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123 slinicalIandIgeneticIfeaturesIofIuhlersVtanlosIsyndromeItypeIyVUItheIvascularItypeWINewdEnglandd
JournaldofdMedicineUI2000UIcdbUIfgcVhY 59.2 1011

122 αultipleIvascularIandIbowelIrupturesIinIanIadolescentImaleIwithIsporadicIuhlersVtanlosIsyndromeI
typeIyVWIPediatricdanddDevelopmentaldPathologyUI1999UIbUIhfVic 2.2 22

121
 argeIkindredIwithIuhlersVtanlosIsyndromeItypeIyVIdueItoIaIpointImutationIQwegaSRIinItheIsO cqaI
geneIofItypeIyyyIprocollagenjI owIriskIofIpregnancyIcomplicationsIandIunexpectedIlongevityIinI
someIaffectedIrelativesI1999UIhbUIcYeVcaa

22

120 xumanIuhlersVtanlosIsyndromeItypeIVyyIsIandIbovineIdermatosparaxisIareIcausedIbyImutationsIinI
theIprocollagenIyIβVproteinaseIgeneWIAmericandJournaldofdHumandGeneticsUI1999UIfeUIcYhVag 11 302

119
RedefinitionIofIexonIgIinItheIsO aqaIgeneIofItypeIyIcollagenIbyIanIintronIhIspliceVdonorVsiteI
mutationIinIaIformIofIosteogenesisIimperfectajIinfluenceIofIintronIspliceIorderIonIoutcomeIofI
spliceVsiteImutationWIAmericandJournaldofdHumandGeneticsUI1999UIfeUIccfVdd

11 54

118 αolecularIgeneticIpathologyjIcomingIofIageIinItheImolecularIworldWIJournaldofdMoleculard
DiagnosticsUI1999UIaUIcVd 5.1 2

117 αolecularIgeneticIpathologyWIsomingIofIageIinItheImolecularIworldWIAmericandJournaldofdPathologyUI
1999UIaeeUIfgcVd 5.8 3

116
 argeIkindredIwithIuhlersVtanlosIsyndromeItypeIyVIdueItoIaIpointImutationIQwegaSRIinItheIsO cqaI
geneIofItypeIyyyIprocollagenjI owIriskIofIpregnancyIcomplicationsIandIunexpectedIlongevityIinI
someIaffectedIrelativesI1999UIhbUIcYe

1

115 PedigreesVpublishoIorIperishItheIthoughtoWIAmericandJournaldofdHumandGeneticsUI1998UIfcUIfghVha 11 12

114
sonstitutiveIskippingIofIalternativelyIsplicedIexonIaYIinItheIqTPgqIgeneIabolishesIwolgiI
localizationIofItheImenkesIproteinIandIproducesItheIoccipitalIhornIsyndromeWIHumandMoleculard
GeneticsUI1998UIgUIdfeVi

5.6 52
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113
SplicingIdefectsIinItheIsO cqaIgenejImarkedIpreferenceIforIePIQdonorRIspiceVsiteImutationsIinI
patientsIwithIexonVskippingImutationsIandIuhlersVtanlosIsyndromeItypeIyVWIAmericandJournaldofd
HumandGeneticsUI1997UIfaUIabgfVhf

11 61

112
αutationsIinItheIsO cqaIgeneIresultIinItheIuhlersVtanlosIsyndromeItypeIyVIandIalterationsIinItheI
sizeIandIdistributionIofItheImajorIcollagenIfibrilsIofItheIdermisWIJournaldofdInvestigativedDermatology
UI1997UIaYhUIbdaVg

4.3 53

111
uhlersVtanlosIsyndromeItypeIVyyqIandIVyyrIresultIfromIspliceVjunctionImutationsIorIgenomicI
deletionsIthatIinvolveIexonIfIinItheIsO aqaIandIsO aqbIgenesIofItypeIyIcollagenWIAmericandJournald
ofdMedicaldGeneticsdPartdAUI1997UIgbUIidVaYe

96

110 STRqTuwyuSIqβtIOUTsOαuSIOvIPRuβqTq ItyqwβOSySIvORIOSTuOwuβuSySIyαPuRvusTqjIqI
RuVyuWIOvIryOsxuαysq IqβtIαO usU qRISTUtyuSIsOαP uTutIyβIabiIPRuwβqβsyuSI1997UIagUIeeiVegY 52

