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j Paper IF Citations

172
MolecularJopproachesJinJtetalJMalformationsVJrynamicJonomaliesJandJSoftJMarkershJriagnosticJ
RatesJandJqhallengesWSystematicJReviewJofJtheJziteratureJandJMetaWonalysisXXJDiagnosticsVJ2022VJ
[]VJ

3.8 1

171 qriticalJprenatalJdiagnosisJandJmanagementJofJincidentalJexonJbaWbbJdeletionJinJtheJdystrophinJ
geneXXJEuropeanYJournalYofYObstetricsmYGynecologyYandYReproductiveYBiologyVJ2022VJ 2.4

170 qhromosomalJMicroarrayJonalysisJinJtetusesJretectedJwithJwsolatedJqardiovascularJMalformationhJ
oJMulticenterJStudyVJSystematicJReviewJofJtheJziteratureJandJMetaWonalysisXJDiagnosticsVJ2022VJ[]VJ[a]f3.8 0

169 MyoclonicJspilepsyhJqaseJReportJofJaJMildJPhenotypeJinJaJPediatricJPatientJsxpandingJqlinicalJ
SpectrumJofJPathogenicJVariantsXXJFrontiersYinYNeurologyVJ2021VJ[]VJfZdc[d 4.1

168 PregnantJwomenQsJknowledgeJandJbehaviourJtoJpreventJcytomegalovirusJinfectionhJanJ
observationalJstudyXJJournalYofYPerinatalYMedicineVJ2021VJbgVJa]eWaa] 2.7 3

167 OTXZ[cJspiWrrugJsxertsJontitumorJsffectsJinJOvarianJqancerJqellsJbyJplockingJuüzaWMediatedJ
RadioresistanceJMechanismshJqellularVJMolecularJandJqomputationalJsvidenceXJCancersVJ2021VJ[aVJ 6.6 2

166 miRW[]cbYüRt]YvOW[JaxisJisJinvolvedJinJprotectionJagainstJoxidativeJstressJofJcysticJfibrosishJoJpilotJ
studyXJExperimentalYandYTherapeuticYMedicineVJ2021VJ][VJcfc 2.1 3

165 tetalJdacryocystocelehJoJpitfallJinJtheJthirdWtrimesterJprenatalJdiagnosisJofJcleftJlipXJJournalYofY
ClinicalYUltrasoundVJ2021VJbgVJeeeWeef 1

164 olteredJsxpressionJofJqandidateJuenesJinJMayerWRokitanskyWyˆ…sterWvauserJSyndromeJMayJ
wnfluenceJVaginalJyeratinocytesJpiologyhJoJtocusJonJProteinJyinaseJXXJBiologyVJ2021VJ[ZVJ 4.9 1

163 sxternalJhydrocephalusJasJaJprenatalJfeatureJofJnoonanJsyndromeXJAnnalsYofYHumanYGeneticsVJ2021VJ
fcVJ]bgW]c] 2.2 1

162 üeonatalJMarfanJSyndromeJbyJwnheritedJMutationXJIndianYJournalYofYPediatricsVJ2021VJffVJ[edW[ee 3 1

161 RecurrentJprenatalJPwsZO[WrelatedJlymphaticJdysplasiahJsxpandingJmolecularJandJultrasoundJ
findingsXJEuropeanYJournalYofYMedicalYGeneticsVJ2021VJdbVJ[Zb[Zd 2.6 3

160
wncidentalJSOS[JvariantJidentifiedJbyJnonWinvasiveJprenatalJscreeninghJPrenatalJdiagnosisJandJfamilyJ
clinicalJreassessmentXJEuropeanYJournalYofYObstetricsmYGynecologyYandYReproductiveYBiologyVJ2021VJ
]cdVJc[fWc]Z

2.4 1

159 urtcJmutationJcaseJreportJandJaJsystematicJreviewJofJmolecularJandJclinicalJspectrumhJsxpandingJ
currentJknowledgeJonJgenotypeWphenotypeJcorrelationsXJBoneVJ2021VJ[bbVJ[[cfZa 4.7 2

158 PrenatalJsxomeJSequencinghJpackgroundVJqurrentJPracticeJandJtutureJPerspectivesWoJSystematicJ
ReviewXJDiagnosticsVJ2021VJ[[VJ 3.8 5

