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j Paper IF Citations

182 pβétJ olecularJSpectrumJinJaJurenchJrohortJwithJβrimaryJsyslipidemiaXJInternationalYJournalYofY
MolecularYSciencesVJ2022VJabVJdfha 6.3 0

181 rirculatingJβrSzhJ’inkedJtoJsyslipidemiaJinJ’ebaneseJSchoolchildrenXJMetabolitesVJ2022VJ]aVJd[c 5.6 0

180 rooperativeJ echanismJofJpsp TSYJpsp TS’JandJuibrillinW]JinJtheJ arfanJSyndromeJandJ
pcromelicJsysplasiasXXJFrontiersYinYGeneticsVJ2021VJ]aVJfbcf]g 4.5 1

179 rlinicalJrelevanceJofJgenotypeWphenotypeJcorrelationsJbeyondJvascularJeventsJinJaJcohortJstudyJofJ
]d[[J arfanJsyndromeJpatientsJwithJuqN]JpathogenicJvariantsXJGeneticsYinYMedicineVJ2021VJabVJ]aheW]b[c8.1 17

178  ethotrexateJandJrheumatoidJarthritisJassociatedJinterstitialJlungJdiseaseXJEuropeanYRespiratoryY
JournalVJ2021VJdfVJ 13.6 34

177 βathogenicJvariantsJinJTwSscVJencodingJtheJpsp TSWlikeJeJproteinVJpredisposeJtoJinheritedJ
thoracicJaorticJaneurysmXJGeneticsYinYMedicineVJ2021VJabVJ]]]W]aa 8.1 7

176 UnsuspectedJsomaticJmosaicismJforJuqN]JgeneJcontributesJtoJ arfanJsyndromeXJGeneticsYinY
MedicineVJ2021VJabVJgedWgf] 8.1 7

175 pgreementJinJtheJrpRTavtNtJcohortJbetweenJselfWreportedJmedicationJuseJandJclaimJdataXJ
ChronicYIllnessVJ2021VJ]fcabhdba[hgdh]b 1.4 1

174 pβétJgeneJvariantsJinJprimaryJdyslipidemiaXJAtherosclerosisVJ2021VJbagVJ]]Waa 3.1 10

173  arfanJsyndromeXJNatureYReviewsYDiseaseYPrimersVJ2021VJfVJec 51.1 17

172  UrdqJpromoterJvariantJrsbdf[dhd[JandJrheumatoidJarthritisJassociatedJinterstitialJlungJdiseaseJ
survivalJandJprogressionXJSeminarsYinYArthritisYandYRheumatismVJ2021VJd]VJhheW][[c 5.3 3

171
pJraseJofJTrisomyJ]bJ osaicismJβresentingJwithJaJSevereJporticJRootJsilatationJandJ arfanoidJ
wabitusJdueJtoJanJUnpredictableJrytogeneticJ echanismXJCytogeneticYandYGenomeYResearchVJ2020VJ
]e[VJfaWfh

1.9 0

170 rlinicalJandJgeneticJdataJofJaaJnewJpatientsJwithJS psbJpathogenicJvariantsJandJreviewJofJtheJ
literatureXJMolecularYGeneticsYfamp;YGenomicYMedicineVJ2020VJgVJe]]ba 2.3 5

169 βathogenicJuqN]JveneticJVariationJandJporticJsissectionJinJβatientsJWithJ arfan´ SyndromeXJ
JournalYofYtheYAmericanYCollegeYofYCardiologyVJ2020VJfdVJgcbWgdb 15.1 10

168 pJnewJmutationalJhotspotJinJtheJSzxJgeneJinJtheJcontextJofJ uSYTppJmolecularJdiagnosisXJHumanY
GeneticsVJ2020VJ]bhVJce]Wcfa 6.3 5

167 txcessJofJdeJnovoJvariantsJinJgenesJinvolvedJinJchromatinJremodellingJinJpatientsJwithJmarfanoidJ
habitusJandJintellectualJdisabilityXJJournalYofYMedicalYGeneticsVJ2020VJdfVJceeWcfc 5.8 2

166 xsJthereJanJagreementJbetweenJselfWreportedJmedicalJdiagnosisJinJtheJrpRTavtNtJcohortJandJtheJ
Quˆ'becJadministrativeJhealthJdatabasesnXJInternationalYJournalYofYPopulationYDataYScienceVJ2020VJdVJ]]dd 1.4 2
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165 QuantifyingJtheJveneticJqasisJofJ arfanJSyndromeJrlinicalJVariabilityXJGenesVJ2020VJ]]VJ 4.2 3

164 uirstJheterozygousJmutationJinJfamilialJpulmonaryJfibrosisXJEuropeanYRespiratoryYJournalVJ2020VJddVJ 13.6 5

163 pathogenicJvariantsiJriskJforJthoracicJaorticJdiseaseJandJassociatedJcomplicationsJfromJtheJ
 ontalcinoJporticJronsortiumXJJournalYofYMedicalYGeneticsVJ2019VJdeVJadaWae[ 5.8 23

162 rlinicalJSignificanceJofJporticJRootJ odificationJpssociatedJWithJqicuspidJporticJValveJinJ arfanJ
SyndromeXJCirculation:YCardiovascularYImagingVJ2019VJ]aVJe[[g]ah 3.9 9

161
veneticJdiversityJandJpathogenicJvariantsJasJpossibleJpredictorsJofJseverityJinJaJurenchJsampleJofJ
nonsyndromicJheritableJthoracicJaorticJaneurysmsJandJdissectionsJRnshTppsSXJGeneticsYinYMedicineVJ
2019VJa]VJa[]dWa[ac

8.1 23

160  Y’zJpathogenicJvariantsJaorticJdiseaseJpresentationVJpregnancyJriskVJandJcharacterizationJofJ
pathogenicJmissenseJvariantsXJGeneticsYinYMedicineVJ2019VJa]VJ]ccW]d] 8.1 20