109 StrategiesIandIoutcomesIofIprenatalIdiagnosisIforIosteogenesisIimperfectajIaIreviewIofI
biochemicalIandImolecularIstudiesIcompletedIinIabiIpregnanciesWIPrenataldDiagnosisUI1997UIagUIeeiVgY 3.2 10

108 StudiesIofIcollagenIsynthesisIandIstructureIinItheIdifferentiationIofIchildIabuseIfromIosteogenesisI
imperfectaWIJournaldofdPediatricsUI1996UIabhUIedbVg 3.6 59

107 qIdimorphicIqluISbVlikeIinsertionIinIsO cqaIisIethnicVspecificWIJournaldofdMoleculardEvolutionUI1996UI
dbUIaagVbc 3.1 12

106 telineationIofItheIαarfanIphenotypeIassociatedIwithImutationsIinIexonsIbcVcbIofItheIvrβaIgeneWI
AmericandJournaldofdMedicaldGeneticsdPartdAUI1996UIfbUIbccVdb 101

105 qItranslocationIinterruptsItheIsO eqaIgeneIinIaIpatientIwithIuhlersVtanlosIsyndromeIandI
hypomelanosisIofIytoWINaturedGeneticsUI1996UIacUIcfaVe 36.3 108

104 SpontaneousImultivesselIcervicalIarteryIdissectionIinIaIpatientIwithIaIsubstitutionIofIalanineIforI
glycineIQwacqRIinItheIalphaIaIQyRIchainIofItypeIyIcollagenWINeurologyUI1996UIdgUIeebVf 6.5 82

103 qIwlybchSerIsubstitutionIinItheIalphaIbIchainIofItypeIyIcollagenIresultsIinIosteogenesisIimperfectaI
typeIyyyWIHumandGeneticsUI1995UIieUIbaeVh 6.3 8

102
undoplasmicIreticulumVmediatedIqualityIcontrolIofItypeIyIcollagenIproductionIbyIcellsIfromI
osteogenesisIimperfectaIpatientsIwithImutationsIinItheIproIalphaIaIQyRIchainIcarboxylVterminalI
propeptideIwhichIimpairIsubunitIassemblyWIJournaldofdBiologicaldChemistryUI1995UIbgYUIhfdbVi

5.4 104

101 utiologyIofIosteogenesisIimperfectajIanIoverviewIofIbiochemicalIandImolecularIgeneticIanalysesWI
ConnectivedTissuedResearchUI1995UIcaUIbegVi 3.3 5

100
SubstitutionsIofIasparticIacidIforIglycineVbbYIandIofIarginineIforIglycineVffdIinItheItripleIhelixIofI
theIproIalphaIaQyRIchainIofItypeIyIprocollagenIproduceIlethalIosteogenesisIimperfectaIandIdisruptI
theIabilityIofIcollagenIfibrilsItoIincorporateIcrystallineIhydroxyapatiteWIBiochemicaldJournalUI1995UI
caaIQIPtIcRUIhaeVbY

3.8 20

99 serebrovascularIcomplicationsIinIuhlersVtanlosIsyndromeItypeIyVWIAnnalsdofdNeurologyUI1995UIchUIifYVd 9.4 153

98 uhlersVtanlosIsyndromejIrecentIadvancesIandIcurrentIunderstandingIofItheIclinicalIandIgeneticI
heterogeneityWIJournaldofdInvestigativedDermatologyUI1994UIaYcUIdgSVebS 4.3 49

97 qIwlyheiSerIsubstitutionIinItheItripleIhelicalIdomainIofItheIalphaIbIchainIofItypeIyIcollagenIresultingI
inIosteogenesisIimperfectaItypeIyyyIinItwoIunrelatedIindividualsWIHumandMutationUI1994UIcUIciaVd 4.7 12

96 αolecularIbasisIofIhereditaryIdisordersIofIconnectiveItissueWIAnnualdReviewdofdMedicineUI1994UIdeUIadiVfc17.4 33

