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h Paper IF Citations

151 WhiteJmatterJisJincreasedJinJtheJbrainsJofJadultsJwithJneurofibromatosisJaXXJOrphaneteJournaleofe
RareeDiseasesVJ2022VJagVJaae 4.2

150 wenomeWwideJSequencingJandJtheJslinicalJtiagnosisJofJweneticJtiseasejJTheJsqUSuSJStudyXJHumane
GeneticseandeGenomicseAdvancesVJ2022VJaZZaZh 0.8 0

149 qJpersonalizedJgenomicJresultsJeWbookletVJcoWdesignedJandJpilotWtestedJbyJfamiliesXJPECeInnovationVJ
2022VJaZZZci 0

148 qlterationsJinJbrainJmorphologyJbyJMRyJinJadultsJwithJneurofibromatosisJaXJOrphaneteJournaleofe
RareeDiseasesVJ2021VJafVJdfb 4.2 1

147 TowardJtheJdiagnosisJofJrareJchildhoodJgeneticJdiseasesjJwhatJdoJparentsJvalueJmostoXJEuropeane
JournaleofeHumaneGeneticsVJ2021VJbiVJadiaWaeZa 5.3 2

146 RevisedJdiagnosticJcriteriaJforJneurofibromatosisJtypeJaJandJ egiusJsyndromejJanJinternationalJ
consensusJrecommendationXJGeneticseineMedicineVJ2021VJbcVJaeZfWaeac 8.1 43

145 qfterJgenomicJtestingJresultsjJParentsQJlongWtermJviewsXJJournaleofeGeneticeCounselingVJ2021VJ 2.5 1

144 SecondaryJbiogenicJamineJdeficienciesjJgeneticJetiologyVJtherapeuticJinterventionsVJandJclinicalJ
effectsXJNeurogeneticsVJ2021VJbbVJbeaWbfb 3

143 UtilizationJandJuptakeJofJclinicalJgeneticsJservicesJinJhighWincomeJcountriesjJqJscopingJreviewXJ
HealthePolicyVJ2021VJabeVJhggWhhg 3.2 1

142 PrescriptionJopioidJuseJduringJpregnancyJandJriskJforJpretermJbirthJorJtermJlowJbirthweightXJ
JournaleofeOpioideManagementVJ2021VJagVJbaeWbbe 0.8 0

141 StraglrjJdiscoveringJandJgenotypingJtandemJrepeatJexpansionsJusingJwholeJgenomeJlongWreadJ
sequencesXJGenomeeBiologyVJ2021VJbbVJbbd 18.3 2

140 wenomeWwideJsequencingJasJaJfirstWtierJscreeningJtestJforJshortJtandemJrepeatJexpansionsXJGenomee
MedicineVJ2021VJacVJabf 14.4 4

139 UtilizationJofJtelehealthJinJpaediatricJgenomeWwideJsequencingjJxealthJservicesJimplementationJ
issuesJinJtheJsqUSuSJStudyXJJournaleofeTelemedicineeandeTelecareVJ2021VJacegfccXbZihbgcg 6.8 2

138 TheJcompositionJandJcapacityJofJtheJclinicalJgeneticsJworkforceJinJhighWincomeJcountriesjJaJscopingJ
reviewXJGeneticseineMedicineVJ2020VJbbVJadcgWaddi 8.1 16

137 MéaJsWterminalJtruncationJsyndromeJisJaJnovelJneurodevelopmentalJandJcraniofacialJdisorderJwithJ
partialJrhombencephalosynapsisXJBrainVJ2020VJadcVJeeWfh 11.2 18

136 RenpenningJsyndromeJinJaJfemaleXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2020VJahbVJdihWeZc 2.5 1

135 qtypicalJantipsychoticJuseJduringJpregnancyJandJbirthJdefectJriskjJéationalJrirthJtefectsJ
PreventionJStudyVJaiigWbZaaXJSchizophreniaeResearchVJ2020VJbaeVJhaWhh 3.6 6
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134 qJnovelJmouseJmodelJforJpyridoxineWdependentJepilepsyJdueJtoJantiquitinJdeficiencyXJHumane
MoleculareGeneticsVJ2020VJbiVJcbffWcbhd 5.6 5

133
MRyJbasedJvolumetricJmeasurementsJofJvestibularJschwannomasJinJpatientsJwithJ
neurofibromatosisJtypeJbjJcomparisonJofJthreeJdifferentJsoftwareJtoolsXJScientificeReportsVJ2020VJ
aZVJaaeda