159  yelodysplasticJsyndromesJandJidiopathicJpulmonaryJfibrosisiJaJdangerousJliaisonXJRespiratoryY
ResearchVJ2019VJa[VJ]ga 7.3 1

158 SystemsJpharmacologyWbasedJintegrationJofJhumanJandJmouseJdataJforJdrugJrepurposingJtoJtreatJ
thoracicJaneurysmsXJJCIYInsightVJ2019VJcVJ 9.9 8

157 ReferenceJtxpressionJβrofileJofJThreeJTranscriptJxsoformsJandJTheirJpssociationJwithJrlinicalJ
VariabilityJinJ arfanJSyndromeXJGenesVJ2019VJ][VJ 4.2 4

156 vreenJspaceJassociationsJwithJmentalJhealthJandJcognitiveJfunctioniJResultsJfromJtheJQuebecJ
rpRTavtNtJcohortXJEnvironmentalYEpidemiologyVJ2019VJbVJe[c[ 0.2 34

155 veneticJtestingJforJaortopathiesiJprimerJforJtheJnongeneticistXJCurrentYOpinionYinYCardiologyVJ2019VJ
bcVJdgdWdhb 2.1 1

154 βostprandialJlipidJabsorptionJinJsevenJheterozygousJcarriersJofJdeleteriousJvariantsJofJ TTβJinJtwoJ
abetalipoproteinemicJfamiliesXJJournalYofYClinicalYLipidologyVJ2019VJ]bVJa[]Wa]a 4.9 3

153 RegulatorJofJtelomereJlengthJ]JRSJmutationsJareJassociatedJwithJheterogeneousJpulmonaryJandJ
extraWpulmonaryJphenotypesXJEuropeanYRespiratoryYJournalVJ2019VJdbVJ 13.6 23

152 NewJSequencingJtechnologiesJhelpJrevealingJunexpectedJmutationsJinJputosomalJsominantJ
wypercholesterolemiaXJScientificYReportsVJ2018VJgVJ]hcb 4.9 13

151 UsefulnessJofJtheJgeneticJriskJscoreJtoJidentifyJphenocopiesJinJfamiliesJwithJfamilialJ
hypercholesterolemianXJEuropeanYJournalYofYHumanYGeneticsVJ2018VJaeVJdf[Wdfg 5.3 16

150 pssociationJofJmodifiersJandJotherJgeneticJfactorsJexplainJ arfanJsyndromeJclinicalJvariabilityXJ
EuropeanYJournalYofYHumanYGeneticsVJ2018VJaeVJ]fdhW]ffa 5.3 43

149 rlinicalJValidityJofJvenesJforJweritableJThoracicJporticJpneurysmJandJsissectionXJJournalYofYtheY
AmericanYCollegeYofYCardiologyVJ2018VJfaVJe[dWe]d 15.1 97

148  arfanJSyndromeJVariabilityiJxnvestigationJofJtheJRolesJofJSarcolipinJandJralciumJasJβotentialJ
TransregulatorJofJuqN]JtxpressionXJGenesVJ2018VJhVJ 4.2 4

(2018-2020)
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147 TheJranadianJβartnershipJforJTomorrowJβrojectiJaJpanWranadianJplatformJforJresearchJonJchronicJ
diseaseJpreventionXJCmajVJ2018VJ]h[VJtf][Wtf]f 3.5 44

146 βlasmaJproproteinWconvertaseWsubtilisinYkexinJtypeJhJRβrSzhSJandJcardiovascularJeventsJinJtypeJaJ
diabetesXJDiabetesmYObesityYandYMetabolismVJ2018VJa[VJhcbWhdb 6.7 9

145 xdentificationJofJtheJfirstJTangierJdiseaseJpatientJinJ’ebanonJcarryingJaJnewJpathogenicJvariantJinJ
pqrp]XJJournalYofYClinicalYLipidologyVJ2018VJ]aVJ]bfcW]bga 4.9 4

144  UrdqJβromoterJVariantJandJRheumatoidJprthritisJwithJxnterstitialJ’ungJsiseaseXJNewYEnglandY
JournalYofYMedicineVJ2018VJbfhVJaa[hWaa]h 59.2 173

143 womozygousJandJcompoundJheterozygousJmutationsJinJtheJuqN]JgeneiJunexpectedJfindingsJinJ
molecularJdiagnosisJofJ arfanJsyndromeXJJournalYofYMedicalYGeneticsVJ2017VJdcVJ][[W][b 5.8 21

142 SharedJgeneticJpredispositionJinJrheumatoidJarthritisWinterstitialJlungJdiseaseJandJfamilialJ
pulmonaryJfibrosisXJEuropeanYRespiratoryYJournalVJ2017VJchVJ 13.6 89

141 TheJβroproteinJronvertasesJinJwypercholesterolemiaJandJrardiovascularJsiseasesiJtmphasisJonJ
βroproteinJronvertaseJSubtilisinYzexinJhXJPharmacologicalYReviewsVJ2017VJehVJbbWda 22.5 70

140 βrSzhJ utationsJinJuamilialJwypercholesterolemiaiJfromJaJvroundbreakingJsiscoveryJtoJ
pntiWβrSzhJTherapiesXJCurrentYAtherosclerosisYReportsVJ2017VJ]hVJch 6 19

139 xnternationalJRegistryJofJβatientsJrarryingJTvuqR]JorJTvuqRaJ utationsiJResultsJofJtheJ prJ
R ontalcinoJporticJronsortiumSXJCirculation:YCardiovascularYGeneticsVJ2016VJhVJdcgWddg 105

138 pctionableJvenesVJroreJsatabasesVJandJ’ocusWSpecificJsatabasesXJHumanYMutationVJ2016VJbfVJ]ahhW]b[f4.7 5

137 WtSYWvSJReportingJofJ utationsJfromJrardiovascularJLpctionableLJvenesJinJrlinicalJβracticeiJpJ
zeyJRoleJforJU sJznowledgebasesJinJtheJtraJofJqigJsatabasesXJHumanYMutationVJ2016VJbfVJ]b[gW]b]f 4.7 5