(1994-1997)
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95 SequenceIofItheIcodingIregionIofItheIbovineIfibrillinIctβqIandIlocalizationItoIbovineIchromosomeI
aYWIGenomicsUI1994UIbcUIdhYVe 4.3 25

94 αolecularIgeneticsIofIchondrodysplasiasUIincludingIcluesItoIdevelopmentUIstructureUIandIfunctionWI
CurrentdOpiniondindRheumatologyUI1994UIfUIcdeVeY 5.3 9

93 OsteogenesisIimperfectaItypeIyjImolecularIheterogeneityIforIsO aqaInullIallelesIofItypeIyIcollagenWI
AmericandJournaldofdHumandGeneticsUI1994UIeeUIfchVdg 11 96

92 SequenceIandIcharacterizationIofItheIcompleteIhumanIthrombospondinIbIctβqjIpotentialI
regulatoryIroleIforItheIcPIuntranslatedIregionWIGenomicsUI1993UIagUIbbeVi 4.3 29

91 OsteogenesisIimperfectaItypeIyyyjImutationsIinItheItypeIyIcollagenIstructuralIgenesUIsO aqaIandI
sO aqbUIareInotInecessarilyIresponsibleWIJournaldofdMedicaldGeneticsUI1993UIcYUIdibVf 5.8 44

90 qInovelIglycineItoIglutamicIacidIsubstitutionIatIpositionIcdcIinItheIalphaIbIchainIofItypeIyIcollagenI
inIanIindividualIwithIlethalIosteogenesisIimperfectaWIHumandMoleculardGeneticsUI1993UIbUIbageVg 5.6 11

89
qnIRTVPsRVSSsPIscreeningIstrategyIforIdetectionIofImutationsIinItheIgeneIencodingItheIalphaIaI
chainIofItypeIyIcollagenjIapplicationItoIfourIpatientsIwithIosteogenesisIimperfectaWIHumand
MoleculardGeneticsUI1993UIbUIaaeeVfY

5.6 36

88 αolecularIheterogeneityIinIosteogenesisIimperfectaItypeIyWIAmericandJournaldofdMedicaldGeneticsd
PartdAUI1993UIdeUIbbcVg 27

87 xomologyVmediatedIrecombinationIbetweenItypeIyIcollagenIgeneIexonsIresultsIinIanIinternalI
tandemIduplicationIandIlethalIosteogenesisIimperfectaWIHumandMutationUI1993UIbUIbaVg 4.7 10

86 qIsingleIaminoIacidIdeletionIinItheIalphaIbQyRIchainIofItypeIyIcollagenIproducesIosteogenesisI
imperfectaItypeIyyyWIHumandGeneticsUI1993UIiYUIfbaVh 6.3 14

85 virstVtrimesterIprenatalIdiagnosisIofIosteogenesisIimperfectaItypeIyyIbyItβqIanalysisIandI
sonographyWIPrenataldDiagnosisUI1993UIacUIehiVif 3.2 30

84
αutationsIinItheIcarboxylVterminalIpropeptideIofItheIproIalphaIaQyRIchainIofItypeIyIcollagenIresultIinI
defectiveIchainIassociationIandIproduceIlethalIosteogenesisIimperfectaWIJournaldofdBiologicald
ChemistryUI1993UIbfhUIahbahVbe

5.4 58

83
riPIbindsItypeIyIprocollagenIproIalphaIchainsIwithImutationsIinItheIcarboxylVterminalIpropeptideI
synthesizedIbyIcellsIfromIpatientsIwithIosteogenesisIimperfectaWIJournaldofdBiologicaldChemistryUI
1993UIbfhUIahbbfVcc

5.4 117

82
ParentalIsomaticIandIgermVlineImosaicismIforIaImultiexonIdeletionIwithIunusualIendpointsIinIaI
typeIyyyIcollagenIQsO cqaRIalleleIproducesIuhlersVtanlosIsyndromeItypeIyVIinItheIheterozygousI
offspringWIAmericandJournaldofdHumandGeneticsUI1993UIecUIfbVgY

11 37

81 qbnormalIfibrillinImetabolismIinIbovineIαarfanIsyndromeWIAmericandJournaldofdPathologyUI1993UI
adbUIhYcVaY 5.8 16

