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142 WtargetingImiRWagshRNqsIcombineIefficacyIwithIspecificityIandIsafetyIforIretinalIgeneItherapyXXI
MolecularmTherapym-mNucleicmAcidsVI2022VIbhVIehWgf 10.7 0

141 PseudoexonIactivationIinIdiseaseIbyInonWspliceIsiteIdeepIintronicIsequenceIvariationIWIwildItypeI
pseudoexonsIconstituteIhighWriskIsitesIinItheIhumanIgenomeXIHumanmMutationVI2021VIdcVIaZc 4.7 0

140 UseIofIMolecularIweneticIqnalysesIinItanishIRoutineINewbornIScreeningXIInternationalmJournalmofm
NeonatalmScreeningVI2021VIgVI 2.6 3

139 ydentificationIofISRSvaZIasIaIregulatorIofISMNbIySSWNaXIHumanmMutationVI2021VIdbVIbdfWbfZ 4.7 3

138 teepsαyPjIpredictingItheIeffectIofImutationsIonIproteinWRNqIbindingIwithIdeepIlearningXINucleicm
AcidsmResearchVI2020VIdhVIgZiiWgaah 20.1 22

137
townWRegulationIofIs–b˛–IαeadsItoUpWRegulationIofItheIsyclinWtependentI–inaseIynhibitorIpbgIinI
sonditionsIUnfavorableIforItheIwrowthIofIMyoblastIsellsXICellularmPhysiologymandmBiochemistryVI
2020VIedVIaaggWaaih

3.9 1

136 qIpathogenicIhaplotypeVIcommonIinIuuropeansVIcausesIautosomalIrecessiveIalbinismIandIuncoversI
missingIheritabilityIinIOsqaXIScientificmReportsVI2019VIiVIfde 4.9 16

135 townWregulationIofIs–b˛–IcorrelatesIwithIdecreasedIexpressionIlevelsIofItNqIreplicationI
minichromosomeImaintenanceIproteinIcomplexIRMsMSIgenesXIScientificmReportsVI2019VIiVIadeha 4.9 0

134 NextIgenerationIsequencingIofIRNqIrevealsInovelItargetsIofIresveratrolIwithIpossibleIimplicationsI
forIsanavanIdiseaseXIMolecularmGeneticsmandmMetabolismVI2019VIabfVIfdWgf 3.7 10

133 yntronicIPqxIgeneImutationsIcauseIaIsplicingIdefectIbyIaInovelImechanismIinvolvingIUasnRNPI
bindingIdownstreamIofItheIeQIspliceIsiteXIPLoSmGeneticsVI2018VIadVIeaZZgcfZ 6 15

132 rlockingIofIanIintronicIsplicingIsilencerIcompletelyIrescuesIy–r–qPIexonIbZIsplicingIinIfamilialI
dysautonomiaIpatientIcellsXINucleicmAcidsmResearchVI2018VIdfVIgichWgieb 20.1 9

131 αongWtermIoutcomeIofIisobutyrylWsoqIdehydrogenaseIdeficiencyIdiagnosedIfollowingIanIepisodeI
ofIketoticIhypoglycaemiaXIMolecularmGeneticsmandmMetabolismmReportsVI2017VIaZVIbhWcZ 1.8 10

130 SplicingIfactorIaImodulatesIdietaryIrestrictionIandITORsaIpathwayIlongevityIinIsXIelegansXINatureVI
2017VIedaVIaZbWaZf 50.4 102

129 qnIintronicIvariationIinISαsebqaIcausesIexonIskippingIandItransientIriboflavinWresponsiveImultipleI
acylWsoqIdehydrogenationIdeficiencyXIMolecularmGeneticsmandmMetabolismVI2017VIabbVIahbWahh 3.7 30

128 RNqWsequencingIofIaImouseWmodelIofIspinalImuscularIatrophyIrevealsItissueWwideIchangesIinI
splicingIofIUabWdependentIintronsXINucleicmAcidsmResearchVI2017VIdeVIcieWdaf 20.1 63

127
vibroblastIvattyWqcidIOxidationIvluxIqssaysIStratifyIRiskIinINewbornsIwithIPresumptiveWPositiveI
ResultsIonIScreeningIforIVeryWαongIshainIqcylWsoqItehydrogenaseIteficiencyXIInternationalm
JournalmofmNeonatalmScreeningVI2017VIcVIb

