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linkedIclinicalIresearchIcentersWIClinicaldGeneticsUI2015UIhgUIaccVdY 4 45

132 uhlersVtanlosIsyndromejIaIshowcaseIofIconditionsIthatIleadItoIunderstandingImatrixIbiologyWI
MatrixdBiologyUI2014UIccUIaYVe 11.4 45
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131 tefectiveIsVpropeptidesIofItheIproalphabQyRIchainIofItypeIyIprocollagenIimpedeImolecularIassemblyI
andIresultIinIosteogenesisIimperfectaWIJournaldofdBiologicaldChemistryUI2008UIbhcUIafYfaVg 5.4 45

130 weneralizedIconnectiveItissueIdiseaseIinIsrtapVXVImouseWIPLoSdONEUI2010UIeUIeaYefY 3.7 45

129 βovelImissenseImutationsIinItheITRPSaItranscriptionIfactorIdefineItheInuclearIlocalizationIsignalWI
EuropeandJournaldofdHumandGeneticsUI2004UIabUIabaVf 5.3 44

128
tisruptionIofIoneIintraVchainIdisulphideIbondIinItheIcarboxylVterminalIpropeptideIofItheI
proalphaaQyRIchainIofItypeIyIprocollagenIpermitsIslowIassemblyIandIsecretionIofIovermodifiedUIbutI
stableIprocollagenItrimersIandIresultsIinImildIosteogenesisIimperfectaWIJournaldofdMedicaldGeneticsUI
2001UIchUIddcVi

5.8 44

127 OsteogenesisIimperfectaItypeIyyyjImutationsIinItheItypeIyIcollagenIstructuralIgenesUIsO aqaIandI
sO aqbUIareInotInecessarilyIresponsibleWIJournaldofdMedicaldGeneticsUI1993UIcYUIdibVf 5.8 44

126 qbnormalIcollagenIfibrilIstructureIinItheIgravisIformIQtypeIyRIofIuhlersVtanlosIsyndromeWILaboratoryd
InvestigationUI1979UIdYUIbYaVf 5.9 44

125 voldingIdefectsIinIfibrillarIcollagensWIPhilosophicaldTransactionsdofdthedRoyaldSocietydB:dBiologicald
SciencesUI2001UIcefUIaeaVgkIdiscussionIaegVh 5.8 42

124
TheIeffectsIofIdifferentIcysteineIforIglycineIsubstitutionsIwithinIalphaIbQyRIchainsWIuvidenceIofI
distinctIstructuralIdomainsIwithinItheItypeIyIcollagenItripleIhelixWIJournaldofdBiologicaldChemistryUI
1991UIbffUIbeiYVbeid

5.4 41

123 StructuralIqbnormalitiesIinItheItermalIsollagenIandIulasticIαatrixIfromItheISkinIofIPatientsIwithI
ynheritedIsonnectiveITissueItisordersWIJournaldofdInvestigativedDermatologyUI1982UIgiUIgVaf 4.3 40

122 qIhomozygousIrcwqTcImutationIcausesIaIsevereIsyndromeIwithImultipleIfracturesUIexpandingItheI
phenotypeIofIlinkeropathyIsyndromesWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2015UIafgqUIbfiaVf 2.5 39

121 weneticIdisordersIofIcollagenImetabolismWIAdvancesdindHumandGeneticsUI1982UIabUIaVhg 39

120 xeritableIcollagenIdisordersjItheIparadigmIofItheIuhlersVtanlosIsyndromeWIJournaldofdInvestigatived
DermatologyUI2012UIacbUIufVaa 4.3 38

119 OsteogenesisIimperfectajIperspectivesIandIopportunitiesWICurrentdOpiniondindPediatricsUI2000UIabUIfYcVi 3.2 38

118
TheIeffectsIofIdifferentIcysteineIforIglycineIsubstitutionsIwithinIalphaIbQyRIchainsWIuvidenceIofI
distinctIstructuralIdomainsIwithinItheItypeIyIcollagenItripleIhelixWIJournaldofdBiologicaldChemistryUI
1991UIbffUIbeiYVd