80 ThrombospondinIyyjIpartialIctβqIsequenceUIchromosomeIlocationUIandIexpressionIofIaIsecondI
memberIofItheIthrombospondinIgeneIfamilyIinIhumansWIGenomicsUI1992UIabUIdbaVi 4.3 49

79 OsteogenesisIimperfectaWIAnnualdReviewdofdMedicineUI1992UIdcUIbfiVhb 17.4 223

78 αarfanIsyndromejIdefectiveIsynthesisUIsecretionUIandIextracellularImatrixIformationIofIfibrillinIbyI
culturedIdermalIfibroblastsWIJournaldofdClinicaldInvestigationUI1992UIhiUIgiVhf 15.9 194
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77
RecurrenceIofIlethalIosteogenesisIimperfectaIdueItoIparentalImosaicismIforIaImutationIinItheI
sO aqbIgeneIofItypeIyIcollagenWITheImosaicIparentIexhibitsIphenotypicIfeaturesIofIaImildIformIofI
theIdiseaseWIHumandMutationUI1992UIaUIdgVed

4.7 68

76
tefectiveIfoldingIandIstableIassociationIwithIproteinIdisulfideIisomeraseXprolylIhydroxylaseIofI
typeIyIprocollagenIwithIaIdeletionIinItheIproIalphaIbQyRIchainIthatIpreservesItheIwlyVXVYIrepeatI
patternWIJournaldofdBiologicaldChemistryUI1992UIbfgUIggeaVg

5.4 54

75
qItripeptideIdeletionIinItheItripleVhelicalIdomainIofItheIproIalphaIaQyRIchainIofItypeIyIprocollagenIinI
aIpatientIwithIlethalIosteogenesisIimperfectaIdoesInotIalterIcleavageIofItheImoleculeIbyI
βVproteinaseWIJournaldofdBiologicaldChemistryUI1992UIbfgUIbeebiVcd

5.4 16

74
uhlersItanlosIsyndromeItypeIVyyrWIyncompleteIcleavageIofIabnormalItypeIyIprocollagenIbyI
βVproteinaseIinIvitroIresultsIinItheIformationIofIcopolymersIofIcollagenIandIpartiallyIcleavedI
pβcollagenIthatIareInearIcircularIinIcrossVsectionWIJournaldofdBiologicaldChemistryUI1992UIbfgUIiYicVaYY

5.4 49

73 xumanIdermatosparaxisjIaIformIofIuhlersVtanlosIsyndromeIthatIresultsIfromIfailureItoIremoveItheI
aminoVterminalIpropeptideIofItypeIyIprocollagenWIAmericandJournaldofdHumandGeneticsUI1992UIeaUIbceVdd 11 77

72 OsteogenesisIimperfectaItypeIyIisIcommonlyIdueItoIaIsO aqaInullIalleleIofItypeIyIcollagenWI
AmericandJournaldofdHumandGeneticsUI1992UIeaUIeYhVae 11 61

71 OsteogenesisIimperfectaIdueItoIrecurrentIpointImutationsIatIspwIdinucleotidesIinItheIsO aqaI
geneIofItypeIyIcollagenWIHumandGeneticsUI1991UIhgUIccVdY 6.3 31

70 systeineIinItheItripleIhelicalIdomainIofItheIproIalphaIbQyRIchainIofItypeVyIcollagenIinInonlethalIformsI
ofIosteogenesisIimperfectaWIHumandGeneticsUI1991UIhgUIafgVgb 6.3 3

69 OsteogenesisIimperfectajItranslationIofImutationItoIphenotypeWIJournaldofdMedicaldGeneticsUI1991UI
bhUIdccVdb 5.8 249

68
TheIeffectsIofIdifferentIcysteineIforIglycineIsubstitutionsIwithinIalphaIbQyRIchainsWIuvidenceIofI
distinctIstructuralIdomainsIwithinItheItypeIyIcollagenItripleIhelixWIJournaldofdBiologicaldChemistryUI
1991UIbffUIbeiYVd

5.4 37

67 αultiexonIdeletionIinItheIprocollagenIyyyIgeneIisIassociatedIwithImildIuhlersVtanlosIsyndromeItypeI
yVWIJournaldofdBiologicaldChemistryUI1991UIbffUIebddVh 5.4 23