136 RationaleVJdesignVJandJmethodsJforJranadianJallianceJforJhealthyJheartsJandJmindsJcohortJstudyJ
Rrpww SJWJaJβanJranadianJcohortJstudyXJBMCYPublicYHealthVJ2016VJ]eVJed[ 4.1 24

135 rlinicalJutilityJgeneJcardJforiJwereditaryJthoracicJaorticJaneurysmJandJdissectionJincludingJ
nextWgenerationJsequencingWbasedJapproachesXJEuropeanYJournalYofYHumanYGeneticsVJ2016VJacVJe]Wd 5.3 25

134 NeonatalJ arfanJSyndromeiJReportJofJaJraseJwithJanJxnheritedJSplicingJ utationJoutsideJtheJ
NeonatalJsomainXJMolecularYSyndromologyVJ2016VJeVJag]We 1.5 3

133 uéXtbJmutationsJpredisposeJtoJthoracicJaorticJaneurysmsJandJdissectionsXJJournalYofYClinicalY
InvestigationVJ2016VJ]aeVJhcgWe] 15.9 65

132  olecularJveneticsJofJtheJuibrillinopathiesJ2016VJ]W]b 3

131 βroproteinJconvertaseJsubtilisinJYJkexinJhJRβrSzhSJinhibitorsJandJtheJfutureJofJdyslipidemiaJtherapyiJ
anJupdatedJpatentJreviewJRa[]]Wa[]dSXJExpertYOpinionYonYTherapeuticYPatentsVJ2016VJaeVJ]bffW]bha 6.8 18

130 pndroSS’iJpJβlatformJtoJTestJpndroidJppplicationsJronnectionJSecurityXJLectureYNotesYinYComputerY
ScienceVJ2016VJahcWb[a 0.9 1

Catherine Boileau

4



129 ’éXJ utationsJβredisposeJtoJThoracicJporticJpneurysmsJandJsissectionsXJCirculationYResearchVJ
2016VJ]]gVJhagWbc 15.7 122

128 porticJsiseaseJβresentationJandJéutcomeJpssociatedJWithJprTpaJ utationsXJCirculation:Y
CardiovascularYGeneticsVJ2015VJgVJcdfWec 82

127
sesignJandJrationaleJofJaJprospectiveVJcollaborativeJmetaWanalysisJofJallJrandomizedJcontrolledJ
trialsJofJangiotensinJreceptorJantagonistsJinJ arfanJsyndromeVJbasedJonJindividualJpatientJdataiJpJ
reportJfromJtheJ arfanJTreatmentJTrialistsQJrollaborationXJAmericanYHeartYJournalVJ2015VJ]ehVJe[dW]a

4.9 35

126
rharacterizationJofJputosomalJsominantJwypercholesterolemiaJrausedJbyJβrSzhJvainJofJuunctionJ
 utationsJandJxtsJSpecificJTreatmentJWithJplirocumabVJaJβrSzhJ onoclonalJpntibodyXJCirculation:Y
CardiovascularYGeneticsVJ2015VJgVJgabWb]

76

125 uamilialJhypercholesterolaemiaJinJchildrenJandJadolescentsiJgainingJdecadesJofJlifeJbyJoptimizingJ
detectionJandJtreatmentXJEuropeanYHeartYJournalVJ2015VJbeVJacadWbf 9.5 430

124 weterozygousJRTt’]JmutationsJareJassociatedJwithJfamilialJpulmonaryJfibrosisXJEuropeanY
RespiratoryYJournalVJ2015VJceVJcfcWgd 13.6 96

123 ralciumJSignalingJβathwayJvenesJRUNXaJandJrprNp]rJpreJpssociatedJWithJralcificJporticJValveJ
siseaseXJCirculation:YCardiovascularYGeneticsVJ2015VJgVJg]aWaa 42

122 βrSzhJpolymorphismJinJaJTunisianJcohortiJidentificationJofJaJnewJalleleVJ’gVJandJassociationJofJalleleJ
’][JwithJreducedJcoronaryJheartJdiseaseJriskXJMolecularYandYCellularYProbesVJ2015VJahVJ]We 3.3 6

121 t’NJgeneJtriplicationJresponsibleJforJfamilialJsupravalvularJaorticJaneurysmXJCardiologyYinYtheYYoung
VJ2015VJadVJf]aWf 1 17

120 TheJclinicalJpresentationJofJ arfanJsyndromeJisJmodulatedJbyJexpressionJofJwildWtypeJuqN]JalleleXJ
HumanYMolecularYGeneticsVJ2015VJacVJafecWf[ 5.6 35

119  arfanJSartaniJaJrandomizedVJdoubleWblindVJplaceboWcontrolledJtrialXJEuropeanYHeartYJournalVJ2015VJ
beVJa]e[We 9.5 134

118 xdentificationJofJsecretedJphosphoproteinJ]JgeneJasJaJnewJrheumatoidJarthritisJsusceptibilityJgeneXJ
AnnalsYofYtheYRheumaticYDiseasesVJ2015VJfcVJe]h 2.4 16

117 txomeJsequencingJinJsuspectedJmonogenicJdyslipidemiasXJCirculation:YCardiovascularYGeneticsVJ
2015VJgVJbcbWd[ 36

116  pTapJmutationsJpredisposeJindividualsJtoJthoracicJaorticJaneurysmsXJAmericanYJournalYofYHumanY
GeneticsVJ2015VJheVJ]f[Wf 11 68

115 ’ivingJtheJβrSzhJadventureiJfromJtheJidentificationJofJaJnewJgeneJinJfamilialJhypercholesterolemiaJ
towardsJaJpotentialJnewJclassJofJanticholesterolJdrugsXJCurrentYAtherosclerosisYReportsVJ2014VJ]eVJcbh 6 72