157 WhenJtoJtestJfetusesJforJRoSopathiesmJPropositionJfromJaJsystematicJanalysisJofJac]JmulticenterJ
casesJandJaJpostnatalJcohortXJGeneticsYinYMedicineVJ2021VJ]aVJ[[[dW[[]b 8.1 5

156 tetalJearlyJmotorJneuronJdisruptionJandJprenatalJmolecularJdiagnosisJinJaJsevereJpwqr]WopathyXJ
AmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2021VJ[fcVJ[cZgW[c[b 2.5 1
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155 RiskJofJneuralJtubeJdefectsJaccordingJtoJmaternalJbodyJmassJindexhJaJsystematicJreviewJandJ
metaWanalysisXJJournalYofYMaternalnFetalYandYNeonatalYMedicineVJ2021VJ[W[Z 2 3

154 uenotypeWPhenotypeJqorrelationsJinJMonogenicJParkinsonJriseasehJoJReviewJonJqlinicalJandJ
MolecularJtindingsXJFrontiersYinYNeurologyVJ2021VJ[]VJdbfcff 4.1 3

153 XWlinkedJdominantJRPuRJgeneJmutationJinJaJfamilialJqoatsJangiomatosisXJBMCYOphthalmologyVJ2021
VJ][VJae 2.3 1

152
ProteinWproteinJinteractionJnetworkJanalysisJappliedJtoJrüoJcopyJnumberJprofilingJsuggestsJnewJ
perspectivesJonJtheJaetiologyJofJMayerWRokitanskyWyˆ…sterWvauserJsyndromeXJScientificYReportsVJ
2021VJ[[VJbbf

4.9 5

151 svidenceJofJinvolvementJofJaJnovelJVUSJvariantJinJtheJqvypJgeneJtoJcongenitalJmuscularJdystrophyJ
affectionXJMetaYGeneVJ2020VJ]bVJ[ZZdgf 0.7

150 SusceptibilityJtoJischaemicJheartJdiseasehJtocusingJonJgeneticJvariantsJforJoTPWsensitiveJpotassiumJ
channelJbeyondJtraditionalJriskJfactorsXJEuropeanYJournalYofYPreventiveYCardiologyVJ2020VJ]Zbebfea]Zg]defZ3.9 13

149 MyoclonicJepilepsyVJparkinsonismVJschizophreniaJandJleftWhandednessJasJcommonJneuropsychiatricJ
featuresJinJ]]q[[X]JdeletionJsyndromeXJJournalYofYMedicalYGeneticsVJ2020VJceVJ[c[W[cg 5.8 5

148 TaggwJPolymorphismJandJsndometriosisJinJaJqohortJofJwtalianJWomenXJDiagnosticsVJ2020VJ[ZVJ 3.8 3

147 psTJinhibitionJtherapyJcounteractsJcancerJcellJsurvivalVJclonogenicJpotentialJandJradioresistanceJ
mechanismsJinJrhabdomyosarcomaJcellsXJCancerYLettersVJ2020VJbegVJe[Wff 9.9 8

146 onJobservationalJstudyJtoJassessJwtalianJobstetricsJprovidersQJknowledgeJaboutJpreventiveJpracticesJ
andJdiagnosisJofJcongenitalJcytomegalovirusXJJournalYofYPerinatalYMedicineVJ2020VJbgVJdeWe] 2.7 1

145
PrenatalJwholeJexomeJsequencingJdetectsJaJnewJhomozygousJfukutinJRtyTüSJmutationJinJaJfetusJ
withJanJultrasoundJsuspicionJofJfamilialJrandyWWalkerJmalformationXJMolecularYGeneticsYfamp;Y
GenomicYMedicineVJ2020VJfVJe[Zcb

2.3 3

144
ObstetricalJandJperinatalJoutcomesJinJfetusesJwithJearlyJversusJlateJsonographicJdiagnosisJofJshortJ
femurJlengthhJoJsingleWcenterVJprospectiveVJcohortJstudyXJEuropeanYJournalYofYObstetricsmYGynecologyY
andYReproductiveYBiologyVJ2020VJ]cbVJ[eZW[eb

2.4 1

143 wdentificationJofJaJnovelJRUüX]JgeneJmutationJandJearlyJdiagnosisJofJqqrJinJaJcleidocranialJ
dysplasiaJsuspectedJwranianJfamilyXJClinicalYCaseYReportsYhdiscontinuediVJ2020VJfVJ]aaaW]abZ 0.7 0