5.4 37

117
ParentalIsomaticIandIgermVlineImosaicismIforIaImultiexonIdeletionIwithIunusualIendpointsIinIaI
typeIyyyIcollagenIQsO cqaRIalleleIproducesIuhlersVtanlosIsyndromeItypeIyVIinItheIheterozygousI
offspringWIAmericandJournaldofdHumandGeneticsUI1993UIecUIfbVgY

11 37

116
qIsingleIaminoIacidIsubstitutionIQtaddaYRIinItheIcarboxylVterminalIpropeptideIofItheIproalphaaQyRI
chainIofItypeIyIcollagenIresultsIinIaIlethalIvariantIofIosteogenesisIimperfectaIwithIfeaturesIofIdenseI
boneIdiseasesWIJournaldofdMedicaldGeneticsUI2002UIciUIbcVi

5.8 36

115
qnIRTVPsRVSSsPIscreeningIstrategyIforIdetectionIofImutationsIinItheIgeneIencodingItheIalphaIaI
chainIofItypeIyIcollagenjIapplicationItoIfourIpatientsIwithIosteogenesisIimperfectaWIHumand
MoleculardGeneticsUI1993UIbUIaaeeVfY

5.6 36

114 βaturalIvariationIinIfourIhumanIcollagenIgenesIacrossIanIethnicallyIdiverseIpopulationWIGenomicsUI
2008UIiaUIcYgVad 4.3 35
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113 sollagensjIbuildingIblocksIatItheIendIofItheIdevelopmentIlineWIClinicaldGeneticsUI2000UIehUIbgYVi 4 35

112 PartialIsO aqbIgeneIduplicationIproducesIfeaturesIofIosteogenesisIimperfectaIandIuhlersVtanlosI
syndromeItypeIVyyWIHumandGeneticsUI2000UIaYfUIaiVbh 6.3 33

111 αolecularIbasisIofIhereditaryIdisordersIofIconnectiveItissueWIAnnualdReviewdofdMedicineUI1994UIdeUIadiVfc17.4 33

110 OsteogenesisIimperfectajImodeIofIdeliveryIandIneonatalIoutcomeWIObstetricsdanddGynecologyUI2001
UIigUIffVi 4.9 32

109 OsteogenesisIimperfectajItheImolecularIbasisIofIclinicalIheterogeneityWIAnnalsdofdthedNewdYorkd
AcademydofdSciencesUI1988UIedcUIaagVbh 6.5 32

108 teterminationIofItheImolecularIbasisIofIαarfanIsyndromejIaIgrowthIindustryWIJournaldofdClinicald
InvestigationUI2004UIaadUIafaVafc 15.9 32

107 qInovelImutationIcausesIaIperinatalIlethalIformIofIosteogenesisIimperfectaWIqnIinsertionIinIoneI
alphaIaQyRIcollagenIalleleIQsO aqaRWWIJournaldofdBiologicaldChemistryUI1988UIbfcUIgheeVghfa 5.4 32

106 OsteogenesisIimperfectaIdueItoIrecurrentIpointImutationsIatIspwIdinucleotidesIinItheIsO aqaI
geneIofItypeIyIcollagenWIHumandGeneticsUI1991UIhgUIccVdY 6.3 31

105 OsteogenesisIimperfectaItypeIyVWIriochemicalIconfirmationIofIgeneticIlinkageItoItheIproIalphaIbQyRI
geneIofItypeIyIcollagenWIJournaldofdClinicaldInvestigationUI1986UIghUIaddiVee 15.9 31

104 RefiningItheIstructureIandIcontentIofIclinicalIgenomicIreportsWIAmericandJournaldofdMedicald
GeneticspdPartdC:dSeminarsdindMedicaldGeneticsUI2014UIaffsUIheVib 3.1 30

103 virstVtrimesterIprenatalIdiagnosisIofIosteogenesisIimperfectaItypeIyyIbyItβqIanalysisIandI
sonographyWIPrenataldDiagnosisUI1993UIacUIehiVif 3.2 30

102 αolecularIbasisIofIclinicalIheterogeneityIinItheIuhlersVtanlosIsyndromeWIAnnalsdofdthedNewdYorkd
AcademydofdSciencesUI1985UIdfYUIbihVcaY 6.5 30

101 αolecularImechanismsIofIconnectiveItissueIabnormalitiesIinItheIuhlersVtanlosIsyndromeWICollagend
anddRelateddResearchUI1981UIaUIdgeVhi 30

