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k Paper IF Citations

139 PrevalenceJandJvospitalJodmissionsJinJPatientsJWithJβsteogenesisJwmperfectaJinJTheJαetherlandshJ
oJαationwideJRegistryJStudyXXJFrontiersgingEndocrinologyVJ2022VJ[aVJfdgdZb 5.7 1

138 tibrodysplasiaJβssificansJProgressivahJWhatJvaveJWeJochievedJandJWhereJoreJWeJαowmJtollowWupJ
toJtheJ]Z[cJzorentzJWorkshopXJFrontiersgingEndocrinologyVJ2021VJ[]VJea]e]f 5.7 1

137 qollagenJtransportJandJrelatedJpathwaysJinJβsteogenesisJwmperfectaXJHumangGeneticsVJ2021VJ[bZVJ[[][W[[b[6.3 5

136  echanicalJstressJregulatesJboneJregulatoryJgeneJexpressionJindependentJofJestrogenJandJvitaminJ
rJdeficiencyJinJratsXJJournalgofgOrthopaedicgResearchVJ2021VJagVJb]Wc] 3.8 4

135 riagnosticJValueJofJ agneticJResonanceJwmagingJinJtibrodysplasiaJβssificansJProgressivaXJJBMRg
PlusVJ2020VJbVJe[Zada 3.9 3

134 pioactivityJofJcompoundsJsecretedJbyJsymbiontJbacteriaJofJαudibranchsJfromJwndonesiaXJPeerJVJ
2020VJfVJefZga 3.1 4

133
onJin´ vitroJmodelJtoJevaluateJtheJpropertiesJofJmatricesJproducedJbyJfibroblastsJfromJosteogenesisJ
imperfectaJandJshlersWranlosJSyndromeJpatientsXJBiochemicalgandgBiophysicalgResearchg
CommunicationsVJ2020VJc][VJa[ZWa[e

3.4 0

132 wnteractionJbetweenJyrszR]JandJvSPbeJasJaJyeyJreterminantJinJβsteogenesisJwmperfectaJqausedJ
byJpiWallelicJVariantsJinJyrszR]XJAmericangJournalgofgHumangGeneticsVJ2020VJ[ZeVJgfgWggg 11 11

131 qollaborationJoroundJRareJponeJriseasesJzeadsJtoJtheJUniqueJβrganizationalJwncentiveJofJtheJ
omsterdamJponeJqenterXJFrontiersgingEndocrinologyVJ2020VJ[[VJbf[ 5.7 2

130 TheJfirstJfamilyJwithJadultJosteogenesisJimperfectaJcausedJbyJaJnovelJhomozygousJmutationJinJ
qRspaz[XJMoleculargGeneticsgnamp;gGenomicgMedicineVJ2019VJeVJef]a 2.3 8

129 svolutionJofJheterotopicJboneJinJfibrodysplasiaJossificansJprogressivahJonJ[t]αatJPsTYqTJstudyXJ
BoneVJ2019VJ[]bVJ[Wd 4.7 15

128 PathogenicJeffectJofJaJTutpR[JmutationJinJaJfamilyJwithJzoeysWrietzJsyndromeXJMoleculargGeneticsg
namp;gGenomicgMedicineVJ2019VJeVJeZZgba 2.3 1

127 riagnosticJyieldJofJaJtargetedJgeneJpanelJinJprimaryJciliaryJdyskinesiaJpatientsXJHumangMutationVJ
2018VJagVJdcaWddc 4.7 23

126 PeriodontalJligamentJfibroblastsJasJaJcellJmodelJtoJstudyJosteogenesisJandJosteoclastogenesisJinJ
fibrodysplasiaJossificansJprogressivaXJBoneVJ2018VJ[ZgVJ[dfW[ee 4.7 21

125 [[ft]αatJPsTYqTJscanJasJanJearlyJmarkerJofJheterotopicJossificationJinJfibrodysplasiaJossificansJ
progressivaXJBoneVJ2018VJ[ZgVJ[baW[bd 4.7 22

124 petaglycanJRTutpRaSJupWregulationJcorrelatesJwithJincreasedJTutW˛†JsignalingJinJ arfanJpatientJ
fibroblastsJinJvitroXJCardiovasculargPathologyVJ2018VJa]VJbbWbg 3.8 6