4.9 1

132 uxomeJSequencingJandJslinicalJtiagnosisXJJAMAeueJournaleofetheeAmericaneMedicaleAssociationVJ2020VJ 27.4 6

131 TheJcostJtrajectoryJofJtheJdiagnosticJcareJpathwayJforJchildrenJwithJsuspectedJgeneticJdisordersXJ
GeneticseineMedicineVJ2020VJbbVJbibWcZZ 8.1 14

130 uxomeJSequencingJasJPartJofJaJMultidisciplinaryJqpproachJtoJtiagnosisWReplyXJJAMAeueJournaleofethee
AmericaneMedicaleAssociationVJ2020VJcbdVJbddeWbddf 27.4 1

129 P PxPJdeficiencyjJclinicalVJgeneticVJbiochemicalVJandJmechanisticJinsightsXJBrainVJ2019VJadbVJedbWeei 11.2 41

128
qJdistinctJneurodevelopmentalJsyndromeJwithJintellectualJdisabilityVJautismJspectrumJdisorderVJ
characteristicJfaciesVJandJmacrocephalyJisJcausedJbyJdefectsJinJsxthXJJournaleofeHumaneGeneticsVJ
2019VJfdVJbgaWbhZ

4.3 20

127 RqPytOMysSjJrapidJgenomeWwideJsequencingJinJaJneonatalJintensiveJcareJunitWsuccessesJandJ
challengesXJEuropeaneJournaleofePediatricsVJ2019VJaghVJabZgWabah 4.1 29

126 StrabismusJinJshildrenJWithJyntellectualJtisabilityjJPartJofJaJrroaderJMotorJsontrolJPhenotypeoXJ
PediatriceNeurologyVJ2019VJaZZVJhgWia 2.9 1

125 MutationsJinJy ’VJencodingJintegrinWlinkedJkinaseVJareJassociatedJwithJarrhythmogenicJ
cardiomyopathyXJTranslationaleResearchVJ2019VJbZhVJaeWbi 11 14

124 wenomeWwideJsequencingJinJacutelyJillJinfantsjJgenomicJmedicineQsJcriticalJapplicationoXJGeneticseine
MedicineVJ2019VJbaVJdihWeZd 8.1 28

123 qspartylglycosamineJisJaJbiomarkerJforJéw YaWsttwVJaJcongenitalJdisorderJofJdeglycosylationXJ
MoleculareGeneticseandeMetabolismVJ2019VJabgVJcfhWcgb 3.7 12

122 teJnovoJpathogenicJtéMa JvariantJinJaJpatientJdiagnosedJwithJatypicalJhereditaryJsensoryJandJ
autonomicJneuropathyXJMoleculareGeneticsemamp;eGenomiceMedicineVJ2019VJgVJeZZifa 2.3 8

121 slinicalJTeratologyJ2019VJaeWfZ

120 TheJcostJandJdiagnosticJyieldJofJexomeJsequencingJforJchildrenJwithJsuspectedJgeneticJdisordersjJaJ
benchmarkingJstudyXJGeneticseineMedicineVJ2018VJbZVJaZacWaZba 8.1 55

119 SerialJMRysJprovideJnovelJinsightJintoJnaturalJhistoryJofJopticJpathwayJgliomasJinJpatientsJwithJ
neurofibromatosisJaXJOrphaneteJournaleofeRareeDiseasesVJ2018VJacVJfb 4.2 17

118 uvaluatingJtheJuseJofJparentalJreportsJtoJestimateJhealthJcareJresourceJutilizationJinJchildrenJwithJ
suspectedJgeneticJdisordersXJJournaleofeEvaluationeineClinicalePracticeVJ2018VJbdVJdafWdbb 2.5 5

117 ’eyJymplicationsJofJtataJSharingJinJPediatricJwenomicsXJJAMAePediatricsVJ2018VJagbVJdgfWdha 8.3 22

(2018-2020)
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116 qssessmentJofJsaseJReportsJandJslinicalJSeriesJ2018VJchiWcif

115 qssessingJanJynteractiveJOnlineJToolJtoJSupportJParentsQJwenomicJTestingJtecisionsXJJournaleofe
GeneticeCounselingVJ2018VJbhVJaZ 2.5 13

114 éeurofibrominJhaploinsufficiencyJresultsJinJalteredJspermatogenesisJinJaJmouseJmodelJofJ
neurofibromatosisJtypeJaXJPLoSeONEVJ2018VJacVJeZbZhhce 3.7 2