100 SequenceIandIcharacterizationIofItheIcompleteIhumanIthrombospondinIbIctβqjIpotentialI
regulatoryIroleIforItheIcPIuntranslatedIregionWIGenomicsUI1993UIagUIbbeVi 4.3 29

99 qInovelImutationIcausesIaIperinatalIlethalIformIofIosteogenesisIimperfectaWIqnIinsertionIinIoneI
alphaIaQyRIcollagenIalleleIQsO aqaRWIJournaldofdBiologicaldChemistryUI1988UIbfcUIgheeVfa 5.4 29

98 αonoallelicIandIbiallelicIsRurc aIvariantIcausesImildIandIsevereIosteogenesisIimperfectaUI
respectivelyWIGeneticsdindMedicineUI2018UIbYUIdaaVdai 8.1 28

97
teletionsIandIduplicationsIofIwlyVXaaVYaaItripletIrepeatsIinItheItripleIhelicalIdomainsIofItypeIyI
collagenIchainsIdisruptIhelixIformationIandIresultIinIseveralItypesIofIosteogenesisIimperfectaWI
HumandMutationUI2001UIahUIcaiVbf

4.7 28

96 qInewIvarietyIofIspondyloepiphysealIdysplasiaIcharacterizedIbyIpunctateIcornealIdystrophyIandI
abnormalIdermalIcollagenIfibrilsWIHumandGeneticsUI1978UIdYUIaegVfi 6.3 28
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95 sesareanIdeliveryIisInotIassociatedIwithIdecreasedIatVbirthIfractureIratesIinIosteogenesisI
imperfectaWIGeneticsdindMedicineUI2016UIahUIegYVf 8.1 27

94 αolecularIheterogeneityIinIosteogenesisIimperfectaItypeIyWIAmericandJournaldofdMedicaldGeneticsd
PartdAUI1993UIdeUIbbcVg 27

93 riVallelicIvariantsIinIencodingItheIligandItoIwPRefIareIassociatedIwithIcobblestoneVlikeIcorticalI
malformationUIwhiteImatterIchangesIandIcerebellarIcystsWIJournaldofdMedicaldGeneticsUI2017UIedUIdcbVddY5.8 26

92 βeurologicalIpresentationIofIuhlersVtanlosIsyndromeItypeIyVIinIaIfamilyIwithIparentalImosaicismWI
ClinicaldGeneticsUI2003UIfcUIeaYVe 4 26

91 VascularIuhlersVtanlosISyndromeIinIsiblingsIwithIbiallelicIsO cqaIsequenceIvariantsIandImarkedI
clinicalIvariabilityIinItheIextendedIfamilyWIEuropeandJournaldofdHumandGeneticsUI2015UIbcUIgifVhYb 5.3 25

90 SequenceIofItheIcodingIregionIofItheIbovineIfibrillinIctβqIandIlocalizationItoIbovineIchromosomeI
aYWIGenomicsUI1994UIbcUIdhYVe 4.3 25

89 qlteredIsecretionIofItypeIyyyIprocollagenIinIaIformIofItypeIyVIuhlersVtanlosIsyndromeWIriochemicalI
studiesIinIculturedIfibroblastsWILaboratorydInvestigationUI1981UIddUIccfVda 5.9 25

88
uhlersVtanlosIsyndromeItypeIyVjIaIsubsetIofIpatientsIdistinguishedIbyIlowIserumIlevelsIofItheI
aminoVterminalIpropeptideIofItypeIyyyIprocollagenWIAmericandJournaldofdMedicaldGeneticsdPartdAUI
1989UIcdUIfhVga

24

87 SubstitutionIofIcysteineIforIglycineIwithinItheIcarboxylVterminalItelopeptideIofItheIalphaIaIchainIofI
typeIyIcollagenIproducesImildIosteogenesisIimperfectaWWIJournaldofdBiologicaldChemistryUI1988UIbfcUIadfYeVadfYg5.4 24

86 αultiexonIdeletionIinItheIprocollagenIyyyIgeneIisIassociatedIwithImildIuhlersVtanlosIsyndromeItypeI
yVWIJournaldofdBiologicaldChemistryUI1991UIbffUIebddVh 5.4 23

