 pnJupdatedJandJupgradedJ _rpMJmutationJdatabaseXJHumangMutationVJ2010VJb_VJt__ZaWh 4.7 41

84 tstrogensVJMSxJandJ ynchJsyndromeWassociatedJtumorsXJBiochimicagEtgBiophysicagActa:gReviewsgong
CancerVJ2009VJ_fheVJ_hcWaZZ 11.2 7

83 xnteractionJbetweenJaJchromosomeJ_ZJRtTJenhancerJandJchromosomeJa_JinJtheJsownJ
syndromeWwirschsprungJdiseaseJassociationXJHumangMutationVJ2009VJbZVJff_Wd 4.7 50

82 pJgeneticJvariantsJdatabaseJforJarrhythmogenicJrightJventricularJdysplasiaYcardiomyopathyXJHumang
MutationVJ2009VJbZVJ_afgWgb 4.7 94

81 βMSaJinvolvementJinJpatientsJsuspectedJofJ ynchJsyndromeXJGenesgChromosomesgandgCancerVJ2009VJ
cgVJbaaWh 5 31

80 qiochemicalJcharacterizationJofJM wbJmissenseJmutationsJdoesJnotJrevealJanJapparentJroleJofJ
M wbJinJ ynchJsyndromeXJGenesgChromosomesgandgCancerVJ2009VJcgVJbcZWdZ 5 15

79 soJmicrosatelliteJinstabilityJprofilesJreallyJdifferJbetweenJcolorectalJandJendometrialJtumorsnXJ
GenesgChromosomesgandgCancerVJ2009VJcgVJddaWf 5 10

(2009-2011)
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78 vermlineJhypermethylationJofJM w_JandJtβrpMJdeletionsJareJaJfrequentJcauseJofJ ynchJ
syndromeXJGenesgChromosomesgandgCancerVJ2009VJcgVJfbfWcc 5 160

77 TβdbJgermlineJmutationsJinJβortugalJandJgeneticJmodifiersJofJageJatJcancerJonsetXJFamilialgCancerVJ
2009VJgVJbgbWhZ 3 12

76 MononucleotideJprecedesJdinucleotideJrepeatJinstabilityJduringJcolorectalJtumourJdevelopmentJinJ
 ynchJsyndromeJpatientsXJJournalgofgPathologyVJ2009VJa_hVJheW_Za 9.4 18

75 romplexJpathogenesisJofJwirschsprungQsJdiseaseJinJaJpatientJwithJhydrocephalusVJvesicoWureteralJ
refluxJandJaJbalancedJtranslocationJtRbj_fSRp_ajq__SXJEuropeangJournalgofgHumangGeneticsVJ2009VJ_fVJcgbWhZ5.3 20

74
 ongWtermJfollowWupJofJpatientsJwithJrecessiveJdystrophicJepidermolysisJbullosaJinJtheJ
üetherlandsiJexpansionJofJtheJmutationJdatabaseJandJunusualJphenotypeWgenotypeJcorrelationsXJ
JournalgofgDermatologicalgScienceVJ2009VJdeVJhW_g

4.3 20

73 SevereJcardiacJphenotypeJwithJrightJventricularJpredominanceJinJaJlargeJcohortJofJpatientsJwithJaJ
singleJmissenseJmutationJinJtheJstSJgeneXJHeartgRhythmVJ2009VJeVJ_dfcWgb 6.7 117

72 SurvivalWrelatedJprofileVJpathwaysVJandJtranscriptionJfactorsJinJovarianJcancerXJPLoSgMedicineVJ2009VJ
eVJeac 11.6 133

71 SomaticJmutationsJinJmismatchJrepairJgenesJinJsporadicJgastricJcarcinomasJareJnotJaJcauseJbutJaJ
consequenceJofJtheJmutatorJphenotypeXJCancergGeneticsgandgCytogeneticsVJ2008VJ_gZVJ__ZWc 21

70 rXJelegansJmodelJidentifiesJgeneticJmodifiersJofJalphaWsynucleinJinclusionJformationJduringJagingXJ
PLoSgGeneticsVJ2008VJcVJe_ZZZZaf 6 295

69 pJnewJperspectiveJonJtranscriptionalJsystemJregulationJRTSRSiJtowardsJTSRJprofilingXJPLoSgONEVJ
2008VJbVJe_ede 3.7 11