113 TheJimportanceJofJgeneticJcounsellingJinJgenomeWwideJsequencingXJNatureeReviewseGeneticsVJ2018VJ
aiVJgceWgcf 30.1 21

112 TheJwenomicJsonsultationJServicejJqJclinicalJserviceJdesignedJtoJimproveJpatientJselectionJforJ
genomeWwideJsequencingJinJrritishJsolumbiaXJMoleculareGeneticsemamp;eGenomiceMedicineVJ2018VJfVJeib 2.3 16

111 wenomicJnewbornJscreeningjJpublicJhealthJpolicyJconsiderationsJandJrecommendationsXJBMCe
MedicaleGenomicsVJ2017VJaZVJi 3.7 44

110 éonWopticJgliomaJinJadultsJandJchildrenJwithJneurofibromatosisJaXJOrphaneteJournaleofeRaree
DiseasesVJ2017VJabVJcd 4.2 21

109 qJcaseJofJsplenomegalyJinJsr JsyndromeXJEuropeaneJournaleofeMedicaleGeneticsVJ2017VJfZVJcgdWcgi 2.6 5

108 sontroversyJandJdebateJonJclinicalJgenomicsJsequencingWpaperJbjJclinicalJgenomeWwideJsequencingjJ
donQtJthrowJoutJtheJbabyJwithJthe´ bathwaterKXJJournaleofeClinicaleEpidemiologyVJ2017VJibVJgWaZ 5.7

107 sontroversyJandJdebateJonJclinicalJgenomicsJsequencingWpaperJdjJclinicalJgenomeWwideJsequencingjJ
responseJtoJWilsonVJMillerVJandJRousseauXJJournaleofeClinicaleEpidemiologyVJ2017VJibVJacWae 5.7

106
sompoundJheterozygousJTRPVdJmutationsJinJtwoJsiblingsJwithJaJcomplexJphenotypeJincludingJ
severeJintellectualJdisabilityJandJneuropathyXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2017VJ
agcVJcZhgWcZib

2.5 7

105 qsTrJ ossWofWvunctionJMutationsJResultJinJaJPleiotropicJtevelopmentalJtisorderXJAmericaneJournale
ofeHumaneGeneticsVJ2017VJaZaVJaZbaWaZcc 11 50

104 somprehensiveJwholeJgenomeJsequenceJanalysesJyieldsJnovelJgeneticJandJstructuralJinsightsJforJ
yntellectualJtisabilityXJBMCeGenomicsVJ2017VJahVJdZc 4.5 9

103  ossWofWvunctionJandJwainWofWvunctionJMutationsJinJ’séQeJsauseJyntellectualJtisabilityJorJupilepticJ
uncephalopathyXJAmericaneJournaleofeHumaneGeneticsVJ2017VJaZaVJfeWgd 11 58

102 yndividualJtéqJsamplesJandJhealthJinformationJsoldJbyJbcandMeXJGeneticseineMedicineVJ2016VJahVJcZeWf 8.1 7

101
yntragenicJséVsJforJepigeneticJregulatoryJgenesJinJintellectualJdisabilityjJSurveyJidentifiesJ
pathogenicJandJbenignJsingleJexonJchangesXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2016VJ
agZVJbiafWbibf

2.5 11

100 surrentJcontroversiesJinJprenatalJdiagnosisJbjJshouldJaJfetalJexomeJbeJusedJinJtheJassessmentJofJaJ
dysmorphicJorJmalformedJfetusoXJPrenataleDiagnosisVJ2016VJcfVJaeWi 3.2 15

99 ParentsQJPerspectivesJonJSupportingJTheirJtecisionJMakingJinJwenomeWWideJSequencingXJJournaleofe
NursingeScholarshipVJ2016VJdhVJbfeWge 3.6 14
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98 wrowthJinJneurofibromatosisJaJmicrodeletionJpatientsXJClinicaleGeneticsVJ2016VJhiVJceaWd 4 14

97  owJriskJofJsolidJtumorsJinJpersonsJwithJtownJsyndromeXJGeneticseineMedicineVJ2016VJahVJaaeaWaaeg 8.1 83

96 uxomeJSequencingJandJtheJManagementJofJéeurometabolicJtisordersXJNeweEnglandeJournaleofe
MedicineVJ2016VJcgdVJbbdfWee 59.2 197

95 somparingJtheJabilityJofJOPTyOéRabSJandJOPTyOéReSJtoJassessJsharedJdecisionWmakingJinJgeneticJ
counsellingXJPatienteEducationeandeCounselingVJ2016VJiiVJagagWbc 3.1 12

94 SafetyJofJSelectiveJSerotoninJReuptakeJynhibitorsJinJPregnancyjJqJReviewJofJsurrentJuvidenceXJCNSe
DrugsVJ2016VJcZVJdiiWeae 6.7 43