85 SuccessfulIendovascularIrepairIofIacuteItypeIrIaorticIdissectionIinIundiagnosedIuhlersVtanlosI
syndromeItypeIyVWIEuropeandJournaldofdVasculardanddEndovasculardSurgeryUI2009UIchUIfYhVi 2.3 22

84 αultipleIvascularIandIbowelIrupturesIinIanIadolescentImaleIwithIsporadicIuhlersVtanlosIsyndromeI
typeIyVWIPediatricdanddDevelopmentaldPathologyUI1999UIbUIhfVic 2.2 22

83
 argeIkindredIwithIuhlersVtanlosIsyndromeItypeIyVIdueItoIaIpointImutationIQwegaSRIinItheIsO cqaI
geneIofItypeIyyyIprocollagenjI owIriskIofIpregnancyIcomplicationsIandIunexpectedIlongevityIinI
someIaffectedIrelativesI1999UIhbUIcYeVcaa

22

82
WhatIeveryIclinicalIgeneticistIshouldIknowIaboutItestingIforIosteogenesisIimperfectaIinIsuspectedI
childIabuseIcasesWIAmericandJournaldofdMedicaldGeneticspdPartdC:dSeminarsdindMedicaldGeneticsUI2015UI
afiUIcYgVac

3.1 21

81 αultiexonIdeletionIinItheIprocollagenIyyyIgeneIisIassociatedIwithImildIuhlersVtanlosIsyndromeItypeI
yVWWIJournaldofdBiologicaldChemistryUI1991UIbffUIebddVebdh 5.4 21

80
αutationsIThatIqlterItheIsarboxyVTerminalVPropeptideIsleavageISiteIofItheIshainsIofITypeIyI
ProcollagenIqreIqssociatedIWithIaIUniqueIOsteogenesisIymperfectaIPhenotypeWIJournaldofdBoned
anddMineraldResearchUI2018UIccUIabfYVabga

6.3 20

79 v–rPadVrelatedIuhlersVtanlosIsyndromejIexpansionIofItheIphenotypeItoIincludeIvascularI
complicationsWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2014UIafdqUIageYVe 2.5 20

78
SubstitutionsIofIasparticIacidIforIglycineVbbYIandIofIarginineIforIglycineVffdIinItheItripleIhelixIofI
theIproIalphaIaQyRIchainIofItypeIyIprocollagenIproduceIlethalIosteogenesisIimperfectaIandIdisruptI
theIabilityIofIcollagenIfibrilsItoIincorporateIcrystallineIhydroxyapatiteWIBiochemicaldJournalUI1995UI
caaIQIPtIcRUIhaeVbY

3.8 20
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77 OsteogenesisIimperfectaItypeIyVjIevidenceIofIabnormalItripleIhelicalIstructureIofItypeIyIcollagenWI
HumandGeneticsUI1986UIgdUIdgVec 6.3 20

76
SubstitutionIofIarginineIforIglycineIatIpositionIhdgIinItheItripleVhelicalIdomainIofItheIalphaIaIQyRI
chainIofItypeIyIcollagenIproducesIlethalIosteogenesisIimperfectaWIαoleculesIthatIcontainIoneIorI
twoIabnormalIchainsIdifferIinIstabilityIandIsecretionWWIJournaldofdBiologicaldChemistryUI1990UIbfeUIahfbhVahfcc

5.4 20

75 qImulticenterIstudyItoIevaluateIpulmonaryIfunctionIinIosteogenesisIimperfectaWIClinicaldGeneticsUI
2018UIidUIeYbVeaa 4 20

74 slinicalIScreeningIforIsollagenItefectsIinIsonnectiveITissueItiseasesWIClinicsdindPerinatologyUI1990UI
agUIgicVhYi 2.8 19

73 rovineImodelIofIαarfanIsyndromeIresultsIfromIanIaminoIacidIchangeIQcWceihwInIqUIpWuabYY–RIinIaI
calciumVbindingIepidermalIgrowthIfactorVlikeIdomainIofIfibrillinVaWIHumandMutationUI2005UIbeUIcdhVeb 4.7 18

72 αolecularIOutcomeUIPredictionUIandIslinicalIsonsequencesIofISpliceIVariantsIinIsO aqaUIWhichI
uncodesItheIpro˛–aQyRIshainsIofITypeIyIProcollagenWIHumandMutationUI2015UIcfUIgbhVci 4.7 16