68 pJnovelJMSwaJgermlineJmutationJinJaJsruzeJwüβrrJfamilyXJFamilialgCancerVJ2008VJfVJ_bdWh 3 2

67  ocusWspecificJdatabasesJandJrecommendationsJtoJstrengthenJtheirJcontributionJtoJtheJ
classificationJofJvariantsJinJcancerJsusceptibilityJgenesXJHumangMutationVJ2008VJahVJ_afbWg_ 4.7 39

66 TumorJcharacteristicsJasJanJanalyticJtoolJforJclassifyingJgeneticJvariantsJofJuncertainJclinicalJ
significanceXJHumangMutationVJ2008VJahVJ_ahaWbZb 4.7 51

65 pssessmentJofJfunctionalJeffectsJofJunclassifiedJgeneticJvariantsXJHumangMutationVJ2008VJahVJ_b_cWae 4.7 85

64 pJdatabaseJtoJsupportJtheJinterpretationJofJhumanJmismatchJrepairJgeneJvariantsXJHumangMutation
VJ2008VJahVJ_bbfWc_ 4.7 47

63 SevereJmyocardialJfibrosisJcausedJbyJaJdeletionJofJtheJdQJendJofJtheJlaminJpYrJgeneXJJournalgofgtheg
AmericangCollegegofgCardiologyVJ2007VJchVJacbZWh 15.1 67

62 tvidenceJbasedJselectionJofJhousekeepingJgenesXJPLoSgONEVJ2007VJaVJeghg 3.7 527

61 vettingJridJofJtheJβMSaJpseudogenesiJmissionJimpossiblenXJHumangMutationVJ2007VJagVJc_cjJauthorJ
replyJc_d 4.7 9
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60 uunctionalJanalysisJhelpsJtoJclarifyJtheJclinicalJimportanceJofJunclassifiedJvariantsJinJsüpJmismatchJ
repairJgenesXJHumangMutationVJ2007VJagVJ_ZcfWdc 4.7 46

59
RasYtRz_YaWmediatedJSTpTbJSerfafJphosphorylationJbyJfamilialJmedullaryJthyroidJ
carcinomaWassociatedJRtTJmutantsJinducesJfullJactivationJofJSTpTbJandJisJrequiredJforJcWfosJ
promoterJactivationVJcellJmitogenicityVJandJtransformationXJJournalgofgBiologicalgChemistryVJ2007VJ
agaVJec_dWac

5.4 48

58
SorafenibJfunctionsJtoJpotentlyJsuppressJRtTJtyrosineJkinaseJactivityJbyJdirectJenzymaticJinhibitionJ
andJpromotingJRtTJlysosomalJdegradationJindependentJofJproteasomalJtargetingXJJournalgofg
BiologicalgChemistryVJ2007VJagaVJahabZWcZ

5.4 76

57 üuclearJlocalizationJofJhumanJsüpJmismatchJrepairJproteinJexonucleaseJ_JRhtXα_SXJNucleicgAcidsg
ResearchVJ2007VJbdVJaeZhW_h 20.1 27

56 wighJyieldJofJ MüpJmutationsJinJpatientsJwithJdilatedJcardiomyopathyJandYorJconductionJdiseaseJ
referredJtoJcardiogeneticsJoutpatientJclinicsXJAmericangHeartgJournalVJ2007VJ_dcVJ__bZWh 4.9 124

55 MtxSJandJβqXJhomeoboxJproteinsJinJovarianJcancerXJEuropeangJournalgofgCancerVJ2007VJcbVJachdWdZd 7.5 66

54 rurrentJconceptsJinJRtTWrelatedJgeneticsVJsignalingJandJtherapeuticsXJTrendsgingGeneticsVJ2006VJaaVJeafWbe8.5 91

53 pJbiologicalJquestionJandJaJbalancedJRorthogonalSJdesigniJtheJingredientsJtoJefficientlyJanalyzeJ
twoWcolorJmicroarraysJwithJronfirmatoryJuactorJpnalysisXJBMCgGenomicsVJ2006VJfVJaba 4.5 16

52 pJsvvtJsystemJforJcomprehensiveJmutationJscreeningJofJqRrp_JandJqRrpaiJapplicationJinJaJsutchJ
cancerJclinicJsettingXJHumangMutationVJ2006VJafVJedcWee 4.7 68

51 RtTJasJaJdiagnosticJandJtherapeuticJtargetJinJsporadicJandJhereditaryJendocrineJtumorsXJEndocrineg
ReviewsVJ2006VJafVJdbdWeZ 27.2 261