142 onJenormousJwtalianJpedigreeJofJMarfanJsyndromeJwithJaJnovelJmutationJinJtheJtpü[JgeneXJClinicalY
CaseYReportsYhdiscontinuediVJ2020VJfVJ[bbcW[bc[ 0.7 0

141
veterozygousJnonsenseJoRXJmutationJinJaJfamilyJhighlightsJtheJcomplexityJofJclinicalJandJ
molecularJdiagnosisJinJcaseJofJchromosomalJandJsingleJgeneJdisorderJcoWinheritanceXJMolecularY
GeneticsYfamp;YGenomicYMedicineVJ2020VJfVJe[aad

2.3 1

140 qlinicalJandJMolecularJSpectrumJofJMyotoniaJandJPeriodicJParalysesJossociatedJWithJMutationsJinJ
inJaJzargeJqohortJofJwtalianJPatientsXJFrontiersYinYNeurologyVJ2020VJ[[VJdbd 4.1 3

139 RoleJofJductusJvenosusJagenesisJinJrightJventricleJdevelopmentXJJournalYofYMaternalnFetalYandY
NeonatalYMedicineVJ2020VJ[Wb 2 1

138 tetalJtongueJpostureJassociatedJwithJmicrognathiahJonJultrasoundJmarkerJofJcleftJsecondaryJ
palatemXJJournalYofYClinicalYUltrasoundVJ2020VJbfVJbfWc[ 1 1

(2020-2021)
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137 SmallJep]]XaJmicrodeletionhJqaseJreportJofJSnxfJhaploinsufficiencyJandJneurologicalJfindingsXJ
EuropeanYJournalYofYMedicalYGeneticsVJ2020VJdaVJ[Zaee] 2.6 4

136 UnusualJSegregationJofJoPPJMutationsJinJMonogenicJolzheimerJriseaseXJNeurodegenerativeY
DiseasesVJ2019VJ[gVJgdW[ZZ 2.3 1

135 qlinicalJandJfunctionalJcharacterizationJofJaJnovelJRoSopathyWcausingJSvOq]JmutationJassociatedJ
withJprenatalWonsetJhypertrophicJcardiomyopathyXJHumanYMutationVJ2019VJbZVJ[ZbdW[Zcd 4.7 6

134 refiningJtheJclinicalWgeneticJandJneuroradiologicalJfeaturesJinJSPucbhJdescriptionJofJeightJ
additionalJcasesJandJnineJnovelJrrvr]JvariantsXJJournalYofYNeurologyVJ2019VJ]ddVJ]dceW]ddb 5.5 9

133 UpdateJinJnonWinvasiveJprenatalJtestingXJMinervaYGinecologicaVJ2019VJe[VJbbWca 1.2 1

132
PoRPJinhibitorsJaffectJgrowthVJsurvivalJandJradiationJsusceptibilityJofJhumanJalveolarJandJ
embryonalJrhabdomyosarcomaJcellJlinesXJJournalYofYCancerYResearchYandYClinicalYOncologyVJ2019VJ
[bcVJ[aeW[c]

4.9 16

131 MidtrimesterJisolatedJshortJfemurJandJperinatalJoutcomeshJoJsystematicJreviewJandJmetaWanalysisXJ
ActaYObstetriciaYEtYGynecologicaYScandinavicaVJ2019VJgfVJ[[W[e 3.8 15

130 WholeJexomeJsequencingJinJanJwtalianJfamilyJwithJisolatedJmaxillaryJcanineJagenesisJandJcanineJ
eruptionJanomaliesXJArchivesYofYOralYBiologyVJ2018VJg[VJgdW[Z] 2.8 3

129 MolecularJonalysisJofJPyUWossociatedJPovJMutationshJoJtastJandJSimpleJuenotypingJTestXJMethodsY
andYProtocolsVJ2018VJ[VJ 2.5 1

128 RapidJdetectionJofJcopyJnumberJvariationsJandJpointJmutationsJinJgenesJusingJaJsingleJworkflowJbyJ
ionJsemiconductorJsequencingJpipelineXJOncotargetVJ2018VJgVJaadbfWaadcc 3.3 9