66
TheIeffectsIofIdifferentIcysteineIforIglycineIsubstitutionsIwithinIalphaIbQyRIchainsWIuvidenceIofI
distinctIstructuralIdomainsIwithinItheItypeIyIcollagenItripleIhelixWIJournaldofdBiologicaldChemistryUI
1991UIbffUIbeiYVbeid

5.4 41

65 αultiexonIdeletionIinItheIprocollagenIyyyIgeneIisIassociatedIwithImildIuhlersVtanlosIsyndromeItypeI
yVWWIJournaldofdBiologicaldChemistryUI1991UIbffUIebddVebdh 5.4 21

64 rrittleIbonesVVfragileImoleculesjIdisordersIofIcollagenIgeneIstructureIandIexpressionWITrendsdind
GeneticsUI1990UIfUIbicVcYY 8.5 196

63 slinicalIScreeningIforIsollagenItefectsIinIsonnectiveITissueItiseasesWIClinicsdindPerinatologyUI1990UI
agUIgicVhYi 2.8 19

62
SubstitutionIofIarginineIforIglycineIatIpositionIhdgIinItheItripleVhelicalIdomainIofItheIalphaIaIQyRI
chainIofItypeIyIcollagenIproducesIlethalIosteogenesisIimperfectaWIαoleculesIthatIcontainIoneIorI
twoIabnormalIchainsIdifferIinIstabilityIandIsecretionWIJournaldofdBiologicaldChemistryUI1990UIbfeUIahfbhVcc

5.4 12

61
vrameshiftImutationInearItheIcPIendIofItheIsO aqaIgeneIofItypeIyIcollagenIpredictsIanIelongatedI
ProIalphaIaQyRIchainIandIresultsIinIosteogenesisIimperfectaItypeIyWIJournaldofdClinicaldInvestigationUI
1990UIheUIbhbViY

15.9 80

60 tistinctIbiochemicalIphenotypesIpredictIclinicalIseverityIinInonlethalIvariantsIofIosteogenesisI
imperfectaWIAmericandJournaldofdHumandGeneticsUI1990UIdfUIigeVhb 11 85

(1990-1992)
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59 RecurrenceIofIlethalIosteogenesisIimperfectaIdueItoIparentalImosaicismIforIaIdominantImutationI
inIaIhumanItypeIyIcollagenIgeneIQsO aqaRWIAmericandJournaldofdHumandGeneticsUI1990UIdfUIeiaVfYa 11 133

58
VariableIexpressionIofIosteogenesisIimperfectaIinIaInuclearIfamilyIisIexplainedIbyIsomaticI
mosaicismIforIaIlethalIpointImutationIinItheIalphaIaQyRIgeneIQsO aqaRIofItypeIyIcollagenIinIaIparentWI
AmericandJournaldofdHumandGeneticsUI1990UIdfUIaYcdVdY

11 82

57
SubstitutionIofIarginineIforIglycineIatIpositionIhdgIinItheItripleVhelicalIdomainIofItheIalphaIaIQyRI
chainIofItypeIyIcollagenIproducesIlethalIosteogenesisIimperfectaWIαoleculesIthatIcontainIoneIorI
twoIabnormalIchainsIdifferIinIstabilityIandIsecretionWWIJournaldofdBiologicaldChemistryUI1990UIbfeUIahfbhVahfcc

5.4 20

56 αutationsIinIsollagenIwenesjIriochemicalIandIPhenotypicIsonsequencesI1990UIbeaVbfc 1

55
uhlersVtanlosIsyndromeItypeIyVjIaIsubsetIofIpatientsIdistinguishedIbyIlowIserumIlevelsIofItheI
aminoVterminalIpropeptideIofItypeIyyyIprocollagenWIAmericandJournaldofdMedicaldGeneticsdPartdAUI
1989UIcdUIfhVga

24

54 ynheritedIdisordersIofIcollagenIgeneIstructureIandIexpressionWIAmericandJournaldofdMedicaldGeneticsd
PartdAUI1989UIcdUIgbVhY 75

53 SkinIisIaIwindowIonIheritableIdisordersIofIconnectiveItissueWIAmericandJournaldofdMedicaldGeneticsd
PartdAUI1989UIcdUIaYeVba 74