50 βlakophilinWaJmutationsJareJtheJmajorJdeterminantJofJfamilialJarrhythmogenicJrightJventricularJ
dysplasiaYcardiomyopathyXJCirculationVJ2006VJ__bVJ_edZWg 16.7 276

49 MUTYwJandJtheJmismatchJrepairJsystemiJpartnersJinJcrimenXJHumangGeneticsVJ2006VJ__hVJaZeW__ 6.3 27

48 MedullaryJthyroidJcancerJinJaJpatientJwithJwirschsprungJdiseaseJwithJaJreZhYJgermlineJ
RtTWmutationXJJournalgofgPediatricgGastroenterologygandgNutritionVJ2005VJcZVJaaeWh 2.8 2

47 xdentifyingJcandidateJwirschsprungJdiseaseWassociatedJRtTJvariantsXJAmericangJournalgofgHumang
GeneticsVJ2005VJfeVJgdZWg 11 45

46 womozygousJnonsenseJmutationsJinJzxpp_afhJareJassociatedJwithJmalformationsJofJtheJcentralJ
andJentericJnervousJsystemsXJAmericangJournalgofgHumangGeneticsVJ2005VJffVJ_aZWe 11 129

45 StudyingJtheJgeneticsJofJwirschsprungQsJdiseaseiJunravelingJanJoligogenicJdisorderXJClinicalgGeneticsVJ
2005VJefVJeW_c 4 77

44 qRpuWVeZZtJisJnotJinvolvedJinJtheJcolorectalJtumorigenesisJofJwüβrrJinJpatientsJwithJfunctionalJ
M w_JandJMSwaJgenesXJOncogeneVJ2005VJacVJbhhdWg 9.2 128

43 roncomitantJRpSSu_pJhypermethylationJandJzRpSYqRpuJmutationsJoccurJpreferentiallyJinJMSxJ
sporadicJcolorectalJcancerXJOncogeneVJ2005VJacVJfebZWc 9.2 42

(2005-2007)
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42 pJsubstantialJproportionJofJmicrosatelliteWunstableJcolonJtumorsJcarryJTβdbJmutationsJwhileJnotJ
showingJchromosomalJinstabilityXJGenesgChromosomesgandgCancerVJ2005VJcbVJ_hcWaZ_ 5 5

41 rolorectalJcancerJandJtheJrwtzaJ__ZZdelrJmutationXJGenesgChromosomesgandgCancerVJ2005VJcbVJbffWga 5 25

40 TheJhumanJleukocyteJantigenJregionJandJcolorectalJcancerJriskXJDiseasesgofgthegColongandgRectumVJ
2005VJcgVJbZbWe 3.1 6

39 RtTWfamilialJmedullaryJthyroidJcarcinomaJmutantsJYfh_uJandJSgh_pJactivateJaJSrcYypzYSTpTbJ
pathwayVJindependentJofJglialJcellJlineWderivedJneurotrophicJfactorXJCancergResearchVJ2005VJedVJ_fahWbf 10.1 79

38
seterminationJofJTβdbJmutationJisJmoreJrelevantJthanJmicrosatelliteJinstabilityJstatusJforJtheJ
predictionJofJdiseaseWfreeJsurvivalJinJadjuvantWtreatedJstageJxxxJcolonJcancerJpatientsXJJournalgofg
ClinicalgOncologyVJ2005VJabVJdebdWcb

2.2 111

37 βredictiveJvalueJofJthymidylateJsynthaseJandJdihydropyrimidineJdehydrogenaseJproteinJexpressionJ
onJsurvivalJinJadjuvantlyJtreatedJstageJxxxJcolonJcancerJpatientsXJAnnalsgofgOncologyVJ2005VJ_eVJ_eceWdb 10.3 42

36 sistinctJpatternsJofJzRpSJmutationsJinJcolorectalJcarcinomasJaccordingJtoJgermlineJmismatchJ
repairJdefectsJandJhM w_JmethylationJstatusXJHumangMoleculargGeneticsVJ2004VJ_bVJabZbW__ 5.6 102

35
 ocalizingJaJputativeJmutationJasJtheJmajorJcontributorJtoJtheJdevelopmentJofJsporadicJ
wirschsprungJdiseaseJtoJtheJRtTJgenomicJsequenceJbetweenJtheJpromoterJregionJandJexonJaXJ
EuropeangJournalgofgHumangGeneticsVJ2004VJ_aVJeZcW_a