127 UnusualJassociationJofJSqü]oJepilepticJencephalopathyJwithJsevereJcorticalJdysplasiaJdetectedJbyJ
prenatalJMRwXJEuropeanYJournalYofYPaediatricYNeurologyVJ2017VJ][VJcfeWcgZ 3.8 9

126 zackJofJpathogenicJmutationsJinJSOS[JgeneJinJphenytoinWinducedJgingivalJovergrowthJpatientsXJ
ArchivesYofYOralYBiologyVJ2017VJfZVJ[dZW[da 2.8 2

125 oJsketchJofJknownJandJnovelJMYqüWassociatedJmiRüoJnetworksJinJneuroblastomaXJOncologyY
ReportsVJ2017VJafVJaW]Z 3.5 20

124 RoleJofJfetalJMRwJinJtheJevaluationJofJisolatedJandJnonWisolatedJcorpusJcallosumJdysgenesishJresultsJ
ofJaJcrossWsectionalJstudyXJPrenatalYDiagnosisVJ2017VJaeVJ]bbW]c] 3.2 12

123
PharmacologicalJtargetingJofJtheJephrinJreceptorJkinaseJsignallingJbyJuzPu[egZJinJvitroJandJinJvivoJ
revertsJoncophenotypeVJinducesJmyogenicJdifferentiationJandJradiosensitizesJembryonalJ
rhabdomyosarcomaJcellsXJJournalYofYHematologyYandYOncologyVJ2017VJ[ZVJ[d[

22.4 23

122 PfeifferJsyndromehJliteratureJreviewJofJprenatalJsonographicJfindingsJandJgeneticJdiagnosisXJ
JournalYofYMaternalnFetalYandYNeonatalYMedicineVJ2017VJaZVJ]]]cW]]a[ 2 10

121 onJupdateJonJtheJmetabolicJsyndromeQsJepigenomicJriskXJMinervaYEndocrinologyVJ2017VJb]VJaedWafb 2.5

120 qomparativeJonalysisJofJRealWTimeJPolymeraseJqhainJReactionJMethodsJtoJTypingJvzoWpTcehZ[JinJ
vwVW[WPositiveJPatientsXJAIDSYResearchYandYHumanYRetrovirusesVJ2016VJa]VJdcbWe 1.6 6
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119 MolecularJanalysisJofJsarcomericJandJnonWsarcomericJgenesJinJpatientsJwithJhypertrophicJ
cardiomyopathyXJGeneVJ2016VJceeVJ]]eWac 3.8 24

118 rüMTapJinJvitroJknockingWdownJisJableJtoJreverseJembryonalJrhabdomyosarcomaJcellJphenotypeJ
throughJinhibitionJofJproliferationJandJinductionJofJmyogenicJdifferentiationXJOncotargetVJ2016VJeVJegab]Wegacd3.3 27

117 PrenatalJdiagnosisJofJproximalJfocalJfemoralJdeficiencyhJziteratureJreviewJofJprenatalJsonographicJ
findingsXJJournalYofYClinicalYUltrasoundVJ2016VJbbVJ]c]Wg 1 10

116 RecessiveJwnactivatingJMutationsJinJTpqyVJsncodingJaJRabJuTPaseWoctivatingJProteinVJqauseJSevereJ
wnfantileJSyndromicJsncephalopathyXJAmericanYJournalYofYHumanYGeneticsVJ2016VJgfVJee]Wf[ 11 29

115 MutationsJinJyqüv[JandJoTPdV[p]JcauseJZimmermannWzabandJsyndromeXJNatureYGeneticsVJ2015VJ
beVJdd[We 36.3 128

114
qrizotinibWinducedJantitumourJactivityJinJhumanJalveolarJrhabdomyosarcomaJcellsJisJnotJsolelyJ
dependentJonJozyJandJMsTJinhibitionXJJournalYofYExperimentalYandYClinicalYCancerYResearchVJ2015VJ
abVJ[[]

12.8 38

113 TheJuseJofJpiezosurgeryJinJcranialJsurgeryJinJchildrenXJJournalYofYCraniofacialYSurgeryVJ2015VJ]dVJfbZW] 1.2 13

112 zossWofWtunctionJMutationsJinJoPPz[JinJtamilialJriabetesJMellitusXJAmericanYJournalYofYHumanY
GeneticsVJ2015VJgeVJ[eeWfc 11 91