123 tlareWUpJofterJ axillofacialJSurgeryJinJaJPatientJWithJtibrodysplasiaJβssificansJProgressivahJonJ
[t]WαatJPsTYqTJStudyJandJaJSystematicJReviewXJJBMRgPlusVJ2018VJ]VJccWcf 3.9 15
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122 onJinJvitroJmethodJtoJkeepJhumanJaorticJtissueJsectionsJfunctionallyJandJstructurallyJintactXJ
ScientificgReportsVJ2018VJfVJfZgb 4.9 4

121  utationsJinJPwv[raJqauseJXWzinkedJPrimaryJqiliaryJryskinesiaJwithJβuterJandJwnnerJryneinJormJ
refectsXJAmericangJournalgofgHumangGeneticsVJ2017VJ[ZZVJ[dZW[df 11 92

120 TransdifferentiationJofJvumanJrermalJtibroblastsJtoJSmoothJ uscleWzikeJqellsJtoJStudyJtheJsffectJ
ofJ Yv[[JandJoqTo]J utationsJinJoorticJoneurysmsXJHumangMutationVJ2017VJafVJbagWbcZ 4.7 12

119 RelationshipJbetweenJfibrillinW[JgenotypeJandJseverityJofJcardiovascularJinvolvementJinJ arfanJ
syndromeXJHeartVJ2017VJ[ZaVJ[egcW[egg 5.1 49

118 uenotypeJimpactsJsurvivalJinJ arfanJsyndromeXJEuropeangHeartgJournalVJ2016VJaeVJa]fcWa]gZ 9.5 78

117 wnhibitionJofJTut˛†JsignalingJdecreasesJosteogenicJdifferentiationJofJfibrodysplasiaJossificansJ
progressivaJfibroblastsJinJaJnovelJinJvitroJmodelJofJtheJdiseaseXJBoneVJ2016VJfbVJ[dgW[fZ 4.7 32

116 TheJriskJforJtypeJpJaorticJdissectionJinJ arfanJsyndromeXJJournalgofgthegAmericangCollegegofg
CardiologyVJ2015VJdcVJ]bdWcb 15.1 73

115 peneficialJβutcomeJofJzosartanJTherapyJrependsJonJTypeJofJtpα[J utationJinJ arfanJSyndromeXJ
Circulation:gCardiovasculargGeneticsVJ2015VJfVJafaWf 107

114 qlinicalJUtilityJueneJqardJforhJtibrodysplasiaJossificansJprogressivaXJEuropeangJournalgofgHumang
GeneticsVJ2015VJ]aVJ 5.3 12

113 tamilialJshlersWranlosJsyndromeJwithJlethalJarterialJeventsJcausedJbyJaJmutationJinJqβzco[XJ
AmericangJournalgofgMedicalgGeneticsugPartgAVJ2015VJ[deVJ[[gdW]Za 2.5 39

112 S or]J utationsJoreJossociatedJwithJorterialJoneurysmsJandJrissectionsXJHumangMutationVJ2015VJ
adVJ[[bcWg 4.7 65

111 TheJrevisedJroleJofJTutW˛†JinJaorticJaneurysmsJinJ arfanJsyndromeXJNetherlandsgHeartgJournalVJ2015VJ
]aVJ[[dW][ 2.2 30

110 riagnosisJandJgeneticsJofJ arfanJsyndromeXJExpertgOpiniongongOrphangDrugsVJ2014VJ]VJ[ZbgW[Zd] 1.1 16

109 RelationJbetweenJgenotypeJandJleftWventricularJdilatationJinJpatientsJwithJ arfanJsyndromeXJGeneVJ
2014VJcabVJbZWa 3.8 25

108 PrimaryJciliaryJdyskinesiahJtromJdiagnosisJtoJmolecularJmechanismsXJJournalgofgPediatricgGeneticsVJ
2014VJaVJ[[cW]e 0.7 3

107
qombinedJexomeJandJwholeWgenomeJsequencingJidentifiesJmutationsJinJoR qbJasJaJcauseJofJ
primaryJciliaryJdyskinesiaJwithJdefectsJinJtheJouterJdyneinJarmXJJournalgofgMedicalgGeneticsVJ2014VJ
c[VJd[We