93 uxomeJsequencingJforJgeneJdiscoveryJinJlethalJfetalJdisordersWWharnessingJtheJvalueJofJextremeJ
phenotypesXJPrenataleDiagnosisVJ2015VJceVJaZZeWi 3.2 63

92 SpecificJSSRysJandJbirthJdefectsjJrayesianJanalysisJtoJinterpretJnewJdataJinJtheJcontextJofJpreviousJ
reportsXJBMJteTheVJ2015VJceaVJhcaiZ 5.9 96

91 TheJclinicalJapplicationJofJgenomeWwideJsequencingJforJmonogenicJdiseasesJinJsanadajJPositionJ
StatementJofJtheJsanadianJsollegeJofJMedicalJweneticistsXJJournaleofeMedicaleGeneticsVJ2015VJebVJdcaWg 5.8 137

90 slinicalJandJmolecularJpredictorsJofJmortalityJinJneurofibromatosisJbjJaJU’JnationalJanalysisJofJaaibJ
patientsXJJournaleofeMedicaleGeneticsVJ2015VJebVJfiiWgZe 5.8 52

89 QuantitativeJassociationsJofJscalpJandJbodyJsubcutaneousJneurofibromasJwithJinternalJplexiformJ
tumorsJinJneurofibromatosisJaXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2015VJafgVJaeahWbd 2.5 6

88 weneticJmosaicsJandJtheJgermJlineJlineageXJGenesVJ2015VJfVJbafWcg 4.2 22

87 qntineoplasticJdrugsJ2015VJcgcWcii 1

86 sombinedJimmunodeficiencyJassociatedJwithJhomozygousJMq TaJmutationsXJJournaleofeAllergyeande
ClinicaleImmunologyVJ2014VJaccVJadehWfbVJadfbXeaWg 11.5 91

85 SingleJexonWresolutionJtargetedJchromosomalJmicroarrayJanalysisJofJknownJandJcandidateJ
intellectualJdisabilityJgenesXJEuropeaneJournaleofeHumaneGeneticsVJ2014VJbbVJgibWhZZ 5.3 30

84 UpdateJfromJtheJbZacJynternationalJéeurofibromatosisJsonferenceXJAmericaneJournaleofeMedicale
GeneticsteParteAVJ2014VJafdqVJbifiWgh 2.5 11

83 qJnovelJrecurrentJmutationJinJqTPaqcJcausesJsqPOSJsyndromeXJOrphaneteJournaleofeRareeDiseasesVJ
2014VJiVJae 4.2 121

82 vORwuJsanadaJsonsortiumjJoutcomesJofJaJbWyearJnationalJrareWdiseaseJgeneWdiscoveryJprojectXJ
AmericaneJournaleofeHumaneGeneticsVJ2014VJidVJhZiWag 11 174

81 uxposureWbasedJvalidationJlistJforJdevelopmentalJtoxicityJscreeningJassaysXJBirtheDefectseResearche
ParteB:eDevelopmentaleandeReproductiveeToxicologyVJ2014VJaZaVJdbcWh 35

(2014-2016)
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80 ManagementJofJmultipleJsclerosisJduringJpregnancyJandJtheJreproductiveJyearsjJaJsystematicJ
reviewXJObstetricseandeGynecologyVJ2014VJabdVJaaegWaafh 4.9 87

79 renignJwholeJbodyJtumorJvolumeJisJaJriskJfactorJforJmalignantJperipheralJnerveJsheathJtumorsJinJ
neurofibromatosisJtypeJaXJJournaleofeNeurouOncologyVJ2014VJaafVJcZgWac 4.8 49

78 slinicalJTeratologyJ2013VJaWci 1

77 RecurrentJsubacuteJpostWviralJonsetJofJataxiaJassociatedJwithJaJPRvaJmutationXJEuropeaneJournaleofe
HumaneGeneticsVJ2013VJbaVJabcbWi 5.3 14

76 PaternalismJandJtheJqsMwJrecommendationsJonJgenomicJincidentalJfindingsjJpatientsJseenJbutJnotJ
heardXJGeneticseineMedicineVJ2013VJaeVJgeaWb 8.1 41

75 uffetJdeJlaJvitamineJtc´ surJlaJdensitˆ'JosseuseJchezJlesJpatientsJporteursJdâ��uneJneurofibromatoseJa´ jJ
uneJˆ'tudeJcliniqueJrˆ'trospectiveXJRevueeDueRhumatismeeoEditioneFrancaisepVJ2013VJhZVJbfbWbff 0.1