71 qllelicIbackgroundIofI uPRuaImutationsIthatIcauseIrecessiveIformsIofIosteogenesisIimperfectaIinI
differentIpopulationsWIMoleculardGeneticsdjamp;dGenomicdMedicineUI2013UIaUIaidVbYe 2.3 16

70
qItripeptideIdeletionIinItheItripleVhelicalIdomainIofItheIproIalphaIaQyRIchainIofItypeIyIprocollagenIinI
aIpatientIwithIlethalIosteogenesisIimperfectaIdoesInotIalterIcleavageIofItheImoleculeIbyI
βVproteinaseWIJournaldofdBiologicaldChemistryUI1992UIbfgUIbeebiVcd

5.4 16

69 qbnormalIfibrillinImetabolismIinIbovineIαarfanIsyndromeWIAmericandJournaldofdPathologyUI1993UI
adbUIhYcVaY 5.8 16

68 sO aqaIandIsO aqbIsequencingIresultsIinIcohortIofIpatientsIundergoingIevaluationIforIpotentialI
childIabuseWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2016UIagYUIahehVfb 2.5 15

67 wrowthIcharacteristicsIinIindividualsIwithIosteogenesisIimperfectaIinIβorthIqmericajIresultsIfromIaI
multicenterIstudyWIGeneticsdindMedicineUI2019UIbaUIbgeVbhc 8.1 15

66 αolecularIpathologyIinIinheritedIdisordersIofIcollagenImetabolismWIHumandPathologyUI1982UIacUIhiVie 3.7 15

65 TheImolecularIbasisIofIclinicalIheterogeneityIinIosteogenesisIimperfectajIαutationsIinItypeIyI
collagenIgenesIhaveIdifferentIeffectsIonIcollagenIprocessingI1985UIefViY 15

64 qIsingleIaminoIacidIdeletionIinItheIalphaIbQyRIchainIofItypeIyIcollagenIproducesIosteogenesisI
imperfectaItypeIyyyWIHumandGeneticsUI1993UIiYUIfbaVh 6.3 14

63 fqbeWaIQTqrbRImicrodeletionIsyndromejIsongenitalIheartIdefectsIandIcardiomyopathyWIAmericand
JournaldofdMedicaldGeneticspdPartdAUI2017UIagcUIahdhVaheg 2.5 13

62 αutationsIinItheIweneIuncodingItheIRuRIProteinIv–rPfeIsauseIqutosomalVRecessiveIOsteogenesisI
ymperfectaWIAmericandJournaldofdHumandGeneticsUI2010UIhgUIegbVegc 11 13

61 qImultiVinstitutionalIexperienceIinItheIaorticIandIarterialIpathologyIinIindividualsIwithIgeneticallyI
confirmedIvascularIuhlersVtanlosIsyndromeWIJournaldofdVasculardSurgeryUI2019UIgYUIaedcVaeed 3.5 12

60 TestingIpatternsIforIgeneticallyItriggeredIaorticIandIarterialIaneurysmsIandIdissectionsIatIanI
academicIcenterWIJournaldofdVasculardSurgeryUI2018UIfhUIgYaVgaa 3.5 12
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59 SubstitutionsIforIarginineIatIpositionIghYIinItripleIhelicalIdomainIofItheI˛–aQyRIchainIalterIfoldingIofI
theItypeIyIprocollagenImoleculeIandIcauseIosteogenesisIimperfectaWIPLoSdONEUI2018UIacUIeYbYYbfd 3.7 12

58 PedigreesVpublishoIorIperishItheIthoughtoWIAmericandJournaldofdHumandGeneticsUI1998UIfcUIfghVha 11 12

57 qIdimorphicIqluISbVlikeIinsertionIinIsO cqaIisIethnicVspecificWIJournaldofdMoleculardEvolutionUI1996UI
dbUIaagVbc 3.1 12

56 qIwlyheiSerIsubstitutionIinItheItripleIhelicalIdomainIofItheIalphaIbIchainIofItypeIyIcollagenIresultingI
inIosteogenesisIimperfectaItypeIyyyIinItwoIunrelatedIindividualsWIHumandMutationUI1994UIcUIciaVd 4.7 12