5.8 64

106 RαoJsequencingJofJcreatineJtransporterJRSzqdofSJdeficientJfibroblastsJrevealsJimpairmentJofJtheJ
extracellularJmatrixXJHumangMutationVJ2014VJacVJ[[]fWac 4.7 6

105 PzSaJmutationsJinJXWlinkedJosteoporosisJwithJfracturesXJNewgEnglandgJournalgofgMedicineVJ2013VJ
adgVJ[c]gWad 59.2 140

(2013-2018)
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104 SpliceWsiteJmutationsJinJtheJaxonemalJouterJdyneinJarmJdockingJcomplexJgeneJqqrq[[bJcauseJ
primaryJciliaryJdyskinesiaXJAmericangJournalgofgHumangGeneticsVJ2013VJg]VJffWgf 11 132

103
 utationsJinJZ Yαr[ZVJaJgeneJessentialJforJproperJaxonemalJassemblyJofJinnerJandJouterJdyneinJ
armsJinJhumansJandJfliesVJcauseJprimaryJciliaryJdyskinesiaXJAmericangJournalgofgHumangGeneticsVJ
2013VJgaVJabdWcd

11 126

102 sxhaledJmolecularJprofilesJinJtheJassessmentJofJcysticJfibrosisJandJprimaryJciliaryJdyskinesiaXJ
JournalgofgCysticgFibrosisVJ2013VJ[]VJbcbWdZ 4.1 40

101 wncompleteJsegregationJofJ Yv[[JvariantsJwithJthoracicJaorticJaneurysmsJandJdissectionsJandJ
patentJductusJarteriosusXJEuropeangJournalgofgHumangGeneticsVJ2013VJ][VJbfeWga 5.3 32

100 qlinicalJutilityJgeneJcardJforhJosteogenesisJimperfectaXJEuropeangJournalgofgHumangGeneticsVJ2013VJ
][VJ 5.3 41

99
 utationsJinJtypP[ZVJwhichJresultJinJpruckJsyndromeJandJrecessiveJformsJofJosteogenesisJ
imperfectaVJinhibitJtheJhydroxylationJofJtelopeptideJlysinesJinJboneJcollagenXJHumangMolecularg
GeneticsVJ2013VJ]]VJ[W[e

5.6 117

98 shlersWranlosJarthrochalasiaJtypeJRVwwoWpSWWexpandingJtheJphenotypehJfromJprenatalJlifeJthroughJ
adulthoodXJClinicalgGeneticsVJ2012VJf]VJ[][WaZ 4 31

97  arfanJsyndromehJProgressJreportXJProgressgingPediatricgCardiologyVJ2012VJabVJgW[b 0.4 13

96
ValidationJofJaJquantitativeJPqRWhighWresolutionJmeltingJprotocolJforJsimultaneousJscreeningJofJ
qβz[o[JandJqβz[o]JpointJmutationsJandJlargeJrearrangementshJapplicationJforJdiagnosisJofJ
osteogenesisJimperfectaXJHumangMutationVJ2012VJaaVJ[dgeWeZe

4.7 9

95 s QαJbestJpracticeJguidelinesJforJtheJlaboratoryJdiagnosisJofJosteogenesisJimperfectaXJEuropeang
JournalgofgHumangGeneticsVJ2012VJ]ZVJ[[Wg 5.3 99

94 PhenotypicJspectrumJofJtheJS oraWrelatedJaneurysmsWosteoarthritisJsyndromeXJJournalgofgMedicalg
GeneticsVJ2012VJbgVJbeWce 5.8 189

93 wnflammationJaggravatesJdiseaseJseverityJinJ arfanJsyndromeJpatientsXJPLoSgONEVJ2012VJeVJea]gda 3.7 50

92  utationsJinJS oraJcauseJaJsyndromicJformJofJaorticJaneurysmsJandJdissectionsJwithJearlyWonsetJ
osteoarthritisXJNaturegGeneticsVJ2011VJbaVJ[][Wd 36.3 496