114
a[]cJtSrJvuidelinesJonJtheJdiagnosisJandJtreatmentJofJaorticJdiseasesiJsocumentJcoveringJacuteJ
andJchronicJaorticJdiseasesJofJtheJthoracicJandJabdominalJaortaJofJtheJadultXJTheJTaskJuorceJforJtheJ
siagnosisJandJTreatmentJofJporticJsiseasesJofJtheJturopeanJSocietyJofJrardiologyJRtSrSXJEuropeanY
HeartYJournalVJ2014VJbdVJagfbWhae

9.5 2334

113 StudyJofJphenotypeJevolutionJduringJchildhoodJinJ arfanJsyndromeJtoJimproveJclinicalJrecognitionXJ
GeneticsYinYMedicineVJ2014VJ]eVJaceWd[ 8.1 37

112 pssociationJstudyJofJrRβJgeneJinJsystemicJsclerosisJinJturopeanJraucasianJpopulationXJ
RheumatologyYInternationalVJ2014VJbcVJbghWha 3.6 1

(2014-2016)
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111
tarlyWonsetJosteoarthritisVJrharcotW arieWToothJlikeJneuropathyVJautoimmuneJfeaturesVJmultipleJ
arterialJaneurysmsJandJdissectionsiJanJunrecognizedJandJlifeJthreateningJconditionXJPLoSYONEVJ2014
VJhVJehebgf

3.7 33

110
womozygousJfamilialJhypercholesterolaemiaiJnewJinsightsJandJguidanceJforJcliniciansJtoJimproveJ
detectionJandJclinicalJmanagementXJpJpositionJpaperJfromJtheJronsensusJβanelJonJuamilialJ
wypercholesterolaemiaJofJtheJturopeanJptherosclerosisJSocietyXJEuropeanYHeartYJournalVJ2014VJbdVJa]ceWdf

9.5 614

109
 upβdJlossWofWfunctionJmutationsJunderscoreJtheJinvolvementJofJmatrixJalterationJinJtheJ
pathogenesisJofJfamilialJthoracicJaorticJaneurysmsJandJdissectionsXJAmericanYJournalYofYHumanY
GeneticsVJ2014VJhdVJfbeWcb

11 88

108 uamilialJthoracicJaorticJaneurysmsXJCurrentYOpinionYinYCardiologyVJ2014VJahVJchaWg 2.1 17

107 RecurrentJgainWofWfunctionJmutationJinJβRzv]JcausesJthoracicJaorticJaneurysmsJandJacuteJaorticJ
dissectionsXJAmericanYJournalYofYHumanYGeneticsVJ2013VJhbVJbhgWc[c 11 153

106 sescriptionJofJaJlargeJfamilyJwithJautosomalJdominantJhypercholesterolemiaJassociatedJwithJtheJ
pβétJpX’eu]efdelJmutationXJHumanYMutationVJ2013VJbcVJgbWf 4.7 84

105
uamilialJhypercholesterolaemiaJisJunderdiagnosedJandJundertreatedJinJtheJgeneralJpopulationiJ
guidanceJforJcliniciansJtoJpreventJcoronaryJheartJdiseaseiJconsensusJstatementJofJtheJturopeanJ
ptherosclerosisJSocietyXJEuropeanYHeartYJournalVJ2013VJbcVJbcfgWh[a

9.5 1551

104 pJregulatoryJvariantJinJrrReJisJassociatedJwithJsusceptibilityJtoJantitopoisomeraseWpositiveJ
systemicJsclerosisXJArthritisYandYRheumatismVJ2013VJedVJba[aWg 25

103 rohortJprofileJofJtheJrpRTavtNtJstudyiJQuebecQsJpopulationWbasedJbiobankJforJpublicJhealthJandJ
personalizedJgenomicsXJInternationalYJournalYofYEpidemiologyVJ2013VJcaVJ]agdWhh 7.8 117

102 tvaluationJofJpredictiveJmodelsJinJdailyJpracticeJforJtheJidentificationJofJpatientsJwithJ’ynchJ
syndromeXJInternationalYJournalYofYCancerVJ2012VJ]b[VJ]befWff 7.5 16

101 xdentificationJandJcharacterizationJofJnewJgainWofWfunctionJmutationsJinJtheJβrSzhJgeneJ
responsibleJforJautosomalJdominantJhypercholesterolemiaXJAtherosclerosisVJ2012VJaabVJbhcWc[[ 3.1 72

100
xndependentJreplicationJandJmetaJanalysisJofJassociationJstudiesJestablishJTNuSucJasJaJ
susceptibilityJgeneJpreferentiallyJassociatedJwithJtheJsubsetJofJanticentromereWpositiveJpatientsJ
withJsystemicJsclerosisXJJournalYofYRheumatologyVJ2012VJbhVJhhfW][[b

4.1 32

99 tffectJofJmutationsJinJ’s’RJandJβrSzhJgenesJonJphenotypicJvariabilityJinJTunisianJfamilialJ
hypercholesterolemiaJpatientsXJAtherosclerosisVJ2012VJaaaVJ]dgWee 3.1 19

98 venomicJcharacterizationJofJtwoJdeletionsJinJtheJ’s’RJgeneJinJTunisianJpatientsJwithJfamilialJ
hypercholesterolemiaXJClinicaYChimicaYActaVJ2012VJc]cVJ]ceWd] 6.2 3

97
Tvu˛†JreceptorJgeneJvariantsJinJsystemicJsclerosisWrelatedJpulmonaryJarterialJhypertensioniJresultsJ
fromJaJmulticentreJtUSTpRJstudyJofJturopeanJraucasianJpatientsXJAnnalsYofYtheYRheumaticYDiseases
VJ2012VJf]VJ]h[[Wb

2.4 16

96 SurgicalJmanagementJofJpatientsJwithJ arfanJsyndromeiJevolutionJthroughoutJtheJyearsXJArchivesY
ofYCardiovascularYDiseasesVJ2012VJ][dVJgcWh[ 2.7 4

95 xnWframeJmutationsJinJexonJ]JofJSzxJcauseJdominantJShprintzenWvoldbergJsyndromeXJAmericanY
JournalYofYHumanYGeneticsVJ2012VJh]VJhd[Wf 11 80