55
SubstitutionIofIarginineIforIglycineIatIpositionIhdgIinItheItripleVhelicalIdomainIofItheIalphaIaIQyRI
chainIofItypeIyIcollagenIproducesIlethalIosteogenesisIimperfectaWIαoleculesIthatIcontainIoneIorI
twoIabnormalIchainsIdifferIinIstabilityIandIsecretionWIJournaldofdBiologicaldChemistryUI1990UIbfeUIahfbhVcc

5.4 12

54 qInovelIglycineItoIglutamicIacidIsubstitutionIatIpositionIcdcIinItheIalphaIbIchainIofItypeIyIcollagenI
inIanIindividualIwithIlethalIosteogenesisIimperfectaWIHumandMoleculardGeneticsUI1993UIbUIbageVg 5.6 11

53 TypeIyyyIcollagenIdeficiencyWILancetpdTheUI1989UIaUIiYcVd 40 11

52 qnIXVlinkedIformIofIcutisIlaxaIdueItoIdeficiencyIofIlysylIoxidaseWIBirthdDefects:dOriginaldArticledSeriesUI
1976UIabUIbicVh 11

51 xomologyVmediatedIrecombinationIbetweenItypeIyIcollagenIgeneIexonsIresultsIinIanIinternalI
tandemIduplicationIandIlethalIosteogenesisIimperfectaWIHumandMutationUI1993UIbUIbaVg 4.7 10

50 StrategiesIandIoutcomesIofIprenatalIdiagnosisIforIosteogenesisIimperfectajIaIreviewIofI
biochemicalIandImolecularIstudiesIcompletedIinIabiIpregnanciesWIPrenataldDiagnosisUI1997UIagUIeeiVgY 3.2 10

49 αolecularIgeneticsIofIchondrodysplasiasUIincludingIcluesItoIdevelopmentUIstructureUIandIfunctionWI
CurrentdOpiniondindRheumatologyUI1994UIfUIcdeVeY 5.3 9

48 teterminationIofItheImolecularIbasisIofIαarfanIsyndromejIaIgrowthIindustryWIJournaldofdClinicald
InvestigationUI2004UIaadUIafaVc 15.9 9

47 xearingIlossIinIindividualsIwithIosteogenesisIimperfectaIinIβorthIqmericajIResultsIfromIaI
multicenterIstudyWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2020UIahbUIfigVgYd 2.5 9

46 qImultiVinstitutionalIexperienceIinIvascularIuhlersVtanlosIsyndromeIdiagnosisWIJournaldofdVasculard
SurgeryUI2020UIgaUIadiVaeg 3.5 9

45 undovascularIRepairIofIynternalIαammaryIqrteryIqneurysmsIinIbISistersIwithISαqtcIαutationWI
AnnalsdofdVasculardSurgeryUI2017UIdaUIbhcWeeVbhcWei 1.7 8

44 fqbeWaIQTqrbRImicrodeletionIisIaIriskIfactorIforIhypoplasticIleftIheartjIaIcaseIreportIthatIexpandsI
theIphenotypeWIBMCdCardiovasculardDisordersUI2020UIbYUIacg 2.3 8

43 qIwlybchSerIsubstitutionIinItheIalphaIbIchainIofItypeIyIcollagenIresultsIinIosteogenesisIimperfectaI
typeIyyyWIHumandGeneticsUI1995UIieUIbaeVh 6.3 8

42 qIαulticenterIObservationalIsohortIStudyItoIuvaluateItheIuffectsIofIrisphosphonateIuxposureIonI
roneIαineralItensityIandIOtherIxealthIOutcomesIinIOsteogenesisIymperfectaWIJBMRdPlusUI2019UIcUIeaYaah3.9 7
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41 αobilityIinIosteogenesisIimperfectajIaImulticenterIβorthIqmericanIstudyWIGeneticsdindMedicineUI
2019UIbaUIbcaaVbcah 8.1 6

40 qssessmentIofItheIynformationISourcesIandIynterestIinIResearchIsollaborationIqmongIyndividualsI
withIVascularIuhlersVtanlosISyndromeWIAnnalsdofdVasculardSurgeryUI2020UIfbUIcbfVccd 1.7 6