91 TheJclinicalJspectrumJofJcompleteJtpα[JalleleJdeletionsXJEuropeangJournalgofgHumangGeneticsVJ2011VJ
[gVJ]beWc] 5.3 54

90 βsteogenesisJwmperfectahJoJReviewJwithJqlinicalJsxamplesXJMoleculargSyndromologyVJ2011VJ]VJ[W]Z 1.5 114

89 zethalYsevereJosteogenesisJimperfectaJinJaJlargeJfamilyhJaJnovelJhomozygousJzsPRs[JmutationJandJ
boneJhistologicalJfindingsXJPediatricgandgDevelopmentalgPathologyVJ2011VJ[bVJ]]fWab 2.2 20

88 βsteogenesisJimperfectaVJnormalJcollagenJfoldingVJandJlackJofJcyclophilinJpXJNewgEnglandgJournalgofg
MedicineVJ2010VJad]VJ[gbZW[iJauthorJreplyJ[gb[W] 59.2 4

87 qompleteJqβz[o[JalleleJdeletionsJinJosteogenesisJimperfectaXJGeneticsgingMedicineVJ2010VJ[]VJeadWb[ 8.1 31
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86 qlassificationJofJβsteogenesisJwmperfectaJrevisitedXJEuropeangJournalgofgMedicalgGeneticsVJ2010VJcaVJ[Wc 2.6 150

85 TheJclinicalJspectrumJofJmissenseJmutationsJofJtheJfirstJasparticJacidJofJcbsutWlikeJdomainsJinJ
fibrillinW[JincludingJaJrecessiveJfamilyXJHumangMutationVJ2010VJa[VJs[g[cW]e 4.7 19

84 qRToPJmutationsJinJlethalJandJsevereJosteogenesisJimperfectahJtheJimportanceJofJcombiningJ
biochemicalJandJmolecularJgeneticJanalysisXJEuropeangJournalgofgHumangGeneticsVJ2009VJ[eVJ[cdZWg 5.3 37

83 PPwpJmutationsJcauseJsevereJosteogenesisJimperfectaXJAmericangJournalgofgHumangGeneticsVJ2009VJ
fcVJc][We 11 220

82 qompoundWheterozygousJ arfanJsyndromeXJEuropeangJournalgofgMedicalgGeneticsVJ2009VJc]VJ[Wc 2.6 23

81 TvwRrJαβRrwqJqβαtsRsαqsJPepsinogenJandJgastricJcancerXJClinicalgGeneticsVJ2008VJ]dVJ]bZW]b[ 4

80 wntracranialJhypertensionJinJ]JchildrenJwithJmarfanJsyndromeXJJournalgofgChildgNeurologyVJ2008VJ]aVJgcbWc2.5 2

79 ueneticJsubtypingJofJtanconiJanemiaJbyJcomprehensiveJmutationJscreeningXJHumangMutationVJ2008
VJ]gVJ[cgWdd 4.7 56

78 TheJmanyJfacesJofJaggressiveJaorticJpathologyhJzoeysWrietzJsyndromeXJNetherlandsgHeartgJournalVJ
2008VJ[dVJ]ggWaZb 2.2 40

77 tanconiJanemiaJisJassociatedJwithJaJdefectJinJtheJpRqo]JpartnerJPozp]XJNaturegGeneticsVJ2007VJagVJ[cgWd[36.3 348

76 vomozygosityJforJaJtpα[JmissenseJmutationhJclinicalJandJmolecularJevidenceJforJrecessiveJ arfanJ
syndromeXJEuropeangJournalgofgHumangGeneticsVJ2007VJ[cVJgaZWc 5.3 26

75 pRqo[JandJpRqo]JgermlineJmutationJanalysisJinJtheJwndonesianJpopulationXJBreastgCancergResearchg
andgTreatmentVJ2007VJ[ZdVJ]geWaZb 4.4 25

74
vypomorphicJmutationsJinJtheJgeneJencodingJaJkeyJtanconiJanemiaJproteinVJtoαqr]VJsustainJaJ
significantJgroupJofJtoWr]JpatientsJwithJsevereJphenotypeXJAmericangJournalgofgHumangGeneticsVJ
2007VJfZVJfgcWg[Z