74 uffectJofJvitaminJtcJtreatmentJonJboneJdensityJinJneurofibromatosisJaJpatientsjJaJretrospectiveJ
clinicalJstudyXJJointeBoneeSpineVJ2013VJhZVJcaeWi 2.9 20

73 qpproachesJtoJtreatingJévaJtibialJpseudarthrosisjJconsensusJfromJtheJshildrenQsJTumorJvoundationJ
évaJroneJqbnormalitiesJsonsortiumXJJournaleofePediatriceOrthopaedicsVJ2013VJccVJbfiWge 2.4 42

72 PrevalenceJofJselectedJgenomicJdeletionsJandJduplicationsJinJaJvrenchWsanadianJpopulationWbasedJ
sampleJofJnewbornsXJMoleculareGeneticsemamp;eGenomiceMedicineVJ2013VJaVJhgWig 2.3 13

71 SafeJlistsJforJmedicationsJinJpregnancyjJinadequateJevidenceJbaseJandJinconsistentJguidanceJfromJ
WebWbasedJinformationVJbZaaXJPharmacoepidemiologyeandeDrugeSafetyVJ2013VJbbVJcbdWh 2.6 35

70 MedicationsJinJtheJfirstJtrimesterJofJpregnancyjJmostJcommonJexposuresJandJcriticalJgapsJinJ
understandingJfetalJriskXJPharmacoepidemiologyeandeDrugeSafetyVJ2013VJbbVJaZacWh 2.6 103

69
reyondJtheJpatientjJtheJbroaderJimpactJofJgeneticJdiscriminationJamongJindividualsJatJriskJofJ
xuntingtonJdiseaseXJAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsVJ2012VJ
aeirVJbagWbf

3.5 32

68
LyJwantJtoJknowJwhatQsJinJPandoraQsJroxLjJcomparingJstakeholderJperspectivesJonJincidentalJ
findingsJinJclinicalJwholeJgenomicJsequencingXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2012VJ
aehqVJbeaiWbe

2.5 128

67  ifeWhistoryJchronicleJforJaJpatientJwithJtheJrecentlyJdescribedJchromosomeJdqbaJmicrodeletionJ
syndromeXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2012VJaehqVJbfZfWi 2.5 4

66 wrowthJdynamicsJofJplexiformJneurofibromasjJaJretrospectiveJcohortJstudyJofJbZaJpatientsJwithJ
neurofibromatosisJaXJOrphaneteJournaleofeRareeDiseasesVJ2012VJgVJge 4.2 75

65 uxomeJsequencingJandJfunctionalJvalidationJinJzebrafishJidentifyJwTtsbJmutationsJasJaJcauseJofJ
WalkerWWarburgJsyndromeXJAmericaneJournaleofeHumaneGeneticsVJ2012VJiaVJedaWg 11 144

64
ProspectiveJstudyJofJmethylenetetrahydrofolateJreductaseJRMTxvRSJvariantJsfggTJandJriskJofJ
allWcauseJandJcardiovascularJdiseaseJmortalityJamongJfZZZJUSJadultsXJAmericaneJournaleofeClinicale
NutritionVJ2012VJieVJabdeWec

7 40

63 MolecularJrasisJofJsardiovascularJqbnormalitiesJinJévaJ2012VJcecWcff 1
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62 MassivelyJParallelJSequencingJ2011VJaadWacd

61 umpiricalJdevelopmentJofJimprovedJdiagnosticJcriteriaJforJneurofibromatosisJbXJGeneticseine
MedicineVJ2011VJacVJegfWha 8.1 67

60 MaternalJtreatmentJwithJopioidJanalgesicsJandJriskJforJbirthJdefectsXJAmericaneJournaleofeObstetricse
andeGynecologyVJ2011VJbZdVJcadXeaWaa 6.4 235

59 somparisonJofJgenomeWwideJarrayJgenomicJhybridizationJplatformsJforJtheJdetectionJofJcopyJ
numberJvariantsJinJidiopathicJmentalJretardationXJBMCeMedicaleGenomicsVJ2011VJdVJbe 3.7 25

58
SaZZrJandJneurofibrominJimmunostainingJandJXWinactivationJpatternsJofJlaserWmicrodissectedJcellsJ
indicateJaJmulticellularJoriginJofJsomeJévaWassociatedJneurofibromasXJJournaleofeNeurosciencee
ResearchVJ2011VJhiVJadeaWfZ