94 TvuqaJmutationsJcauseJfamilialJthoracicJaorticJaneurysmsJandJdissectionsJassociatedJwithJmildJ
systemicJfeaturesJofJ arfanJsyndromeXJNatureYGeneticsVJ2012VJccVJh]eWa] 36.3 257
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93 ’TqβaJmutationsJcauseJWeillW archesaniJandJWeillW archesaniWlikeJsyndromeJandJaffectJ
disruptionsJinJtheJextracellularJmatrixXJHumanYMutationVJ2012VJbbVJ]]gaWf 4.7 73

92  arfanoidJhabitusVJinguinalJherniaVJadvancedJboneJageVJandJdistinctiveJfacialJfeaturesiJaJnewJ
collagenopathynXJAmericanYJournalYofYMedicalYGeneticsmYPartYAVJ2012VJ]dgpVJ]]gdWh 2.5 4

91 qriefJreportiJcandidateJgeneJstudyJinJsystemicJsclerosisJidentifiesJaJrareJandJfunctionalJvariantJofJ
theJTNupxβbJlocusJasJaJriskJfactorJforJpolyautoimmunityXJArthritisYandYRheumatismVJ2012VJecVJafceWda 50

90 veneticsJofJthoracicJaorticJaneurysmsXJCurrentYAtherosclerosisYReportsVJ2012VJ]cVJa]hWae 6 35

89 pngiogenicJbiomarkersJpredictJtheJoccurrenceJofJdigitalJulcersJinJsystemicJsclerosisXJAnnalsYofYtheY
RheumaticYDiseasesVJ2012VJf]VJbhcWh 2.4 47

88 porticJeventJrateJinJtheJ arfanJpopulationiJaJcohortJstudyXJCirculationVJ2012VJ]adVJaaeWba 16.7 117

87 pJcaseWcontrolJstudyJofJcutaneousJsignsJinJadultJpatientsJwithJ arfanJdiseaseiJdiagnosticJvalueJofJ
striaeXJJournalYofYtheYAmericanYAcademyYofYDermatologyVJ2011VJecVJah[Wd 4.5 14

86 vˆ'nˆ'tiqueJetJphysiopathologieJdeJlaJsclˆ'rodermieJsystˆ'miqueXJBulletinYDeYLgAcademieYNationaleYDeY
MedecineVJ2011VJ]hdVJddWef 0.1

85  utationsJinJtheJTvu˛†JbindingWproteinWlikeJdomainJdJofJuqN]JareJresponsibleJforJacromicricJandJ
geleophysicJdysplasiasXJAmericanYJournalYofYHumanYGeneticsVJ2011VJghVJfW]c 11 171

84  olecularJanalysisJandJintestinalJexpressionJofJSpR]JgenesJandJproteinsJinJpndersonQsJdiseaseJ
RrhylomicronJretentionJdiseaseSXJOrphanetYJournalYofYRareYDiseasesVJ2011VJeVJ] 4.2 82

83 txpandingJtheJskeletalJphenotypeJofJ’oeysWsietzJsyndromeXJAmericanYJournalYofYMedicalYGeneticsmY
PartYAVJ2011VJ]ddpVJ]]fgWgb 2.5 15

82 rgorf]bWq’zJisJaJgeneticJriskJlocusJforJsystemicJsclerosisJandJhasJadditiveJeffectsJwithJqpNz]iJ
resultsJfromJaJlargeJfrenchJcohortJandJmetaWanalysisXJArthritisYandYRheumatismVJ2011VJebVJa[h]We 41

81 xnsightsJintoJtheJpathogenesisJofJsystemicJsclerosisJbasedJonJtheJgeneJexpressionJprofileJofJ
progenitorWderivedJendothelialJcellsXJArthritisYandYRheumatismVJ2011VJebVJbddaWea 24

80 βrognosisJfactorsJinJprobandsJwithJanJuqN]JmutationJdiagnosedJbeforeJtheJageJofJ]JyearXJPediatricY
ResearchVJ2011VJehVJaedWf[ 3.2 48

79
tnhancedJexpressionJofJephrinsJandJthrombospondinsJinJtheJdermisJofJpatientsJwithJearlyJdiffuseJ
systemicJsclerosisiJpotentialJcontributionJtoJperturbedJangiogenesisJandJfibrosisXJRheumatologyVJ
2011VJd[VJ]chcWd[c

3.9 20

78 xnJvivoJevidenceJthatJfurinJfromJhepatocytesJinactivatesJβrSzhXJJournalYofYBiologicalYChemistryVJ
2011VJageVJcadfWeb 5.4 110

77 pssociationJstudyJofJxTvp VJxTvpXVJandJrsdgJautoimmuneJriskJlociJinJsystemicJsclerosisiJresultsJ
fromJaJlargeJturopeanJraucasianJcohortsXJJournalYofYRheumatologyVJ2011VJbgVJ][bbWg 4.1 20

76 sissectionJinJ arfanJsyndromeiJtheJimportanceJofJtheJdescendingJaortaXJEuropeanYHeartYJournalVJ
2011VJbaVJccbWh 9.5 60

(2011-2012)
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75 TheJtranslationalJscienceJofJ arfanJsyndromeXJHeartVJ2011VJhfVJ]a[eW]c 5.1 53

74 venomeWwideJscanJidentifiesJTNxβ]VJβSéRS]r]VJandJRwéqJasJnovelJriskJlociJforJsystemicJsclerosisXJ
PLoSYGeneticsVJ2011VJfVJe][[a[h] 6 176

73 xndependentJreplicationJestablishesJtheJrsacfJgeneJasJaJgeneticJsystemicJsclerosisJsusceptibilityJ
factorXJAnnalsYofYtheYRheumaticYDiseasesVJ2011VJf[VJ]ehdWe 2.4 43

72 rlinicalJutilityJgeneJcardJforiJ arfanJsyndromeJtypeJ]JandJrelatedJphenotypesJ[uqN]]XJEuropeanY
JournalYofYHumanYGeneticsVJ2010VJ]gVJ 5.3 19