11 92

73 αovelJinactivatingJmutationsJofJtoαqqJinJprazilianJpatientsJwithJtanconiJanemiaXJHumangMutationVJ
2006VJ]eVJ][b 4.7 4

72 tineWmappingJlossJofJgeneJarchitectureJatJtheJqryα]pJRp[cwαybbSVJqryα]oJRp[boRtVJp[dwαybaSVJ
andJ ToPJgenesJinJheadJandJneckJsquamousJcellJcarcinomaXJJAMAgOtolaryngologyVJ2006VJ[a]VJbZgW[c 49

71 vighWresolutionJmappingJofJmolecularJeventsJassociatedJwithJimmortalizationVJtransformationVJandJ
progressionJtoJbreastJcancerJinJtheJ qt[ZJmodelXJBreastgCancergResearchgandgTreatmentVJ2006VJgdVJ[eeWfd4.4 67

70  uscleJweaknessJasJpresentingJsymptomJofJosteogenesisJimperfectaXJEuropeangJournalgofg
PediatricsVJ2006VJ[dcVJag]Wb 4.1 13

69 αeonatalJ arfanJsyndromehJclinicalJreportJandJreviewJofJtheJliteratureXJClinicalgDysmorphologyVJ
2005VJ[bVJf[Wfb 0.9 25

(2005-2010)

5



68 TheJrαoJhelicaseJpRwP[JisJdefectiveJinJtanconiJanemiaJcomplementationJgroupJxXJNaturegGeneticsVJ
2005VJaeVJgabWc 36.3 358

67 TheJgeneticJbasisJofJpachyonychiaJcongenitaXJJournalgofgInvestigativegDermatologygSymposiumg
ProceedingsVJ2005VJ[ZVJ][WaZ 1.1 79

66 uenomeWwideJlinkageJinJthreeJrutchJfamiliesJmapsJaJlocusJforJabdominalJaorticJaneurysmsJtoJ
chromosomeJ[gq[aXaXJEuropeangJournalgofgVasculargandgEndovasculargSurgeryVJ2005VJaZVJ]gWac 2.3 35

65 ShouldJchromosomeJbreakageJstudiesJbeJperformedJinJpatientsJwithJVoqTsRzJassociationmXJ
AmericangJournalgofgMedicalgGeneticsugPartgAVJ2005VJ[aeVJccWf 2.5 62

64 uenerationJandJmolecularJcharacterizationJofJheadJandJneckJsquamousJcellJlinesJofJfanconiJanemiaJ
patientsXJCancergResearchVJ2005VJdcVJ[]e[Wd 10.1 62

63
 utationsJnearJaminoJendJofJalpha[RwSJcollagenJcauseJcombinedJosteogenesisJ
imperfectaYshlersWranlosJsyndromeJbyJinterferenceJwithJαWpropeptideJprocessingXJJournalgofg
BiologicalgChemistryVJ2005VJ]fZVJ[g]cgWdg

5.4 98

62 tanconiJanemiahJadultJheadJandJneckJcancerJandJhematopoieticJmosaicismXJJAMAgOtolaryngologyVJ
2005VJ[a[VJdacWg 51

61
TheJparentWofWoriginJeffectJofJ[Zq]]JinJpreWeclampticJfemalesJcoincidesJwithJtwoJregionsJclusteredJ
forJgenesJwithJdownWregulatedJexpressionJinJandrogeneticJplacentasXJMoleculargHumang
ReproductionVJ2004VJ[ZVJcfgWgf

4.4 104

60 uenomeWwideJlinkageJinJaJlargeJrutchJconsanguineousJfamilyJmapsJaJlocusJforJintracranialJ
aneurysmsJtoJchromosomeJ]p[aXJStrokeVJ2004VJacVJ]]edWf[ 6.7 43

59
uenomeJscanJforJfamilialJabdominalJaorticJaneurysmJusingJsexJandJfamilyJhistoryJasJcovariatesJ
suggestsJgeneticJheterogeneityJandJidentifiesJlinkageJtoJchromosomeJ[gq[aXJCirculationVJ2004VJ
[ZgVJ][ZaWf