111 SingleJnucleotideJpolymorphismsJinJtheJpromoterJregionsJofJtoxpaJandJwqOSzuJgenesJareJ
associatedJwithJolopeciaJareataXJClinicalYandYExperimentalYMedicineVJ2014VJ[bVJg[We 4.9 25

110 zackJofJassociationJbetweenJserotoninJtransporterJcWvTTJgeneJpolymorphismJandJendometriosisJinJ
anJwtalianJpatientJpopulationXJJournalYofYNegativeYResultsYinYBioMedicineVJ2014VJ[aVJ[] 2

109 üovelJSMorbJmutationJcausingJMyhreJsyndromeXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ
2014VJ[dboVJ[facWbZ 2.5 23

108 reepJSequencingJtheJmicroRüoJprofileJinJrhabdomyosarcomaJrevealsJdownWregulationJofJmiRWaefJ
familyJmembersXJBMCYCancerVJ2014VJ[bVJffZ 4.8 43

107 wmmunogeneticJinvestigationJinJvernalJkeratoconjunctivitisXJPediatricYAllergyYandYImmunologyVJ2014VJ
]cVJcZfW[Z 4.2 12

106
qytotoxicJTWlymphocyteJantigenJbJRqTzobSJUbgouJandJqTdZJgeneJpolymorphismsJinJolopeciaJ
oreatahJaJcaseWcontrolJassociationJstudyJinJtheJwtalianJpopulationXJArchivesYofYDermatologicalY
ResearchVJ2013VJaZcVJddcWeZ

3.3 19

105 qlinicalJandJgeneticJstudyJofJtwoJpatientsJwithJZimmermannWzabandJsyndromeJandJliteratureJ
reviewXJEuropeanYJournalYofYMedicalYGeneticsVJ2013VJcdVJceZWd 2.6 23

104 üeurocognitiveJeffectsJofJmethylphenidateJonJorvrJchildrenJwithJdifferentJroTJgenotypeshJaJ
longitudinalJopenJlabelJtrialXJEuropeanYJournalYofYPaediatricYNeurologyVJ2013VJ[eVJbZeW[b 3.8 23

103 slevatedJlevelsJofJmiRW[bcJcorrelateJwithJSMoraJdownWregulationJinJcysticJfibrosisJpatientsXJ
JournalYofYCysticYFibrosisVJ2013VJ[]VJegeWfZ] 4.1 47

102 zossJofJfunctionJofJtheJsaJubiquitinWproteinJligaseJUpsapJcausesJyaufmanJoculocerebrofacialJ
syndromeXJJournalYofYMedicalYGeneticsVJ2013VJcZVJbgaWg 5.8 33

(2013-2016)
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101 tromJüurembergJtoJbioethicshJanJeducationalJprojectJforJstudentsJofJdentistryJandJdentalJ
prosthesisXJAnnaliYDiYStomatologiaVJ2013VJbVJ[afWb[

100
TrPWbaJandJtUSJRüoWbindingJproteinsJbindJdistinctJsetsJofJcytoplasmicJmessengerJRüosJandJ
differentlyJregulateJtheirJpostWtranscriptionalJfateJinJmotoneuronWlikeJcellsXJJournalYofYBiologicalY
ChemistryVJ2012VJ]feVJ[cdacWbe

5.4 190

99 vzoWrQo[JandJvzoWrQp[JinJqeliacJdiseaseJpredispositionhJpracticalJimplicationsJofJtheJvzoJ
molecularJtypingXJJournalYofYBiomedicalYScienceVJ2012VJ[gVJff 13.3 120

98 SynergisticJpostWtranscriptionalJregulationJofJtheJqysticJtibrosisJTransmembraneJconductanceJ
RegulatorJRqtTRSJbyJmiRW[Z[JandJmiRWbgbJspecificJbindingXJPLoSYONEVJ2011VJdVJe]ddZ[ 3.7 70

97 prainJderivedJneurotrophicJfactorJRprütSJexpressionJisJregulatedJbyJmicroRüosJmiRW]daJandJ
miRW]dbJalleleWspecificJbindingXJPLoSYONEVJ2011VJdVJe]fdcd 3.7 86

96 ueneticJassociationJofJvzoWrQp[JandJvzoWrRp[JpolymorphismsJwithJalopeciaJareataJinJtheJwtalianJ
populationXJBritishYJournalYofYDermatologyVJ2011VJ[dcVJf]aWe 4 26