2.6 5

126 MitochondrialItrifunctionalIproteinIdeficiencyIinIhumanIculturedIfibroblastsjIeffectsIofIbezafibrateXI
JournalmofmInheritedmMetabolicmDiseaseVI2016VIciVIdgWeh 5.4 24
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125 VαsqtIdeficiencyjIvollowWupIandIoutcomeIofIpatientsIdiagnosedIthroughInewbornIscreeningIinI
VictoriaXIMolecularmGeneticsmandmMetabolismVI2016VIaahVIbhbWg 3.7 21

124 wlobalIidentificationIofIhnRNPIqaIbindingIsitesIforISSOWbasedIsplicingImodulationXIBMCmBiologyVI
2016VIadVIed 7.3 41

123 TheISplicingIufficiencyIofIqctivatingIxRqSIMutationsIsanItetermineIsostelloISyndromeIPhenotypeI
andIvrequencyIinIsancerXIPLoSmGeneticsVI2016VIabVIeaZZfZci 6 11

122
TheIprevalentIdeepIintronicIcXIfciUiaiIwnqIwαqImutationIcausesIpseudoexonIactivationIandIvabryI
diseaseIbyIabolishingItheIbindingIofIhnRNPqaIandIhnRNPIqbYraItoIaIsplicingIsilencerXIMolecularm
GeneticsmandmMetabolismVI2016VIaaiVIbehWbfi

3.7 13

121 qbnormalINewbornIScreeningIinIaIxealthyIynfantIofIaIMotherIwithIUndiagnosedIMediumWshainI
qcylWsoqItehydrogenaseIteficiencyXIJIMDmReportsVI2015VIbcVIfgWgZ 1.9 6

120
SpliceWshiftingIoligonucleotideIRSSOSImediatedIblockingIofIanIexonicIsplicingIenhancerIRuSuSI
createdIbyItheIprevalentIcXiZcUdfiTnsIMTRRImutationIcorrectsIsplicingIandIrestoresIenzymeI
activityIinIpatientIcellsXINucleicmAcidsmResearchVI2015VIdcVIdfbgWci

20.1 20

119 qbsenceIofIanIintronIsplicingIsilencerIinIporcineISmnaIintronIgIconfersIimmunityItoItheIexonI
skippingImutationIinIhumanISMNbXIPLoSmONEVI2014VIiVIeihhda 3.7 3

118
TheIuTvtxIcXaehqnwIvariationIdisruptsItheIbalancedIinterplayIofIuSuWIandIuSSWbindingIproteinsI
therebyIcausingImissplicingIandImultipleIqcylWsoqIdehydrogenationIdeficiencyXIHumanmMutationVI
2014VIceVIhfWie

4.7 22

117 NeurodevelopmentalIprofilesIofIchildrenIwithIveryIlongIchainIacylWsoqIdehydrogenaseIdeficiencyI
diagnosedIbyInewbornIscreeningXIMolecularmGeneticsmandmMetabolismVI2014VIaacVIbghWhb 3.7 10

116 qIsynonymousIpolymorphicIvariationIinIqsqtMIexonIaaIaffectsIsplicingIefficiencyIandImayIaffectI
fattyIacidIoxidationXIMolecularmGeneticsmandmMetabolismVI2013VIaaZVIabbWh 3.7 18

115 qIαargeIyntragenicIteletionIinItheIqsqtMIweneIsanIsauseIMsqtIteficiencyIbutIisInotItetectedIonI
RoutineISequencingXIJIMDmReportsVI2013VIaaVIacWf 1.9 1

114 ydentificationIofIsixInovelIPTxaRImutationsIinIfamiliesIwithIaIhistoryIofIprimaryIfailureIofItoothI
eruptionXIPLoSmONEVI2013VIhVIegdfZa 3.7 35

113
riochemicalIscreeningIofIeZdVZdiInewbornsIinItenmarkVItheIvaroeIyslandsIandI
wreenlandWWexperienceIandIdevelopmentIofIaIroutineIprogramIforIexpandedInewbornIscreeningXI
MolecularmGeneticsmandmMetabolismVI2012VIaZgVIbhaWic

3.7 47

112 SplicingIofIphenylalanineIhydroxylaseIRPqxSIexonIaaIisIvulnerablejImolecularIpathologyIofI
mutationsIinIPqxIexonIaaXIMolecularmGeneticsmandmMetabolismVI2012VIaZfVIdZcWaa 3.7 16