16.7 111

58 XWlinkedJinheritanceJofJtanconiJanemiaJcomplementationJgroupJpXJNaturegGeneticsVJ2004VJadVJ[][gW]b 36.3 238

57 qomprehensiveJmolecularJscreeningJofJtheJtpα[JgeneJfavorsJlocusJhomogeneityJofJclassicalJ
 arfanJsyndromeXJHumangMutationVJ2004VJ]bVJ[bZWd 4.7 177

56 tanconiJonemiaJ2004VJbbeWbc[

55 βfferingJpreconceptionalJcysticJfibrosisJcarrierJcoupleJscreeningJinJtheJabsenceJofJestablishedJ
preconceptionalJcareJservicesXJPublicgHealthgGenomicsVJ2003VJdVJcW[a 1.9 33

54 shlersWranlosJsyndromeJtypeJwVhJunusualJcongenitalJanomaliesJinJaJmotherJandJsonJwithJaJqβzao[J
mutationJandJaJnormalJcollagenJwwwJproteinJprofileXJClinicalgGeneticsVJ2003VJdaVJ]]bWe 4 20

53
sxpressionJofJdifferentiationJandJproliferationJrelatedJproteinsJinJepitheliumJofJprophylacticallyJ
removedJovariesJfromJwomenJwithJaJhereditaryJfemaleJadnexalJcancerJpredispositionXJ
HistopathologyVJ2003VJbaVJ]dWa]

7.3 31

52 tamilialJabdominalJaorticJaneurysmshJcollectionJofJ]aaJmultiplexJfamiliesXJJournalgofgVascularg
SurgeryVJ2003VJaeVJabZWc 3.5 90

51 relineatingJgeneticJpathwaysJofJdiseaseJprogressionJinJheadJandJneckJsquamousJcellJcarcinomaXJ
JAMAgOtolaryngologyVJ2003VJ[]gVJeZ]Wf 53
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50 zargeJgenomicJdeletionsJandJduplicationsJinJtheJpRqo[JgeneJidentifiedJbyJaJnovelJquantitativeJ
methodXJCancergResearchVJ2003VJdaVJ[bbgWca 10.1 218

49 tamilialJabdominalJaorticJaneurysmhJaJsystematicJreviewJofJaJgeneticJbackgroundXJEuropeangJournalg
ofgVasculargandgEndovasculargSurgeryVJ2002VJ]bVJ[ZcW[d 2.3 67

48
svaluationJandJapplicationJofJdenaturingJvPzqJforJmutationJdetectionJinJ arfanJsyndromehJ
wdentificationJofJ]ZJnovelJmutationsJandJtwoJnovelJpolymorphismsJinJtheJtpα[JgeneXJHumang
MutationVJ2002VJ[gVJbbaWcd

4.7 51

47 sstablishingJaJmolecularJcontinuumJinJbreastJcancerJrαoJmicroarraysJandJbenignJbreastJdiseaseXJ
CytometryVJ2002VJbeVJcdWg 8

46 piallelicJinactivationJofJpRqo]JinJtanconiJanemiaXJScienceVJ2002VJ]geVJdZdWg 33.3 947

45 RelativeJquantificationJofJbZJnucleicJacidJsequencesJbyJmultiplexJligationWdependentJprobeJ
amplificationXJNucleicgAcidsgResearchVJ2002VJaZVJece 20.1 1879

44 zinkageJandJassociationJstudiesJofJwz[pJandJwz[RαJgeneJpolymorphismsJinJpreeclampsiaXJ
HypertensiongingPregnancyVJ2002VJ][VJ]aWaf 2 31

43 uenomicJdeletionsJofJ Sv]JandJ zv[JinJcolorectalJcancerJfamiliesJdetectedJbyJaJnovelJmutationJ
detectionJapproachXJBritishgJournalgofgCancerVJ2002VJfeVJfg]We 8.7 144

42 SearchingJforJpreeclampsiaJgeneshJtheJcurrentJpositionXJEuropeangJournalgofgObstetricsugGynecologyg
andgReproductivegBiologyVJ2002VJ[ZcVJgbW[[a 2.4 119

41 retectionJofJaJSingleJpaseJSubstitutionJinJSingleJqellsJbyJ eltingJPeakJonalysisJUsingJrualWqolorJ
vybridizationJProbesJ2002VJeeWfb