4.4 5

57
vactorsJassociatedJwithJexperiencesJofJgeneticJdiscriminationJamongJindividualsJatJriskJforJ
xuntingtonJdiseaseXJAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsVJ2011VJ
aefrVJaiWbg

3.5 14

56 umergingJissuesJinJteratologyjJanJintroductionXJAmericaneJournaleofeMedicaleGeneticsteParteC:e
SeminarseineMedicaleGeneticsVJ2011VJaegsVJadgWi 3.1 1

55 PatternsJofJantidepressantJmedicationJuseJamongJpregnantJwomenJinJaJUnitedJStatesJpopulationXJ
JournaleofeClinicalePharmacologyVJ2011VJeaVJbfdWgZ 2.9 122

54 tifferentJpatternsJofJmastJcellsJdistinguishJdiffuseJfromJencapsulatedJneurofibromasJinJpatientsJ
withJneurofibromatosisJaXJJournaleofeHistochemistryeandeCytochemistryVJ2011VJeiVJehdWiZ 3.4 24

53 TheJsensitivityJofJmassivelyJparallelJsequencingJforJdetectingJcandidateJinfectiousJagentsJ
associatedJwithJhumanJtissueXJPLoSeONEVJ2011VJfVJeaihch 3.7 51

52 tuplicationsJofJtheJcriticalJRubinsteinWTaybiJdeletionJregionJonJchromosomeJafpacXcJcauseJaJnovelJ
recognisableJsyndromeXJJournaleofeMedicaleGeneticsVJ2010VJdgVJaeeWfa 5.8 45

51 slinicalJandJgeneticJaspectsJofJneurofibromatosisJaXJGeneticseineMedicineVJ2010VJabVJaWaa 8.1 302

50 ympactJofJrRsqJmutationsJonJfemaleJfertilityJandJoffspringJsexJratioXJAmericaneJournaleofeHumane
BiologyVJ2010VJbbVJbZaWe 2.7 36

49 ValueJforJmoneyoJqrrayJgenomicJhybridizationJforJdiagnosticJtestingJforJgeneticJcausesJofJ
intellectualJdisabilityXJAmericaneJournaleofeHumaneGeneticsVJ2010VJhfVJgfeWgb 11 46

48
sonsensusJstatementjJchromosomalJmicroarrayJisJaJfirstWtierJclinicalJdiagnosticJtestJforJindividualsJ
withJdevelopmentalJdisabilitiesJorJcongenitalJanomaliesXJAmericaneJournaleofeHumaneGeneticsVJ2010VJ
hfVJgdiWfd

11 1831

47 PrevalenceJofJdentalJcariesJinJchildrenJwithJneurofibromatosisJaXJClinicaleOraleInvestigationsVJ2010VJ
adVJdgiWhZkJauthorJreplyJdhZ 4.2 6

46 MaternalJuseJofJbupropionJandJriskJforJcongenitalJheartJdefectsXJAmericaneJournaleofeObstetricseande
GynecologyVJ2010VJbZcVJebXeaWf 6.4 63

45 TheJprinciplesJofJteratologyjJareJtheyJstillJtrueoXJBirtheDefectseResearcheParteA:eClinicaleandeMoleculare
TeratologyVJ2010VJhhVJgffWh 28

(2010-2011)
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44 qJdifferentJapproachJtoJvalidatingJscreeningJassaysJforJdevelopmentalJtoxicityXJBirtheDefectse
ResearcheParteB:eDevelopmentaleandeReproductiveeToxicologyVJ2010VJhiVJebfWcZ 39

43 PerceptionsJofJgeneticJdiscriminationJamongJpeopleJatJriskJforJxuntingtonQsJdiseasejJaJcrossJ
sectionalJsurveyXJBMJteTheVJ2009VJcchVJbbage 5.9 77

42 qJnovelJdeJnovoJaXaJMbJduplicationJofJagqbaXccJassociatedJwithJcognitiveJimpairmentJandJotherJ
anomaliesXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2009VJadiqVJabegWfb 2.5 10

41 SkeletalJabnormalitiesJinJneurofibromatosisJtypeJajJapproachesJtoJtherapeuticJoptionsXJAmericane
JournaleofeMedicaleGeneticsteParteAVJ2009VJadiqVJbcbgWch 2.5 97

40
ParentalJperceivedJvalueJofJaJdiagnosisJforJintellectualJdisabilityJRytSjJaJqualitativeJcomparisonJofJ
familiesJwithJandJwithoutJaJdiagnosisJforJtheirJchildQsJytXJAmericaneJournaleofeMedicaleGeneticsteParte
AVJ2009VJadiqVJbcicWdZb