111 MsqtIdeficiencyIinItenmarkXIMolecularmGeneticsmandmMetabolismVI2012VIaZfVIageWhh 3.7 26

110
NormalIαevelsIofIPlasmaIvreeIsarnitineIandIqcylcarnitinesIinIvollowWUpISamplesIfromIaI
PresymptomaticIsaseIofIsarnitineIPalmitoylITransferaseIaIRsPTaSIteficiencyItetectedIThroughI
NewbornIScreeningIinItenmarkXIJIMDmReportsVI2012VIcVIaaWe

1.9 7

109 sUwrPaIandIMrNαaIpreferentiallyIbindItoIcQIUTRsIandIfacilitateImRNqIdecayXIScientificmReportsVI
2012VIbVIbZi 4.9 120

108
UrgentImetabolicIserviceIimprovesIsurvivalIinIlongWchainIcWhydroxyacylWsoqIdehydrogenaseI
RαsxqtSIdeficiencyIdetectedIbyIsymptomaticIidentificationIandIpilotInewbornIscreeningXIJournalmofm
InheritedmMetabolicmDiseaseVI2011VIcdVIaheWie

5.4 23
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107 SMNbIexonIgIsplicingIisIinhibitedIbyIbindingIofIhnRNPIqaItoIaIcommonIuSSImotifIthatIspansItheIcQI
spliceIsiteXIHumanmMutationVI2011VIcbVIbbZWcZ 4.7 29

106 RelevanceIofIexpandedIneonatalIscreeningIofImediumWchainIacylIcoWaIdehydrogenaseIdeficiencyjI
outcomeIofIaIdecadeIinIgaliciaIRSpainSXIJIMDmReportsVI2011VIaVIacaWf 1.9 2

105
NewbornIscreeningIforImediumIchainIacylWsoqIdehydrogenaseIdeficiencyIinIunglandjIprevalenceVI
predictiveIvalueIandItestIvalidityIbasedIonIaXeImillionIscreenedIbabiesXIJournalmofmMedicalmScreeningVI
2011VIahVIagcWha

1.4 30

104
qInovelImutationIofItheIqsqtMIgeneIRcXadesnwSIassociatedIwithItheIcommonIcXiheqnwImutationI
onItheIotherIqsqtMIalleleIcausesImildIMsqtIdeficiencyjIaIcaseIreportXIOrphanetmJournalmofmRarem
DiseasesVI2010VIeVIbf

4.2 11

103
qIcomprehensiveIxqtxqIcXaebhwnsIfrequencyIstudyIrevealsIhighIprevalenceIofIlongWchainI
cWhydroxyacylWsoqIdehydrogenaseIdeficiencyIinIPolandXIJournalmofmInheritedmMetabolicmDiseaseVI
2010VIccISupplIcVIScgcWg

5.4 40

102 TheIphenylalanineIhydroxylaseIcXcZsnwIsynonymousIvariationIRpXwaZwSIcreatesIaIcommonIexonicI
splicingIsilencerXIMolecularmGeneticsmandmMetabolismVI2010VIaZZVIcafWbc 3.7 19

101 xighWresolutionImeltingIanalysisVIaIsimpleIandIeffectiveImethodIforIreliableImutationIscanningIandI
frequencyIstudiesIinItheIqsqtVαIgeneXIJournalmofmInheritedmMetabolicmDiseaseVI2010VIccVIbdgWfZ 5.4 8

100
TheIdeepIintronicIcXiZcUdfiTnsImutationIinItheIMTRRIgeneIcreatesIanISvbYqSvIbindingIexonicI
splicingIenhancerVIwhichIleadsItoIpseudoexonIactivationIandIcausesItheIcbluItypeIofI
homocystinuriaXIHumanmMutationVI2010VIcaVIdcgWdd

4.7 48

99 tiagnosticIassessmentIandIlongWtermIfollowWupIofIacIpatientsIwithIVeryIαongWshainI
qcylWsoenzymeIqIdehydrogenaseIRVαsqtSIdeficiencyXINeuromuscularmDisordersVI2009VIaiVIcbdWi 2.9 62