40 rysplasticJchangesJinJprophylacticallyJremovedJtallopianJtubesJofJwomenJpredisposedJtoJ
developingJovarianJcancerXJJournalgofgPathologyVJ2001VJ[gcVJbc[Wd 9.4 539

39 oJgenomeWwideJscanJforJpreeclampsiaJinJtheJαetherlandsXJEuropeangJournalgofgHumangGeneticsVJ
2001VJgVJecfWdb 5.3 121

38
 utationsJinJtheJgeneJforJmethylenetetrahydrofolateJreductaseVJhomocysteineJlevelsVJandJvitaminJ
statusJinJwomenJwithJaJhistoryJofJpreeclampsiaXJAmericangJournalgofgObstetricsgandgGynecologyVJ
2001VJ[fbVJagbWbZ]

6.4 66

37 retectionJofJaJsingleJbaseJsubstitutionJinJaJsingleJcellJusingJtheJzightqyclerXJJournalgofgProteomicsVJ
2001VJbeVJ[][Wg 15

36 PolymorphismsJinJtheJtumorJnecrosisJfactorJandJlymphotoxinWalphaJgeneJregionJandJpreeclampsiaXJ
ObstetricsgandgGynecologyVJ2001VJgfVJd[]Wg 4.9 19

35 TypeJwwwJcollagenJdeficiencyJinJaJfamilyJwithJintracranialJaneurysmsXJCerebrovasculargDiseasesVJ2001VJ
[[VJg]Wb 3.2 10

34 PolymorphismsJinJtheJTumorJαecrosisJtactorJandJzymphotoxinW˛–JueneJRegionJandJPreeclampsiaXJ
ObstetricsgandgGynecologyVJ2001VJgfVJd[]Wd[g 4.9 10

33 Tutp[JgeneJpolymorphismsJandJinflammatoryJbowelJdiseaseXJImmunogeneticsVJ2000VJc[VJfdgWe] 3.2 18

(2000-2003)
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32 QwdenticalQJtwinsJwithJdiscordantJkaryotypesXJPrenatalgDiagnosisVJ1999VJ[gVJe]Wd 3.2 70

31 oJrapidJandJsensitiveJapproachJtoJmutationJdetectionJusingJrealWtimeJpolymeraseJchainJreactionJ
andJmeltingJcurveJanalysesVJusingJpRqo[JasJanJexampleXJMoleculargDiagnosisgandgTherapyVJ1999VJbVJ]b[Wd 23

30
reterminantsJofJfastingJandJpostWmethionineJhomocysteineJlevelsJinJfamiliesJpredisposedJtoJ
hyperhomocysteinemiaJandJprematureJvascularJdiseaseXJArteriosclerosisugThrombosisugandgVascularg
BiologyVJ1999VJ[gVJ[a[dW]b

9.4 21

29 TypeJwwwJcollagenJdeficiencyJinJsaccularJintracranialJaneurysmsXJrefectJinJgeneJregulationmXJStrokeVJ
1999VJaZVJ[d]fWa[ 6.7 32

28 qlinicalJandJgeneticJevaluationJofJthirtyJovarianJcancerJfamiliesXJAmericangJournalgofgObstetricsgandg
GynecologyVJ1998VJ[efVJfcWgZ 6.4 40

27
sxonJdJskippingJinJtheJtanconiJanemiaJqJgeneJassociatedJwithJaJnonsenseYmissenseJmutationJ
ReecqWWlTSJinJexonJchJtheJfirstJexampleJofJaJnonsenseJmutationJinJoneJexonJcausingJskippingJofJ
anotherJdownstreamXJHumangMutationVJ1998VJSupplJ[VJS]cWe

4.7 5

26 TheJroleJofJtypeJwwwJcollagenJinJspontaneousJcervicalJarterialJdissectionsXJAnnalsgofgNeurologyVJ1998VJ
baVJbgbWf 9.4 51

25 oJnewJpRqo[JmutationJinJaJtilipinoJwomanJwithJaJfamilyJhistoryJofJbreastJandJovarianJcancerXJ
DiagnosticgMoleculargPathologyVJ1998VJeVJ[dbWe 5

24
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