5.3 42

34 sistinctJtranscriptionalJchangesJinJdonorJkidneysJuponJbrainJdeathJinductionJinJratsiJinsightsJinJtheJ
processesJofJbrainJdeathXJAmericangJournalgofgTransplantationVJ2004VJcVJ_hfaWg_ 8.7 69

33 üoJassociationJbetweenJtwoJM wbJvariantsJRSgcdvJandJβgcc SandJcolorectalJcancerJriskXJCancerg
GeneticsgandgCytogeneticsVJ2004VJ_daVJfZW_ 14

32 svvtWbasedJwholeWgeneJmutationJscanningJofJtheJdystrophinJgeneJinJsuchenneJandJqeckerJ
muscularJdystrophyJpatientsXJHumangMutationVJ2004VJabVJdfWee 4.7 45

31 üoJassociationJbetweenJtheJprgaZ_vlyJpolymorphismJofJtheJsrrJgeneJandJcolorectalJcancerXJ
DigestivegandgLivergDiseaseVJ2004VJbeVJga_Wb 3.3

30 TowardJnewJstrategiesJtoJselectJyoungJendometrialJcancerJpatientsJforJmismatchJrepairJgeneJ
mutationJanalysisXJJournalgofgClinicalgOncologyVJ2003VJa_VJcbecWfZ 2.2 112

29 TwoJmismatchJrepairJgeneJmutationsJfoundJinJaJcolonJcancerJpatientWWwhichJoneJisJpathogenicnXJ
HumangGeneticsVJ2003VJ__aVJ_ZdWh 6.3 28

28 MqscJmutationsJareJrareJinJgastricJcarcinomasJwithJmicrosatelliteJinstabilityXJCancergGeneticsgandg
CytogeneticsVJ2003VJ_cdVJ_ZbWf 15

27
setectionJofJpointJmutationJinJdystrophinJgeneJrevealsJsomaticJandJgermlineJmosaicismJinJtheJ
motherJofJaJpatientJwithJsuchenneJmuscularJdystrophyXJAmericangJournalgofgMedicalgGeneticsgPartg
AVJ2003VJ__gpVJaheWg

25

26 βrognosticJfactorsJinJovarianJcanceriJcurrentJevidenceJandJfutureJprospectsXJEuropeangJournalgofg
CancervgSupplementVJ2003VJ_VJ_afW_cd 1.6 14

25 pcceptableJageJforJprophylacticJsurgeryJinJchildrenJwithJmultipleJendocrineJneoplasiaJtypeJaaXJ
EuropeangJournalgofgSurgicalgOncologyVJ2003VJahVJbb_Wd 3.6 28
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24 pqrsJsyndromeJisJcausedJbyJaJhomozygousJmutationJinJtheJtsüRqJgeneXJAmericangJournalgofg
MedicalgGeneticsgPartgAVJ2002VJ_ZgVJaabWd 39

23 wydrocephalusJandJintestinalJaganglionosisiJisJ _rpMJaJmodifierJgeneJinJwirschsprungJdiseasenXJ
AmericangJournalgofgMedicalgGeneticsgPartgAVJ2002VJ_ZgVJd_We 37

22 TwoJcasesJofJtheJcaudalJduplicationJanomalyJincludingJaJdiscordantJmonozygoticJtwinXJAmericang
JournalgofgMedicalgGeneticsgPartgAVJ2002VJ__aVJbhZWb 25

21 SegregationJatJthreeJlociJexplainsJfamilialJandJpopulationJriskJinJwirschsprungJdiseaseXJNatureg
GeneticsVJ2002VJb_VJghWhb 36.3 223

20 MolecularJandJclinicalJcharacteristicsJofJMSweJvariantsiJanJanalysisJofJadJindexJcarriersJofJaJgermlineJ
variantXJAmericangJournalgofgHumangGeneticsVJ2002VJfZVJaeWbf 11 246

19 pJrareJhaplotypeJofJtheJRtTJprotoWoncogeneJisJaJriskWmodifyingJalleleJinJhirschsprungJdiseaseXJ
AmericangJournalgofgHumangGeneticsVJ2002VJf_VJhehWfc 11 39