98 bWMethylbutyrylWcoenzymeIqIdehydrogenaseIdeficiencyjIfunctionalIandImolecularIstudiesIonIaI
defectIinIisoleucineIcatabolismXIMolecularmGeneticsmandmMetabolismVI2008VIicVIcZWe 3.7 33

97
uthnicityIofIchildrenIwithIhomozygousIcXiheqnwImediumWchainIacylWsoqIdehydrogenaseIdeficiencyjI
findingsIfromIscreeningIapproximatelyIaXaImillionInewbornIinfantsXIJournalmofmMedicalmScreeningVI
2008VIaeVIaabWg

1.4 16

96 NewbornIscreeningIforIMsqtIdeficiencyjIexperienceIofItheIfirstIthreeIyearsIinIrritishIsolumbiaVI
sanadaXICanadianmJournalmofmPublicmHealthVI2008VIiiVIbgfWhZ 3.2 17

95 MitochondrialIfattyIacidIoxidationIdefectsWWremainingIchallengesXIJournalmofmInheritedmMetabolicm
DiseaseVI2008VIcaVIfdcWeg 5.4 107

94
TheIqsqtSIgeneIvariationIspectrumIinIaadIpatientsIwithIshortWchainIacylWsoqIdehydrogenaseI
RSsqtSIdeficiencyIisIdominatedIbyImissenseIvariationsIleadingItoIproteinImisfoldingIatItheIcellularI
levelXIHumanmGeneticsVI2008VIabdVIdcWef

6.3 84

93 ynterstitialIdeletionIofIapbbXbpcaXaIandImediumWchainIacylWsoqIdehydrogenaseIdeficiencyIinIaI
patientIwithIglobalIdevelopmentalIdelayXIAmericanmJournalmofmMedicalmGenetics,mPartmAVI2008VIadfqVIaehaWf2.5 10

92 veaturesIofIeQWspliceWsiteIefficiencyIderivedIfromIdiseaseWcausingImutationsIandIcomparativeI
genomicsXIGenomemResearchVI2008VIahVIggWhg 9.7 56

91 uTvtxImutationsIasIaImajorIcauseIofIriboflavinWresponsiveImultipleIacylWsoqIdehydrogenationI
deficiencyXIBrainVI2007VIacZVIbZdeWed 11.2 238

90
SeeminglyIneutralIpolymorphicIvariantsImayIconferIimmunityItoIsplicingWinactivatingImutationsjIaI
synonymousISNPIinIexonIeIofIMsqtIprotectsIfromIdeleteriousImutationsIinIaIflankingIexonicI
splicingIenhancerXIAmericanmJournalmofmHumanmGeneticsVI2007VIhZVIdafWcb

11 125
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89
weneticIbasisIforIcorrectionIofIveryWlongWchainIacylWcoenzymeIqIdehydrogenaseIdeficiencyIbyI
bezafibrateIinIpatientIfibroblastsjItowardIaIgenotypeWbasedItherapyXIAmericanmJournalmofmHumanm
GeneticsVI2007VIhaVIaaccWdc

11 57

88 bWmethylbutyrylWsoqIdehydrogenaseIdeficiencyIassociatedIwithIautismIandImentalIretardationjIaI
caseIreportXIJournalmofmMedicalmCasemReportsVI2007VIaVIih 1.2 15

87 VariationsIinIyrtIRqsqthSIinIchildrenIwithIelevatedIsdWcarnitineIdetectedIbyItandemImassI
spectrometryInewbornIscreeningXIPediatricmResearchVI2006VIfZVIcaeWbZ 3.2 28

86 MediumWchainIacylWsoqIdehydrogenaseIdeficiencyjIgenotypeWbiochemicalIphenotypeIcorrelationsXI
MolecularmGeneticsmandmMetabolismVI2006VIhgVIcbWi 3.7 72

85 VαsqtIdeficiencyjIpitfallsIinInewbornIscreeningIandIconfirmationIofIdiagnosisIbyImutationI
analysisXIMolecularmGeneticsmandmMetabolismVI2006VIhhVIaffWgZ 3.7 75

84
TqTIgeneImutationIanalysisIinIthreeIPalestinianIkindredsIwithIoculocutaneousItyrosinaemiaItypeIyykI
characterizationIofIaIsilentIexonicItransversionIthatIcausesIcompleteImissplicingIbyIexonIaaI
skippingXIJournalmofmInheritedmMetabolicmDiseaseVI2006VIbiVIfbZWf