71 pJfourthJlocusJforJautosomalJdominantJhypercholesterolemiaJmapsJatJ]eqaaX]XJEuropeanYJournalYofY
HumanYGeneticsVJ2010VJ]gVJ]abeWca 5.3 32

70 QualityVJquantityJandJharmonyiJtheJsataSwaβtRJapproachJtoJintegratingJdataJacrossJbioclinicalJ
studiesXJInternationalYJournalYofYEpidemiologyVJ2010VJbhVJ]bgbWhb 7.8 117

69 sermalJtissueJandJcellularJexpressionJofJfibrillinW]JinJdiffuseJcutaneousJsystemicJsclerosisXJ
RheumatologyVJ2010VJchVJedfWe] 3.9 10

68 pssociationJofJmetalloproteinaseJgeneJpolymorphismsJwithJsystemicJsclerosisJinJtheJturopeanJ
raucasianJpopulationXJJournalYofYRheumatologyVJ2010VJbfVJdhhWe[a 4.1 10

67 veneticJbackgroundJofJsystemicJsclerosisiJautoimmuneJgenesJtakeJcentreJstageXJRheumatologyVJ
2010VJchVJa[bW][ 3.9 35

66 rardiovascularJmanifestationsJinJmenJandJwomenJcarryingJaJuqN]JmutationXJEuropeanYHeartY
JournalVJ2010VJb]VJaaabWh 9.5 98

65 βhenotypeWhaplotypeJcorrelationJofJxRudJinJsystemicJsclerosisiJroleJofJaJhaplotypesJinJdiseaseJ
severityXJJournalYofYRheumatologyVJ2010VJbfVJhgfWha 4.1 50

64
RationaleJandJdesignJofJaJrandomizedJclinicalJtrialJR arfanJSartanSJofJangiotensinJxxJreceptorJ
blockerJtherapyJversusJplaceboJinJindividualsJwithJ arfanJsyndromeXJArchivesYofYCardiovascularY
DiseasesVJ2010VJ][bVJb]fWad

2.7 59

63 seJnovoJ]dqa]X]qa]XaJdeletionJidentifiedJthroughJuqN]J ’βpJandJrefinedJbyJacczJarrayWrvwJinJaJ
femaleJteenagerJwithJincompleteJ arfanJsyndromeXJEuropeanYJournalYofYMedicalYGeneticsVJ2010VJdbVJa[gW]a2.6 14

62 pssociationJstudyJofJserotoninJtransporterJgeneJRS’repcSJinJsystemicJsclerosisJinJturopeanJ
raucasianJpopulationsXJJournalYofYRheumatologyVJ2010VJbfVJ]]ecWf 4.1 7

61 tnhancedJlateWoutgrowthJcirculatingJendothelialJprogenitorJcellJlevelsJinJrheumatoidJarthritisJandJ
correlationJwithJdiseaseJactivityXJArthritisYResearchYandYTherapyVJ2010VJ]aVJRaf 5.7 36

60 StrategiesJforJproproteinJconvertaseJsubtilisinJkexinJhJmodulationiJaJperspectiveJonJrecentJpatentsXJ
ExpertYOpinionYonYTherapeuticYPatentsVJ2010VJa[VJ]dcfWf] 6.8 24

59 UpdatingJtheJgeneticsJofJsystemicJsclerosisXJCurrentYOpinionYinYRheumatologyVJ2010VJaaVJeedWf[ 5.3 16

58 NomogramsJforJaorticJrootJdiametersJinJchildrenJusingJtwoWdimensionalJechocardiographyXJ
AmericanYJournalYofYCardiologyVJ2010VJ][dVJgggWhc 3 110
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57 NovelJ’RβdJgeneJmutationJinJaJpatientJwithJosteoporosisWpseudogliomaJsyndromeXJJointYBoneY
SpineVJ2010VJffVJ]d]Wb 2.9 17

56 SpinalJimagingJcontributesJtoJtheJdiagnosisJofJ arfanJsyndromeXJJointYBoneYSpineVJ2010VJffVJccdWd[ 2.9 6

55  olecularJspectrumJofJautosomalJdominantJhypercholesterolemiaJinJuranceXJHumanYMutationVJ2010
VJb]VJt]g]]Wac 4.7 86

54 ’â��imagerieJduJrachisJcontribueJauJdiagnosticJdeJsyndromeJdeJ arfanXJRevueYDuYRhumatismeYhEditionY
FrancaiseiVJ2010VJffVJchdWd[[ 0.1

53 romparisonJofJclinicalJpresentationsJandJoutcomesJbetweenJpatientsJwithJTvuqRaJandJuqN]J
mutationsJinJ arfanJsyndromeJandJrelatedJdisordersXJCirculationVJ2009VJ]a[VJadc]Wh 16.7 160

52
rlinicalJandJmolecularJstudyJofJba[JchildrenJwithJ arfanJsyndromeJandJrelatedJtypeJxJ
fibrillinopathiesJinJaJseriesJofJ][[hJprobandsJwithJpathogenicJuqN]JmutationsXJPediatricsVJ2009VJ
]abVJbh]Wg

7.4 120

51 TheJuqNaJgeneiJnewJmutationsVJlocusWspecificJdatabaseJRUniversalJ utationJsatabaseJuqNaSVJandJ
genotypeWphenotypeJcorrelationsXJHumanYMutationVJ2009VJb[VJ]g]Wh[ 4.7 39

50  utationsJandJpolymorphismsJinJtheJproproteinJconvertaseJsubtilisinJkexinJhJRβrSzhSJgeneJinJ
cholesterolJmetabolismJandJdiseaseXJHumanYMutationVJ2009VJb[VJda[Wh 4.7 175

49 U sWpredictorVJaJnewJpredictionJtoolJforJnucleotideJsubstitutionJpathogenicityJWWJapplicationJtoJ
fourJgenesiJuqN]VJuqNaVJTvuqR]VJandJTvuqRaXJHumanYMutationVJ2009VJb[VJhdaWh 4.7 72