39
surrentIPracticesIandItheIProviderIPerspectivesIonIynconclusiveIweneticITestIResultsIforI
OsteogenesisIymperfectaIinIshildrenIwithIUnexplainedIvracturesjIu SyIymplicationsWIJournaldofdLawpd
MedicinedanddEthicsUI2016UIddUIeadVi

1.2 5

38 qnIexceptionItoItheIruleWINewdEnglanddJournaldofdMedicineUI2001UIcdeUIabYcVe 59.2 5

37 qIvariantIofIosteogenesisIimperfectaItypeIyVIwithIresolvingIkyphomeliaIisIcausedIbyIaInovelI
sO aqbImutationWIJournaldofdMedicaldGeneticsUI2002UIciUIabhVcb 5.8 5

36 utiologyIofIosteogenesisIimperfectajIanIoverviewIofIbiochemicalIandImolecularIgeneticIanalysesWI
ConnectivedTissuedResearchUI1995UIcaUIbegVi 3.3 5

35 αolecularIbasisIofIinheritedIdisordersIofIcollagenIbiosynthesisjIimplicationsIforIprenatalIdiagnosisWI
CurrentdProblemsdindDermatologyUI1987UIafUIaehVgd 5

34 ulectronImicroscopyIasIanIaidItoIdiagnosisIofIdisordersIofItheIextracellularImatrixjIaInewItypeIofI
spondyloepiphysealIdysplasiaWIBirthdDefects:dOriginaldArticledSeriesUI1978UIadUIbbaVcb 5

33 qIcallIforIdirectIsequencingIofIfullVlengthIRβqsItoIidentifyIallImodificationsWINaturedGeneticsUI2021UI
ecUIaaacVaaaf 36.3 5

32 qbnormalIroneIsollagenIsrossV inkingIinIOsteogenesisIymperfectaXrruckISyndromeIsausedIbyI
sompoundIxeterozygousIαutationsWIJBMRdPlusUI2021UIeUIeaYded 3.9 5

31 TheIqorticItissectionIsollaborativejIαethodsIforIbuildingIcapacityIforIpatientVcenteredIoutcomesI
researchIinItheIaorticIdissectionIcommunityWWISeminarsdindVasculardSurgeryUI2022UIceUIiVae 1.2 5

30 αolecularIheterogeneityIinIchondrodysplasiasWIAmericandJournaldofdHumandGeneticsUI1989UIdeUIaVd 11 4

29 TrendsIoverIdbIyearsIinItheIqdultIαedicalIweneticsIslinicIatItheIUniversityIofIWashingtonWIGeneticsd
indMedicineUI2019UIbaUIadegVadfa 8.1 4

28 xeterozygousIWβTaIvariantIcausingIaIvariableIboneIphenotypeWIAmericandJournaldofdMedicald
GeneticspdPartdAUI2018UIagfUIbdaiVbdbd 2.5 4

27
sompoundIheterozygosityIforIaIframeshiftImutationIandIanIupstreamIdeletionIthatIreducesI
expressionIofISuRPyβxaIinIsiblingsIwithIaImoderateIformIofIosteogenesisIimperfectaWIAmericand
JournaldofdMedicaldGeneticspdPartdAUI2019UIagiUIadffVadge

2.5 3

26 SettingIaIresearchIagendaIforIvascularIuhlersVtanlosIsyndromeIusingIaIpatientIandIstakeholderI
engagementImodelWIJournaldofdVasculardSurgeryUI2020UIgbUIadcfVadddWeb 3.5 3

25 sharacterizationIofItissueVspecificIandIdevelopmentallyIregulatedIalternativeIsplicingIofIexonIfdIinI
theIsO eqaIgeneWIConnectivedTissuedResearchUI2012UIecUIbfgVgf 3.3 3

24 αolecularIgeneticIpathologyWIsomingIofIageIinItheImolecularIworldWIAmericandJournaldofdPathologyUI
1999UIaeeUIfgcVd 5.8 3
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23 systeineIinItheItripleIhelicalIdomainIofItheIproIalphaIbQyRIchainIofItypeVyIcollagenIinInonlethalIformsI
ofIosteogenesisIimperfectaWIHumandGeneticsUI1991UIhgUIafgVgb 6.3 3

22
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