5.4 18

83 ShortYbranchedWchainIacylWsoqIdehydrogenaseIdeficiencyIdueItoIanIyVScUcqnwImutationIthatI
causesIexonIskippingXIHumanmGeneticsVI2006VIaahVIfhZWiZ 6.3 31

82
TwoInovelIvariantsIofIhumanImediumIchainIacylWsoqIdehydrogenaseIRMsqtSXI–cfdRVIaIfoldingI
mutationVIandIRbefTVIaIcatalyticWsiteImutationIresultingIinIaIwellWfoldedIbutItotallyIinactiveIproteinXI
FEBSmJournalVI2005VIbgbVIdediWeg

5.7 6

81 riochemicalVIclinicalIandImolecularIfindingsIinIαsxqtIandIgeneralImitochondrialItrifunctionalI
proteinIdeficiencyXIJournalmofmInheritedmMetabolicmDiseaseVI2005VIbhVIeccWdd 5.4 55

80 tNqWbasedIprenatalIdiagnosisIforIsevereIandIvariantIformsIofImultipleIacylWsoqIdehydrogenationI
deficiencyXIPrenatalmDiagnosisVI2005VIbeVIfZWd 3.2 9

79 bWethylhydracrylicIaciduriaIinIshortYbranchedWchainIacylWsoqIdehydrogenaseIdeficiencyjIapplicationI
toIdiagnosisIandIimplicationsIforItheIRWpathwayIofIisoleucineIoxidationXIClinicalmChemistryVI2005VIeaVIfaZWg5.5 28

78 TheIYdbxImutationIinImediumWchainIacylWsoqIdehydrogenaseVIwhichIisIprevalentIinIbabiesI
identifiedIbyIMSYMSWbasedInewbornIscreeningVIisItemperatureIsensitiveXIFEBSmJournalVI2004VIbgaVIdZecWfc 24

77
αipidWstorageImyopathyIandIrespiratoryIinsufficiencyIdueItoIuTvQOImutationsIinIaIpatientIwithI
lateWonsetImultipleIacylWsoqIdehydrogenationIdeficiencyXIJournalmofmInheritedmMetabolicmDiseaseVI
2004VIbgVIfgaWh

5.4 23

76 weneticIdefectsIinIfattyIacidIbetaWoxidationIandIacylWsoqIdehydrogenasesXIMolecularIpathogenesisI
andIgenotypeWphenotypeIrelationshipsXIFEBSmJournalVI2004VIbgaVIdgZWhb 77

75
xomozygosityIforIaIsevereInovelImediumWchainIacylWsoqIdehydrogenaseIRMsqtSImutationIyVScWawI
nIsIthatIleadsItoIintroductionIofIaIprematureIterminationIcodonIbyIcompleteImissplicingIofItheI
MsqtImRNqIandIisIassociatedIwithIphenotypicIdiversityIrangingIfromIsuddenIneonatalIdeathItoI
asymptomaticIstatusXIMolecularmGeneticsmandmMetabolismVI2004VIhbVIabaWi

3.7 22

74 ProspectiveIdiagnosisIofIbWmethylbutyrylWsoqIdehydrogenaseIdeficiencyIinItheIxmongIpopulationI
byInewbornIscreeningIusingItandemImassIspectrometryXIPediatricsVI2003VIaabVIgdWh 7.4 53

73 MutationIandIbiochemicalIanalysisIinIcarnitineIpalmitoyltransferaseItypeIyyIRsPTIyySIdeficiencyXI
JournalmofmInheritedmMetabolicmDiseaseVI2003VIbfVIedcWeg 5.4 39

72 slearIrelationshipIbetweenIuTvYuTvtxIgenotypeIandIphenotypeIinIpatientsIwithImultipleIacylWsoqI
dehydrogenationIdeficiencyXIHumanmMutationVI2003VIbbVIabWbc 4.7 167

(2003-2007)

5



71 vunctionalItestingIofIkeratinIadImutantIproteinsIassociatedIwithItheIthreeImajorIsubtypesIofI
epidermolysisIbullosaIsimplexXIExperimentalmDermatologyVI2003VIabVIdgbWi 4 12

70 αateWonsetIformIofIbetaWelectronItransferIflavoproteinIdeficiencyXIMolecularmGeneticsmandm
MetabolismVI2003VIghVIbdgWi 3.7 29