52 αolecularIdefectsIofItypeIyyyIprocollagenIinIuhlersVtanlosIsyndromeItypeIyVWIHumandGeneticsUI1989UI
hbUIaYdVh 6.3 85

51 TypeIyyyIcollagenIdeficiencyWILancetpdTheUI1989UIaUIiYcVd 40 11

50
OsteogenesisIimperfectaWITheIpositionIofIsubstitutionIforIglycineIbyIcysteineIinItheItripleIhelicalI
domainIofItheIproIalphaIaQyRIchainsIofItypeIyIcollagenIdeterminesItheIclinicalIphenotypeWIJournaldofd
ClinicaldInvestigationUI1989UIhdUIabYfVad

15.9 68

49 αolecularIheterogeneityIinIchondrodysplasiasWIAmericandJournaldofdHumandGeneticsUI1989UIdeUIaVd 11 4

48 OsteogenesisIimperfectajItheImolecularIbasisIofIclinicalIheterogeneityWIAnnalsdofdthedNewdYorkd
AcademydofdSciencesUI1988UIedcUIaagVbh 6.5 32

47
weneralIstrategiesIforIisolatingItheIgenesIencodingItypeIyIcollagenIandIforIcharacterizingI
mutationsIwhichIproduceIosteogenesisIimperfectaWIAnnalsdofdthedNewdYorkdAcademydofdSciencesUI
1988UIedcUIabiVce

6.5 3

46
qrginineIforIglycineIsubstitutionIinItheItripleVhelicalIdomainIofItheIproductsIofIoneIalphaIbQyRI
collagenIalleleIQsO aqbRIproducesItheIosteogenesisIimperfectaItypeIyVIphenotypeWIJournaldofd
BiologicaldChemistryUI1988UIbfcUIggcdVdY

5.4 50

45 qInovelImutationIcausesIaIperinatalIlethalIformIofIosteogenesisIimperfectaWIqnIinsertionIinIoneI
alphaIaQyRIcollagenIalleleIQsO aqaRWIJournaldofdBiologicaldChemistryUI1988UIbfcUIgheeVfa 5.4 29

44
xeterozygosityIforIaIlargeIdeletionIinItheIalphaIbQyRIcollagenIgeneIhasIaIdramaticIeffectIonItypeIyI
collagenIsecretionIandIproducesIperinatalIlethalIosteogenesisIimperfectaWIJournaldofdBiologicald
ChemistryUI1988UIbfcUIhcihVdYd

5.4 63

43
PerinatalIlethalIosteogenesisIimperfectaIQOyItypeIyyRjIaIbiochemicallyIheterogeneousIdisorderI
usuallyIdueItoInewImutationsIinItheIgenesIforItypeIyIcollagenWIAmericandJournaldofdHumandGeneticsUI
1988UIdbUIbcgVdh

11 173

42 SubstitutionIofIcysteineIforIglycineIwithinItheIcarboxylVterminalItelopeptideIofItheIalphaIaIchainIofI
typeIyIcollagenIproducesImildIosteogenesisIimperfectaWWIJournaldofdBiologicaldChemistryUI1988UIbfcUIadfYeVadfYg5.4 24
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41
xeterozygosityIforIaIlargeIdeletionIinItheIalphaIbQyRIcollagenIgeneIhasIaIdramaticIeffectIonItypeIyI
collagenIsecretionIandIproducesIperinatalIlethalIosteogenesisIimperfectaWWIJournaldofdBiologicald
ChemistryUI1988UIbfcUIhcihVhdYd

5.4 56

40
qrginineIforIglycineIsubstitutionIinItheItripleVhelicalIdomainIofItheIproductsIofIoneIalphaIbQyRI
collagenIalleleIQsO aqbRIproducesItheIosteogenesisIimperfectaItypeIyVIphenotypeWWIJournaldofd
BiologicaldChemistryUI1988UIbfcUIggcdVggdY

5.4 52

39 qInovelImutationIcausesIaIperinatalIlethalIformIofIosteogenesisIimperfectaWIqnIinsertionIinIoneI
alphaIaQyRIcollagenIalleleIQsO aqaRWWIJournaldofdBiologicaldChemistryUI1988UIbfcUIgheeVghfa 5.4 32