2.5 52

39 rigJrisksJinJsmallJgroupsjJTheJdifferenceJbetweenJepidemiologyJandJcounsellingXJBirtheDefectse
ResearcheParteA:eClinicaleandeMoleculareTeratologyVJ2009VJheVJgbZWd 6

38 MassivelyJparallelJsequencingjJtheJnextJbigJthingJinJgeneticJmedicineXJAmericaneJournaleofeHumane
GeneticsVJ2009VJheVJadbWed 11 257

37 qJcharacteristicJsyndromeJassociatedJwithJmicroduplicationJofJhqabVJinclusiveJofJsxtgXJEuropeane
JournaleofeMedicaleGeneticsVJ2009VJebVJdcfWi 2.6 20

36 SafetyJofJselectiveJserotoninJreuptakeJinhibitorsJinJpregnancyXJCNSeDrugsVJ2009VJbcVJdicWeZi 6.7 69

35 qssessmentJofJbenignJtumorJburdenJbyJwholeWbodyJMRyJinJpatientsJwithJneurofibromatosisJaXJ
NeurouOncologyVJ2008VJaZVJeicWh 1 151

34 qJtranslocationJtRfkgSRpaaWpabkqbbSJassociatedJwithJautismJandJmentalJretardationjJlocalizationJandJ
identificationJofJcandidateJgenesJatJtheJbreakpointsXJPsychiatriceGeneticsVJ2008VJahVJaZaWi 2.9 11

33 UseJofJqffymetrixJmappingJarraysJinJtheJdiagnosisJofJgeneJcopyJnumberJvariationXJCurrenteProtocolse
ineHumaneGeneticsVJ2008VJshapterJhVJUnitJhXac 3.2 7

32 uarlyJprimaryJtoothJeruptionJinJneurofibromatosisJaJindividualsXJEuropeaneJournaleofeOraleSciencesVJ
2007VJaaeVJdbeWf 2.3 9

31 éovelJdeletionsJofJadqaaXbJassociatedJwithJdevelopmentalJdelayVJcognitiveJimpairmentJandJsimilarJ
minorJanomaliesJinJthreeJchildrenXJJournaleofeMedicaleGeneticsVJ2007VJddVJeefWfa 5.8 58

30 OsteopoikilosisVJshortJstatureJandJmentalJretardationJasJkeyJfeaturesJofJaJnewJmicrodeletionJ
syndromeJonJabqadXJJournaleofeMedicaleGeneticsVJ2007VJddVJbfdWh 5.8 47

29 UseJofJselectiveJserotoninWreuptakeJinhibitorsJinJpregnancyJandJtheJriskJofJbirthJdefectsXJNewe
EnglandeJournaleofeMedicineVJ2007VJcefVJbfhdWib 59.2 384

28 SelectiveJserotoninWreuptakeJinhibitorsJandJpersistentJpulmonaryJhypertensionJofJtheJnewbornXJ
NeweEnglandeJournaleofeMedicineVJ2006VJcedVJbahhWiZkJauthorJreplyJbahhWiZ 59.2 49

27 qddendumjJsartanJtreatmentJduringJpregnancyXJBirtheDefectseResearcheParteA:eClinicaleandeMoleculare
TeratologyVJ2005VJgcVJiZdWe 6
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26 SubcutaneousJneurofibromasJareJassociatedJwithJmortalityJinJneurofibromatosisJajJaJcohortJstudyJ
ofJgZcJpatientsXJAmericaneJournaleofeMedicaleGeneticsteParteAVJ2005VJacbqVJdiWec 2.5 57

25 tecreasedJboneJmineralJdensityJinJpatientsJwithJneurofibromatosisJaXJOsteoporosiseInternationalVJ
2005VJafVJaafaWf 5.3 110

24 PrevalenceJofJneurofibromatosisJaJinJwermanJchildrenJatJelementaryJschoolJenrollmentXJArchiveseofe
DermatologyVJ2005VJadaVJgaWd 243

23 PatternsJofJassociationsJofJclinicalJfeaturesJinJneurofibromatosisJaJRévaSXJHumaneGeneticsVJ2003VJ
aabVJbhiWig 6.3 43

22 xumanJchromosomeJgjJtéqJsequenceJandJbiologyXJScienceVJ2003VJcZZVJgfgWgb 33.3 159

21 wrowthJchartsJforJyoungJchildrenJwithJneurofibromatosisJaJRévaSJ2000VJibVJbbdWbbg 22