95 tamilialJspinalJneurofibromatosisJdueJtoJaJmultiexonicJüt[JgeneJdeletionXJNeurogeneticsVJ2011VJ[]VJ]aaWbZ3 6

94 sarlyJultrasoundJsuspectJofJthanatophoricJdysplasiaJfollowedJbyJfirstJtrimesterJmolecularJ
diagnosisXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2011VJ[ccoVJ[ecdWf 2.5 3

93 MitochondrialJdisfunctionJasJaJcauseJofJozSXJArchivesYItaliennesYDeYBiologieVJ2011VJ[bgVJ[[aWg 1.1 13

92 TripleJoJsyndromehJaJnovelJcompoundJheterozygousJmutationJinJtheJoooSJgeneJinJanJwtalianJpatientJ
withoutJadrenalJinsufficiencyXJJournalYofYtheYNeurologicalYSciencesVJ2010VJ]gZVJ[cZW] 3.2 12

91 ueneticJvariantsJinJadiposeJtriglycerideJlipaseJinfluenceJlipidJlevelsJinJfamilialJcombinedJ
hyperlipidemiaXJAtherosclerosisVJ2010VJ][aVJ]ZdW[[ 3.1 7

90 TwoJnovelJmutationsJaffectingJsplicingJinJtheJwRtdJgeneJassociatedJwithJvanJderJWoudeJsyndromeXJ
JournalYofYCraniofacialYSurgeryVJ2010VJ][VJ[dcbWd 1.2 8

89 SevereJneuropathyJafterJdiphtheriaWtetanusWpertussisJvaccinationJinJaJchildJcarryingJaJnovelJ
frameWshiftJmutationJinJtheJsmallJheatWshockJproteinJ]eJgeneXJJournalYofYChildYNeurologyVJ2010VJ]cVJ[ZeWg2.5 29

88 QuantificationJofJsmallJnonWcodingJRüosJallowsJanJaccurateJcomparisonJofJmiRüoJexpressionJ
profilesXJJournalYofYBiomedicineYandYBiotechnologyVJ2009VJ]ZZgVJdcgZ]f 18

87 qlinicalVJneuropsychologicalVJneurophysiologicVJandJgeneticJfeaturesJofJaJnewJwtalianJpedigreeJwithJ
familialJcorticalJmyoclonicJtremorJwithJepilepsyXJEpilepsiaVJ2009VJcZVJ[]fbWf 6.4 29

86 vighJprevalenceJofJepilepsyJinJaJvillageJinJtheJzittoralJProvinceJofJqameroonXJEpilepsyYResearchVJ
2008VJf]VJ]ZZW[Z 3 58

85 qlinicalJlumpingJandJmolecularJsplittingJofJzsOPoRrJandJüt[Yüt[WüoonanJsyndromesXJAmericanY
JournalYofYMedicalYGeneticsmYPartYAVJ2007VJ[baoVJ[ZZgW[[ 2.5 12

84 tunctionalJanalysisJofJsplicingJmutationsJinJexonJeJofJüt[JgeneXJBMCYMedicalYGeneticsVJ2007VJfVJb 2.1 25
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83 wnJvitroJeffectJofJPPoRWgamma]JPro[]olaJpolymorphismJonJtheJdepositionJofJolzheimerQsJ
amyloidWbetaJpeptidesXJBrainYResearchVJ2007VJ[[eaVJ[Wc 3.7 2

82 qaseJreportJofJadultWonsetJollgroveJsyndromeXJNeurologicalYSciencesVJ2007VJ]fVJaa[Wc 3.5 12

81 UnravellingJtheJcomplexityJofJTJcellJabnormalitiesJinJcommonJvariableJimmunodeficiencyXJJournalY
ofYImmunologyVJ2007VJ[efVJaga]Wba 5.3 202

80 tounderJandJrecurrentJqrv[JmutationsJinJfamiliesJwithJhereditaryJdiffuseJgastricJcancerXJJAMAYnY
JournalYofYtheYAmericanYMedicalYAssociationVJ2007VJ]geVJ]adZWe] 27.4 324

79
odditionalJevidenceJthatJPTPü[[JmutationsJplayJonlyJaJminorJroleJinJtheJpathogenesisJofJ
nonWsyndromicJatrioventricularJcanalJdefectXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2006VJ
[bZVJ[geZW]