69 ydentificationIofIisobutyrylWsoqIdehydrogenaseIandIitsIdeficiencyIinIhumansXIMolecularmGeneticsm
andmMetabolismVI2002VIggVIfhWgi 3.7 52

68
MutationIanalysisIinImitochondrialIfattyIacidIoxidationIdefectsjIuxemplifiedIbyIacylWsoqI
dehydrogenaseIdeficienciesVIwithIspecialIfocusIonIgenotypeWphenotypeIrelationshipXIHumanm
MutationVI2001VIahVIafiWhi

4.7 159

67 TheIroleIofIchaperoneWassistedIfoldingIandIqualityIcontrolIinIinbornIerrorsIofImetabolismjIproteinI
foldingIdisordersXIJournalmofmInheritedmMetabolicmDiseaseVI2001VIbdVIahiWbab 5.4 52

66 qIsevereIgenotypeIwithIfavourableIoutcomeIinIveryIlongIchainIacylWsoqIdehydrogenaseIdeficiencyXI
ArchivesmofmDiseaseminmChildhoodVI2001VIhdVIehWfZ 2.2 21

65
MediumWchainIacylWsoqIdehydrogenaseIRMsqtSImutationsIidentifiedIbyIMSYMSWbasedIprospectiveI
screeningIofInewbornsIdifferIfromIthoseIobservedIinIpatientsIwithIclinicalIsymptomsjIidentificationI
andIcharacterizationIofIaInewVIprevalentImutationIthatIresultsIinImildIMsqtIdeficiencyXIAmericanm
JournalmofmHumanmGeneticsVI2001VIfhVIadZhWah

11 191

64 MutationIanalysisIinImitochondrialIfattyIacidIoxidationIdefectsjIuxemplifiedIbyIacylWsoqI
dehydrogenaseIdeficienciesVIwithIspecialIfocusIonIgenotypeâ��phenotypeIrelationshipI2001VIahVIafi 3

63 MediumIshainIqcylWsoqItehydrogenaseIteficiencyXIBiochemicalmSocietymTransactionsVI2000VIbhVIqgcWqgc5.1

62 PropertiesIofIfiveIrareIhumanImutationsIcausingImediumIchainIacylWsoqIdehydrogenaseIdeficiencyXI
BiochemicalmSocietymTransactionsVI2000VIbhVIqafZWqafZ 5.1

61
qnalysisIofItheIupsteinWrarrIvirusIRurVSIlatentImembraneIproteinIaIRαMPWaSIgeneIandIpromoterIinI
xodgkinQsIdiseaseIisolatesjIselectionIagainstIurVIvariantsIwithImutationsIinItheIαMPWaIpromoterI
qTvWaYsRurWaIbindingIsiteXIJournalmofmClinicalmPathologyVI2000VIecVIbhZWh

13

60
VeryWlongWchainIacylWcoenzymeIqIdehydrogenaseIRVαsqtSIdeficiencyjImonitoringIofItreatmentIbyI
carnitineYacylcarnitineIanalysisIinIbloodIspotsXIActamPaediatrica,mInternationalmJournalmofmPaediatricsVI
2000VIhiVIdibWdie

3.1 11

59 tefectiveIfoldingIandIrapidIdegradationIofImutantIproteinsIisIaIcommonIdiseaseImechanismIinI
geneticIdisordersXIJournalmofmInheritedmMetabolicmDiseaseVI2000VIbcVIddaWg 5.4 48

58 sharacterizationIofImouseIslppIproteaseIctNqVIgeneVIandIproteinXIMammalianmGenomeVI2000VIaaVIbgeWhZ3.2 5

57 xumanIandImouseImitochondrialIorthologsIofIbacterialIslpXXIMammalianmGenomeVI2000VIaaVIhiiWiZe 3.2 35

56
ysolatedIbWmethylbutyrylglycinuriaIcausedIbyIshortYbranchedWchainIacylWsoqIdehydrogenaseI
deficiencyjIidentificationIofIaInewIenzymeIdefectVIresolutionIofIitsImolecularIbasisVIandIevidenceI
forIdistinctIacylWsoqIdehydrogenasesIinIisoleucineIandIvalineImetabolismXIAmericanmJournalmofm
HumanmGeneticsVI2000VIfgVIaZieWaZc