18 MtüapWRtTWinducedJcellularJtransformationJbyJactivationJofJSTpTbXJOncogeneVJ2001VJaZVJdbdZWg 9.2 76

17 xnclusionJofJmalignantJfibrousJhistiocytomaJinJtheJtumourJspectrumJassociatedJwithJhereditaryJ
nonWpolyposisJcolorectalJcancerXJGenesgChromosomesgandgCancerVJ2000VJahVJbdbWd 5 71

16 pJsingleWnucleotideJpolymorphicJvariantJofJtheJRtTJprotoWoncogeneJisJunderrepresentedJinJ
sporadicJwirschsprungJdiseaseXJEuropeangJournalgofgHumangGeneticsVJ2000VJgVJfa_Wc 5.3 42

15 MSxW JgastricJcarcinomasJshareJtheJhM w_JmethylationJstatusJofJMSxWwJcarcinomasJbutJnotJtheirJ
clinicopathologicalJprofileXJLaboratorygInvestigationVJ2000VJgZVJ_h_dWab 5.9 41

14 uamilialJendometrialJcancerJinJfemaleJcarriersJofJMSweJgermlineJmutationsXJNaturegGeneticsVJ1999VJ
abVJ_caWc 36.3 342

13
MutationsJofJUus_ JareJnotJresponsibleJforJtheJmajorityJofJcasesJofJsiveorgeJ
SyndromeYvelocardiofacialJsyndromeJwithoutJdeletionsJwithinJchromosomeJaaq__XJAmericang
JournalgofgHumangGeneticsVJ1999VJedVJacfWh

11 30

12 romprehensiveJTβdbWdenaturingJgradientJgelJelectrophoresisJmutationJdetectionJassayJalsoJ
applicableJtoJarchivalJparaffinWembeddedJtissueXJDiagnosticgMoleculargPathologyVJ1999VJgVJaW_Z 24

11 xnvestigationJofJtheJgenesJforJRtTJandJitsJligandJcomplexVJvsüuYvuR˛–W_VJinJsmallJcellJlungJ
carcinomaJ1998VJa_VJbaeWbba 9

10 ronstipationJasJtheJpresentingJsymptomJinJdeJnovoJmultipleJendocrineJneoplasiaJtypeJaqXJ
PediatricsVJ1998VJ_ZaVJcZdWg 7.4 21

9 pJnovelJpointJmutationJinJtheJintracellularJdomainJofJtheJretJprotooncogeneJinJaJfamilyJwithJ
medullaryJthyroidJcarcinomaXJJournalgofgClinicalgEndocrinologygandgMetabolismVJ1997VJgaVJc_feWg 5.6 68

8 roexistentJwirschsprungQsJdiseaseJandJesophagealJachalasiaJinJmaleJsiblingsXJJournalgofgPediatricg
SurgeryVJ1997VJbaVJ_gZhW__ 2.6 20

7 MSwaJandJM w_JmutationsJinJsporadicJreplicationJerrorWpositiveJcolorectalJcarcinomaJasJassessedJ
byJtwoWdimensionalJsüpJelectrophoresisJ1997VJ_gVJaehWafg 76

(1997-2002)

11



6 MSwaJandJM w_JmutationsJinJsporadicJreplicationJerrorWpositiveJcolorectalJcarcinomaJasJassessedJ
byJtwoWdimensionalJsüpJelectrophoresisJ1997VJ_gVJaeh 4

5 üoJmutationsJfoundJbyJRtTJmutationJscanningJinJsporadicJandJhereditaryJneuroblastomaXJHumang
GeneticsVJ1996VJhfVJbeaWc 6.3 22

4 MutationJanalysisJofJtheJRtTJprotoWoncogeneJinJsutchJfamiliesJwithJMtüJapVJMtüJaqJandJuMTriJ
twoJnovelJmutationsJandJoneJdeJnovoJmutationJforJMtüJapXJHumangGeneticsVJ1996VJhfVJ__Wc 6.3 25

3 üoJmutationsJfoundJbyJRtTJmutationJscanningJinJsporadicJandJhereditaryJneuroblastomaXJHumang
GeneticsVJ1996VJhfVJbeaWbec 6.3

2 αrderingJofJmarkersJinJtheJpericentromericJregionJofJchromosomeJ_ZXJHumangGeneticsVJ1995VJheVJ__eWg 6.3

1 pJmutationJinJtheJRtTJprotoWoncogeneJassociatedJwithJmultipleJendocrineJneoplasiaJtypeJaqJandJ
sporadicJmedullaryJthyroidJcarcinomaXJNatureVJ1994VJbefVJbfdWe 50.4 975
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