48 TheJmolecularJbasisJofJfamilialJhypercholesterolemiaJinJ’ebanoniJspectrumJofJ’s’RJmutationsJandJ
roleJofJβrSzhJasJaJmodifierJgeneXJHumanYMutationVJ2009VJb[VJtegaWh] 4.7 67

47 xdentificationJofJtheJminimalJcombinationJofJclinicalJfeaturesJinJprobandsJforJefficientJmutationJ
detectionJinJtheJuqN]JgeneXJEuropeanYJournalYofYHumanYGeneticsVJ2009VJ]fVJ]]a]Wg 5.3 67

46  aternalJcomplicationJofJpregnancyJinJ arfanJsyndromeXJInternationalYJournalYofYCardiologyVJ2009VJ
]beVJ]deWe] 3.2 81

45 pngiotensinWconvertingJenzymeJgeneJdoesJnotJcontributeJtoJgeneticJsusceptibilityJtoJsystemicJ
sclerosisJinJturopeanJraucasiansXJJournalYofYRheumatologyVJ2009VJbeVJbbfWc[ 4.1 13

44 tndothelialJprogenitorJcellsJandJrheumaticJdisordersXJJointYBoneYSpineVJ2008VJfdVJ]b]Wf 2.9 34

43
xdentificationJinJdailyJpracticeJofJpatientsJwithJ’ynchJsyndromeJRhereditaryJnonpolyposisJcolorectalJ
cancerSiJrevisedJqethesdaJguidelinesWbasedJapproachJversusJmolecularJscreeningXJAmericanYJournalY
ofYGastroenterologyVJ2008VJ][bVJagadWbdjJquizJagbe

0.7 101

42  utationsJinJSTpTbJandJx’]aRq]JimpairJtheJdevelopmentJofJhumanJx’W]fWproducingJTJcellsXJJournalY
ofYExperimentalYMedicineVJ2008VJa[dVJ]dcbWd[ 16.6 361

41 pJnewJlocusWspecificJdatabaseJR’SsqSJforJmutationsJinJtheJTvuqRaJgeneiJU sWTvuqRaXJHumanY
MutationVJ2008VJahVJbbWg 4.7 25

40
xdentificationJofJabJTvuqRaJandJeJTvuqR]JgeneJmutationsJandJgenotypeWphenotypeJinvestigationsJ
inJcdfJpatientsJwithJ arfanJsyndromeJtypeJxJandJxxVJ’oeysWsietzJsyndromeJandJrelatedJdisordersXJ
HumanYMutationVJ2008VJahVJtagcWhd

4.7 68

(2008-2010)
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39 βolymorphicJmarkersJofJtheJfibrillinW]JgeneJandJsystemicJsclerosisJinJturopeanJraucasianJpatientsXJ
JournalYofYRheumatologyVJ2008VJbdVJecbWh 4.1 15

38 rdfq’YeyJandJpYyJmiceJfedJaJhighWfatJdietJdelineateJcomponentsJofJmetabolicJsyndromeXJObesityVJ
2007VJ]dVJ]hheWa[[d 8 169

37 veneticJbasisJforJsystemicJsclerosisXJJointYBoneYSpineVJ2007VJfcVJdffWgb 2.9 46

36
ResistanceJtoJhighWfatJdietJinJtheJfemaleJprogenyJofJobeseJmiceJfedJaJcontrolJdietJduringJtheJ
periconceptualVJgestationVJandJlactationJperiodsXJAmericanYJournalYofYPhysiologyYnYEndocrinologyYandY
MetabolismVJ2007VJahaVJt][hdW][[

6 56

35 xnJvivoJcornealJconfocalJmicroscopyJinJmarfanJsyndromeXJCorneaVJ2007VJaeVJfgfWha 3.1 12

34 qoneJmineralJdensityJinJ arfanJsyndromeXJpJlargeJcaseWcontrolJstudyXJJointYBoneYSpineVJ2006VJfbVJfbbWd 2.9 42

33 xdentificationJandJinJsilicoJanalysesJofJnovelJTvuqR]JandJTvuqRaJmutationsJinJ arfanJ
syndromeWrelatedJdisordersXJHumanYMutationVJ2006VJafVJfe[Wh 4.7 89

32 βlasmaJNWterminalJproWbrainJnatriureticJpeptideJandJbrainJnatriureticJpeptideJinJassessmentJofJ
acuteJdyspneaXJBiomedicineYandYPharmacotherapyVJ2005VJdhVJa[Wc 7.5 43

31  olecularJgeneticsJofJ arfanJsyndromeXJCurrentYOpinionYinYCardiologyVJ2005VJa[VJ]hcWa[[ 2.1 96

30 pJprognosticJmodelJforJwxVJseroconversionJamongJinjectionJdrugJusersJasJaJtoolJforJstratificationJinJ
clinicalJtrialsXJJournalYofYAcquiredYImmuneYDeficiencyYSyndromesYhr999iVJ2005VJbhVJcghWhd 3.1 21

29 U sJRUniversalJ utationJsatabaseSiJa[[dJupdateXJHumanYMutationVJ2005VJaeVJ]gcWh] 4.7 91

28 NovelJmutationsJofJtheJβrSzhJgeneJcauseJvariableJphenotypeJofJautosomalJdominantJ
hypercholesterolemiaXJHumanYMutationVJ2005VJaeVJchf 4.7 142

27 SplicingJmutationJinJtheJfibrillinW]JgeneJassociatedJwithJneonatalJ arfanJsyndromeJandJsevereJ
pulmonaryJemphysemaJwithJtracheobronchomalaciaXJPediatricYPulmonologyVJ2005VJbhVJbfcWg 3.5 15

26  utationsJinJhumanJrβéJgeneJpredictJclinicalJexpressionJofJeitherJhepaticJhereditaryJ
coproporphyriaJorJerythropoieticJharderoporphyriaXJHumanYMolecularYGeneticsVJ2005VJ]cVJb[ghWhg 5.6 38