11 61

55 PrevalentImutationsIinIfattyIacidIoxidationIdisordersjIdiagnosticIconsiderationsXIEuropeanmJournalm
ofmPediatricsVI2000VIaeiISupplIcVISbacWh 4.1 32

54
VeryWlongWchainIacylWcoenzymeIqIdehydrogenaseIRVαsqtSIdeficiencyjImonitoringIofItreatmentIbyI
carnitineYacylcarnitineIanalysisIinIbloodIspotsXIActamPaediatrica,mInternationalmJournalmofmPaediatricsVI
2000VIhiVIdibWe

3.1 6
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53 riochemicalIcharacterisationIofImutationsIofIhumanImediumWchainIacylWsoqIdehydrogenaseXI
AdvancesminmExperimentalmMedicinemandmBiologyVI1999VIdffVIchgWic 3.6 1

52
ydentificationIofInovelIandIknownImutationsIinItheIgenesIforIkeratinIeIandIadIinItanishIpatientsI
withIepidermolysisIbullosaIsimplexjIcorrelationIbetweenIgenotypeIandIphenotypeXIJournalmofm
InvestigativemDermatologyVI1999VIaabVIahdWiZ

4.3 51

51 qdolescentImyopathicIpresentationIinItwoIsistersIwithIveryIlongWchainIacylWsoqIdehydrogenaseI
deficiencyXIJournalmofmInheritedmMetabolicmDiseaseVI1999VIbbVIhZbWaZ 5.4 20

50 tNqWbasedIprenatalIdiagnosisIforIveryWlongWchainIacylWsoqIdehydrogenaseIdeficiencyXIJournalmofm
InheritedmMetabolicmDiseaseVI1999VIbbVIbhaWe 5.4 8

49 ProteinImisfoldingIandIdegradationIinIgeneticIdiseasesXIHumanmMutationVI1999VIadVIahfWih 4.7 151

48 slearIcorrelationIofIgenotypeIwithIdiseaseIphenotypeIinIveryWlongWchainIacylWsoqIdehydrogenaseI
deficiencyXIAmericanmJournalmofmHumanmGeneticsVI1999VIfdVIdgiWid 11 248

47 MyopathyIinIveryWlongWchainIacylWsoqIdehydrogenaseIdeficiencyjIclinicalIandIbiochemicalI
differencesIwithItheIfatalIcardiacIphenotypeXINeuromuscularmDisordersVI1999VIiVIcacWi 2.9 22

46
qIpolymorphicIvariantIinItheIhumanIelectronItransferIflavoproteinIalphaWchainIRalphaWTagaSI
displaysIdecreasedIthermalIstabilityIandIisIoverrepresentedIinIveryWlongWchainIacylWsoqI
dehydrogenaseWdeficientIpatientsIwithImildIchildhoodIpresentationXIMolecularmGeneticsmandm
MetabolismVI1999VIfgVIachWdg

3.7 20

45
slinicalIandIMolecularIuvidenceIofIqbnormalIProcessingIandITraffickingIofItheIVasopressinI
PreprohormoneIinIaIαargeI–indredIwithIvamilialINeurohypophysealItiabetesIynsipidusIdueItoIqI
SignalIPeptideIMutationXIJournalmofmClinicalmEndocrinologymandmMetabolismVI1999VIhdVIbiccWbida

5.6 37

44
ympairedIfoldingIandIsubunitIassemblyIasIdiseaseImechanismjItheIexampleIofImediumWchainI
acylWsoqIdehydrogenaseIdeficiencyXIProgressminmMolecularmBiologymandmTranslationalmScienceVI1998VI
ehVIcZaWcg

9

43 VeryIlongIchainIacylWcoenzymeIqIdehydrogenaseIdeficiencyIwithIadultIonsetXIAnnalsmofmNeurologyVI
1998VIdcVIedZWd 9.4 58

42
ydentificationIofIfourInewImutationsIinItheIshortWchainIacylWsoqIdehydrogenaseIRSsqtSIgeneIinItwoI
patientsjIoneIofItheIvariantIallelesVIeaasWWnTVIisIpresentIatIanIunexpectedlyIhighIfrequencyIinItheI
generalIpopulationVIasIwasItheIcaseIforIfbewWWnqVItogetherIconferringIsusceptibilityItoI
ethylmalonicIaciduriaXIHumanmMolecularmGeneticsVI1998VIgVIfaiWbg
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