38 αolecularIbasisIofIinheritedIdisordersIofIcollagenIbiosynthesisjIimplicationsIforIprenatalIdiagnosisWI
CurrentdProblemsdindDermatologyUI1987UIafUIaehVgd 5

37
 ethalIosteogenesisIimperfectaIresultingIfromIaIsingleInucleotideIchangeIinIoneIhumanIproIalphaI
aQyRIcollagenIalleleWIProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaUI
1986UIhcUIfYdeVg

11.5 108

36 uhlersVtanlosIsyndromeItypeIyVjIcosegregationIofItheIphenotypeItoIaIsO cqaIalleleIofItypeIyyyI
procollagenWIHumandGeneticsUI1986UIgdUIdaVf 6.3 64

35 OsteogenesisIimperfectaItypeIyVjIevidenceIofIabnormalItripleIhelicalIstructureIofItypeIyIcollagenWI
HumandGeneticsUI1986UIgdUIdgVec 6.3 20

34 OsteogenesisIimperfectaItypeIyVWIriochemicalIconfirmationIofIgeneticIlinkageItoItheIproIalphaIbQyRI
geneIofItypeIyIcollagenWIJournaldofdClinicaldInvestigationUI1986UIghUIaddiVee 15.9 31

33
yntronVmediatedIrecombinationImayIcauseIaIdeletionIinIanIalphaIaItypeIyIcollagenIchainIinIaIlethalI
formIofIosteogenesisIimperfectaWIProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUnitedd
StatesdofdAmericaUI1985UIhbUIbhgYVd

11.5 111

32 SubtleIstructuralIalterationsIinItheIchainsIofItypeIyIprocollagenIproduceIosteogenesisIimperfectaI
typeIyyWINatureUI1985UIcafUIcfcVf 50.4 187

31 αolecularIbasisIofIclinicalIheterogeneityIinItheIuhlersVtanlosIsyndromeWIAnnalsdofdthedNewdYorkd
AcademydofdSciencesUI1985UIdfYUIbihVcaY 6.5 30

30 qlteredItripleIhelicalIstructureIofItypeIyIprocollagenIinIlethalIperinatalIosteogenesisIimperfectaWI
JournaldofdBiologicaldChemistryUI1985UIbfYUIagcdVdb 5.4 177

29 TheImolecularIbasisIofIclinicalIheterogeneityIinIosteogenesisIimperfectajIαutationsIinItypeIyI
collagenIgenesIhaveIdifferentIeffectsIonIcollagenIprocessingI1985UIefViY 15

28 qlteredItripleIhelicalIstructureIofItypeIyIprocollagenIinIlethalIperinatalIosteogenesisIimperfectaWWI
JournaldofdBiologicaldChemistryUI1985UIbfYUIagcdVagdb 5.4 151

27 OsteogenesisIimperfectajIupdateIandIperspectiveWIAmericandJournaldofdMedicaldGeneticsdPartdAUI
1984UIagUIdbiVce 51

26 systeineIinItheItripleVhelicalIdomainIofIoneIallelicIproductIofItheIalphaIaQyRIgeneIofItypeIyIcollagenI
producesIaIlethalIformIofIosteogenesisIimperfectaWIJournaldofdBiologicaldChemistryUI1984UIbeiUIaaabiVch 5.4 144

25 systeineIinItheItripleVhelicalIdomainIofIoneIallelicIproductIofItheIalphaIaQyRIgeneIofItypeIyIcollagenI
producesIaIlethalIformIofIosteogenesisIimperfectaWWIJournaldofdBiologicaldChemistryUI1984UIbeiUIaaabiVaaach5.4 125

24 PregnancyIcomplicationsIinItypeIyVIuhlersVtanlosISyndromeWILancetpdTheUI1983UIaUIeYVc 40 99

(1983-1988)

13



23 qbnormalIalphaIbVchainIinItypeIyIcollagenIfromIaIpatientIwithIaIformIofIosteogenesisIimperfectaWI
JournaldofdClinicaldInvestigationUI1983UIgaUIfhiVig 15.9 78

22 StructuralIabnormalitiesIinItheIdermalIcollagenIandIelasticImatrixIfromItheIskinIofIpatientsIwithI
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