20
RecurrentJtrisomyJbaJinJaJcoupleJwithJaJchildJpresentingJtrisomyJbaJmosaicismJandJmaternalJ
uniparentalJdisomyJforJchromosomeJbaJinJtheJeuploidJcellJlineXJAmericaneJournaleofeMedicaleGeneticse
ParteAVJ2000VJidVJceWda

33

19 slinicalJobjectivesJinJmedicalJgeneticsJforJundergraduateJmedicalJstudentsXJqssociationJofJ
ProfessorsJofJxumanJweneticsVJslinicalJObjectivesJTaskJvorceXJGeneticseineMedicineVJ1998VJaVJedWe 8.1 18

18 weneticsJinJMedicineJandJinformaticsJforJtheJgeneticJclinicianXJGeneticseineMedicineVJ1998VJaVJebWeb 8.1 2

17 uvidenceJforJmultiWsiteJclosureJofJtheJneuralJtubeJinJhumansXJAmericaneJournaleofeMedicaleGeneticse
ParteAVJ1993VJdgVJgbcWdc 317

16  ifeWthreateningJstatusJasthmaticusJatJabXeJweeksQJgestationXJReportJofJaJnormalJpregnancyJ
outcomeXJChestVJ1991VJaZZVJbheWf 5.3 11

15 songenitalJcataractsJinJmotherVJsisterVJandJsonJofJaJpatientJwithJxallermannWStreiffJsyndromejJ
coincidenceJorJclueoXJAmericaneJournaleofeMedicaleGeneticseParteAVJ1991VJdaVJeZZWb 4

14 MaternalJserumJalphaWfetoproteinJinJpregnancyXJAmericaneJournaleofeObstetricseandeGynecologyVJ
1990VJafcVJfibWc 6.4

13 songenitalJdiaphragmaticJherniaVJcoarseJfaciesVJandJacralJhypoplasiajJvrynsJsyndromeXJAmericane
JournaleofeMedicaleGeneticseParteAVJ1989VJcbVJicWi 51

12 xepatocellularJcarcinomaJinJaJchildJwithJfamilialJRussellWSilverJsyndromeXJAmericaneJournaleofe
MedicaleGeneticseParteAVJ1988VJcaVJiZiWad 16

11 ’allmannJsyndromeJassociatedJwithJchoanalJatresiaXJClinicaleGeneticsVJ1987VJcaVJbbdWg 4 21

10 vetalJkaryotypeJfollowingJascertainmentJofJfetalJanomaliesJbyJultrasoundXJPrenataleDiagnosisVJ1987VJ
gVJeeaWe 3.2 45

9 PrevalenceJofJsoxsackieJrJvirusJantibodiesJinJpatientsJwithJjuvenileJdermatomyositisXJArthritiseande
RheumatismVJ1986VJbiVJacfeWgZ 154

(1986-2005)
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8 qnatomicJcorrelatesJofJultrasonographicJprenatalJdiagnosisXJPrenataleDiagnosisVJ1986VJfVJeaWfa 3.2 31

7 ymmunogeneticJstudiesJofJjuvenileJdermatomyositisXJyyyXJStudyJofJantibodyJtoJorganWspecificJandJ
nuclearJantigensXJArthritiseandeRheumatismVJ1985VJbhVJaeaWg 41

6 weneticJheterogeneityJinJspondyloepiphysealJdysplasiaJcongenitaXJAmericaneJournaleofeMedicale
GeneticseParteAVJ1984VJahVJcaaWbZ 13

5
qsTyVuJzUVuéy uJtuRMqTOMYOSyTySJRztMSSJySJqSSOsyqTutJWyTxJsOMP uMuéTJqétJ
sOqwU qTyOéJqsTyVqTyOéVJqétJyésRuqSutJTyTuRSJTOJqéTyéUs uqRJRqéqSJqétJsOXSqs’yuJrJ
VyRq JRsOXWrSJqéTywuéSXJPediatriceResearchVJ1984VJahVJbfbqWbfbq

3.2 3

4 qcuteJnonlymphocyticJleukemiajJexpressionJinJcellsJrestrictedJtoJgranulocyticJandJmonocyticJ
differentiationXJNeweEnglandeJournaleofeMedicineVJ1979VJcZaVJaWe 59.2 71

3 SpecificityJofJacquiredJclonalJchromosomeJabnormalitiesJinJéewJZealandJrlackJmiceXJInternationale
JournaleofeCancerVJ1978VJbaVJeZeWaZ 7.5 11

2 WhiteJMatterJisJyncreasedJinJtheJrrainsJofJqdultsJwithJéeurofibromatosisJa 1

1 tevelopmentalJToxicologyJandJTeratologyiWag
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