2.5 3

78 odditiveJeffectsJofJgeneticJvariationJinJdopamineJregulatingJgenesJonJworkingJmemoryJcorticalJ
activityJinJhumanJbrainXJJournalYofYNeuroscienceVJ2006VJ]dVJag[fW]] 6.6 198

77 uermlineJmissenseJmutationsJaffectingJyRoSJwsoformJpJareJassociatedJwithJaJsevereJüoonanJ
syndromeJphenotypeXJAmericanYJournalYofYHumanYGeneticsVJ2006VJegVJ[]gWac 11 183

76 qlinicalJfeaturesJandJoutcomeJofJfamilialJchronicJlymphocyticJleukemiaXJHaematologicaVJ2006VJg[VJ[[[eW]Z6.6 31

75 üt[JgeneJmutationsJrepresentJtheJmajorJmolecularJeventJunderlyingJneurofibromatosisWüoonanJ
syndromeXJAmericanYJournalYofYHumanYGeneticsVJ2005VJeeVJ[Zg]W[Z[ 11 115

74 ossociationJofJtheJmatrixJmetalloproteinaseWaJRMMPWaSJpromoterJpolymorphismJwithJceliacJdiseaseJ
inJmaleJsubjectsXJHumanYImmunologyVJ2005VJddVJe[dW]Z 2.3 11

73 RoleJofJperoxisomeJproliferatorWactivatedJreceptorJgammaJinJamyloidJprecursorJproteinJprocessingJ
andJamyloidJbetaWmediatedJcellJdeathXJBiochemicalYJournalVJ2005VJag[VJdgaWf 3.8 75

72 ZtPM]YtOu]JandJvsY]JgenesJanalysisJinJnonsyndromicJtricuspidJatresiaXJAmericanYJournalYofY
MedicalYGeneticsmYPartYAVJ2005VJ[aaoVJdfWeZ 2.5 12

71 vyperthrophicJcardiomyopathyJandJtheJPTPü[[JgeneXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ
2005VJ[adVJgaWb 2.5 8

70 qRszr[JandJuoTobJgeneJanalysisJinJpatientsJwithJnonsyndromicJatrioventricularJcanalJdefectsXJ
AmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2005VJ[agVJ]adWf 2.5 22

69 zuw[JgeneJmutationJscreeningJinJsporadicJpartialJepilepsyJwithJauditoryJfeaturesXJJournalYofY
NeurologyVJ2005VJ]c]VJd]Wd 5.5 10

68 oJnovelJPTPü[[JgeneJmutationJbridgesJüoonanJsyndromeVJmultipleJlentiginesYzsOPoRrJsyndromeJ
andJüoonanWlikeYmultipleJgiantJcellJlesionJsyndromeXJEuropeanYJournalYofYHumanYGeneticsVJ2004VJ[]VJ[ZdgWe]5.3 44

67
tamilialJaggregationJofJgeneticallyJheterogeneousJhypertrophicJcardiomyopathyhJaJboyJwithJ
zsOPoRrJsyndromeJdueJtoJPTPü[[JmutationJandJhisJnonsyndromicJfatherJlackingJPTPü[[J
mutationsXJBirthYDefectsYResearchYPartYA:YClinicalYandYMolecularYTeratologyVJ2004VJeZVJgcWf

11
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60 üonsyndromicJpulmonaryJvalveJstenosisJandJtheJPTPü[[JgeneXJAmericanYJournalYofYMedicalY
GeneticsYPartYAVJ2003VJ[[doVJafgWgZ 14

59 spilepsyJwithJauditoryJfeatureshJaJzuw[JgeneJmutationJsuggestsJaJlossWofWfunctionJmechanismXJ
AnnalsYofYNeurologyVJ2003VJcaVJagdWg 9.4 51
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53 onJoTuJrepeatJinJtheJaQWuntranslatedJregionJofJtheJhumanJresistinJgeneJisJassociatedJwithJaJ
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2.9 7
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dishevelledJpolarityJgeneXJHumanYMolecularYGeneticsVJ1996VJcVJgcaWf 5.6 50

25 PostzygoticJinstabilityJofJtheJmyotonicJdystrophyJp[ouq]JinJrepeatJsupportedJbyJlargerJexpansionsJ
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