25 ppolipoproteinJq][[JmetabolismJinJautosomalWdominantJhypercholesterolemiaJrelatedJtoJ
mutationsJinJβrSzhXJArteriosclerosismYThrombosismYandYVascularYBiologyVJ2004VJacVJ]ccgWdb 9.4 153

24 NpRrW]YβrSzhJandJitsJnaturalJmutantsiJzymogenJcleavageJandJeffectsJonJtheJlowJdensityJ
lipoproteinJR’s’SJreceptorJandJ’s’JcholesterolXJJournalYofYBiologicalYChemistryVJ2004VJafhVJcggedWfd 5.4 466

23 weterozygousJTvuqRaJmutationsJinJ arfanJsyndromeXJNatureYGeneticsVJ2004VJbeVJgddWe[ 36.3 509

22 pnalyticalJcorrelationJbetweenJplasmaJNWterminalJproWbrainJnatriureticJpeptideJandJbrainJ
natriureticJpeptideJinJpatientsJpresentingJwithJdyspneaXJClinicalYBiochemistryVJ2004VJbfVJhbbWe 3.5 14
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21 TheJ arfanJ utationJsatabaseJ2004VJ][]W]]a

20  arfanJSyndromeJandJRelatedJuibrillinopathiesJ2004VJfe]Wfed

19 rhangesJinJtheJlymphJnodeJmicroenvironmentJinducedJbyJoncostatinJ XJBloodVJ2003VJ][aVJ]bhfWc[c 2.2 16

18 uamilialJhypercholesterolemiaJinJ oroccoiJfirstJreportJofJmutationsJinJtheJ’s’JreceptorJgeneXJ
JournalYofYHumanYGeneticsVJ2003VJcgVJ]hhWa[b 4.3 15

17 UpdateJofJtheJU sWuqN]JmutationJdatabaseJandJcreationJofJanJuqN]JpolymorphismJdatabaseXJ
HumanYMutationVJ2003VJaaVJ]hhWa[g 4.7 251

16  utationsJinJβrSzhJcauseJautosomalJdominantJhypercholesterolemiaXJNatureYGeneticsVJ2003VJbcVJ]dcWe 36.3 2025

15
tvaluationJandJapplicationJofJdenaturingJwβ’rJforJmutationJdetectionJinJ arfanJsyndromeiJ
xdentificationJofJa[JnovelJmutationsJandJtwoJnovelJpolymorphismsJinJtheJuqN]JgeneXJHumanY
MutationVJ2002VJ]hVJccbWde

4.7 51

14 TheJU sW’s’RJdatabaseiJadditionsJtoJtheJsoftwareJandJch[JnewJentriesJtoJtheJdatabaseXJHumanY
MutationVJ2002VJa[VJg]Wf 4.7 89

13  arfanJsyndromeJinJtheJthirdJ illenniumXJEuropeanYJournalYofYHumanYGeneticsVJ2002VJ][VJefbWg] 5.3 66

12 NoJevidenceJofJsomaticJuvuRbJmutationJinJvariousJtypesJofJcarcinomaXJOncogeneVJ2001VJa[VJd[dhWe] 9.2 37

11 U sJRUniversalJmutationJdatabaseSiJaJgenericJsoftwareJtoJbuildJandJanalyzeJlocusWspecificJ
databasesXJHumanYMutationVJ2000VJ]dVJgeWhc 4.7 159

10
putosomalJdominantJtypeJxxaJhypercholesterolemiaiJevaluationJofJtheJrespectiveJcontributionsJofJ
’s’RJandJpβéqJgeneJdefectsJasJwellJasJaJthirdJmajorJgroupJofJdefectsXJEuropeanYJournalYofYHumanY
GeneticsVJ2000VJgVJea]Wb[

5.3 9

9 RegulationJofJextrathymicJTJcellJdevelopmentJandJturnoverJbyJoncostatinJ XJJournalYofYImmunology
VJ2000VJ]ecVJdf]bWa[ 5.3 33

8 Rbdb]rJmutationJinJtheJapolipoproteinJqJgeneJisJnotJsufficientJtoJcauseJhypercholesterolemiaXJ
ArteriosclerosismYThrombosismYandYVascularYBiologyVJ2000VJa[VJtfeWga 9.4 23

7 pJthirdJmajorJlocusJforJautosomalJdominantJhypercholesterolemiaJmapsJtoJ]pbcX]WpbaXJAmericanY
JournalYofYHumanYGeneticsVJ1999VJecVJ]bfgWgf 11 126

6 semonstrationJofJtheJrecurrenceJofJ arfanWlikeJskeletalJandJcardiovascularJmanifestationsJdueJtoJ
germlineJmosaicismJforJanJuqN]JmutationXJAmericanYJournalYofYHumanYGeneticsVJ1999VJedVJh]fWa] 11 27

5 SoftwareJandJdatabaseJforJtheJanalysisJofJmutationsJinJtheJhumanJ’s’JreceptorJgeneXJNucleicYAcidsY
ResearchVJ1997VJadVJ]faWg[ 20.1 45

4 uibulinWaiJgeneticJmappingJandJexclusionJasJaJcandidateJgeneJinJ arfanJsyndromeJtypeJaXJEuropeanY
JournalYofYHumanYGeneticsVJ1996VJcVJahaWd 5.3 7

(1996-2004)
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3 ReplyJtoJLTheJquestionJofJheterogeneityJinJ arfanJsyndromeLXJNatureYGeneticsVJ1995VJhVJab[Wab] 36.3 5

2 pJsecondJlocusJforJ arfanJsyndromeJmapsJtoJchromosomeJbpacXaWpadXJNatureYGeneticsVJ1994VJgVJaecWg 36.3 149

1 βarentalJoriginJandJgermlineJmosaicismJofJdeletionsJandJduplicationsJofJtheJdystrophinJgeneiJaJ
turopeanJstudyXJHumanYGeneticsVJ1992VJggVJachWdf 6.3 92

Catherine Boileau

12


