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i Paper IF Citations

136 uiomarkersLforLwrugLwevelopmentLinLPropionicLandLMethylmalonicLtcidemiasaaLJournaliofiInheritedi
MetaboliciDiseaseXL2022XL 5.4 1

135 TimingLofLtherapyLandLneurodevelopmentalLoutcomesLinLdkLfamiliesLwithLpyridoxineZdependentL
epilepsyaaLMoleculariGeneticsiandiMetabolismXL2022XLdfhXLfhcZfhi 3.7 2

134 zeneLTherapyLforLInheritedLMetabolicLwiseasesL2022XLljZdcl

133 MedicalLandLNutritionLManagementLofLPhenylketonuriamLPegvaliaseL2022XLdhfZdij

132
tLnonZinterventionalLobservationalLstudyLtoLidentifyLandLvalidateLclinicalLoutcomeLassessmentsLforL
adultsLwithLphenylketonuriaLforLuseLinLclinicalLtrialsaLMoleculariGeneticsiandiMetabolismiReportsXL
2021XLelXLdcckdc

1.8 0

131
PharmacokineticXLpharmacodynamicXLandLimmunogenicLrationaleLforLoptimalLdosingLofLpegvaliaseXLaL
PxzylatedLbacterialLenzymeXLinLadultLpatientsLwithLphenylketonuriaaLClinicaliandiTranslationali
ScienceXL2021XLdgXLdklgZdlch

4.9 0

130 PhenylketonuriaaLNatureiReviewsiDiseaseiPrimersXL2021XLjXLfi 51.1 15

129 ProspectiveLidentificationLbyLneonatalLscreeningLofLpatientsLwithLguanidinoacetateL
methyltransferaseLdeficiencyaLMoleculariGeneticsiandiMetabolismXL2021XLdfgXLicZig 3.7 1

128
vonsensusLguidelinesLforLtheLdiagnosisLandLmanagementLofLpyridoxineZdependentLepilepsyLdueLtoL
˛–ZaminoadipicLsemialdehydeLdehydrogenaseLdeficiencyaLJournaliofiInheritediMetaboliciDiseaseXL
2021XLggXLdjkZdle

5.4 15

127 xffectsLofLtriheptanoinLTUXccjULinLpatientsLwithLlongZchainLfattyLacidLoxidationLdisordersmLResultsL
fromLanLopenZlabelXLlongZtermLextensionLstudyaLJournaliofiInheritediMetaboliciDiseaseXL2021XLggXLehfZeif5.4 11

126 wietaryLmanagementLandLmajorLclinicalLeventsLinLpatientsLwithLlongZchainLfattyLacidLoxidationL
disordersLenrolledLinLaLphaseLeLtriheptanoinLstudyaLClinicaliNutritioniESPENXL2021XLgdXLelfZelk 1.3 2

125 αongZtermLpreservationLofLintellectualLfunctioningLinLsapropterinZtreatedLinfantsLandLyoungL
childrenLwithLphenylketonuriamLtLsevenZyearLanalysisaLMoleculariGeneticsiandiMetabolismXL2021XLdfeXLddlZdej3.7 2

124 PathophysiologyLandLmanagementLofLclassicLgalactosemicLprimaryLovarianLinsufficiencyaaL
ReproductioniandiFertilityXL2021XLeXLRijZRkg 1.1 0

123 NoncodingLsequenceLvariantsLdefineLaLnovelLregulatoryLelementLinLtheLfirstLintronLofLtheL
NZacetylglutamateLsynthaseLgeneaLHumaniMutationXL2021XLgeXLdiegZdifi 4.7 1

122 vreatineLmetabolismLinLpatientsLwithLureaLcycleLdisordersaLMoleculariGeneticsiandiMetabolismi
ReportsXL2021XLelXLdccjld 1.8 2

121 zlycerolLphenylbutyrateLefficacyLandLsafetyLfromLanLopenLlabelLstudyLinLpediatricLpatientsLunderL
e´ monthsLofLageLwithLureaLcycleLdisordersaLMoleculariGeneticsiandiMetabolismXL2021XLdfeXLdlZei 3.7 3

120 RetrospectiveLanalysisLofLdlLpatientsLwithLiZPyruvoylLTetrahydropterinLSynthaseLweficiencymL
ProlactinLlevelsLinverselyLcorrelateLwithLgrowthaLMoleculariGeneticsiandiMetabolismXL2020XLdfdXLfkcZfkl 3.7 3
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119 αaboratoryLevaluationLofLhomocysteineLremethylationLdisordersLandLclassicLhomocystinuriamL
αongZtermLfollowZupLusingLaLcohortLofLdefLpatientsaLClinicaiChimicaiActaXL2020XLhclXLdeiZdfg 6.2 2

118 PegvaliaseLforLtheLtreatmentLofLphenylketonuriamLResultsLofLtheLphaseLeLdoseZfindingLstudiesLwithL
longZtermLfollowZupaLMoleculariGeneticsiandiMetabolismXL2020XLdfcXLeflZegi 3.7 9

117 vlinicalLandLbiochemicalLoutcomesLofLpatientsLwithLmediumZchainLacylZvotLdehydrogenaseL
deficiencyaLMoleculariGeneticsiandiMetabolismXL2020XLdelXLdfZdl 3.7 12

116  istoneL fafLbeyondLcancermLzermlineLmutationsLinLcauseLaLpreviouslyLunidentifiedL
neurodegenerativeLdisorderLinLgiLpatientsaLScienceiAdvancesXL2020XLiXL 14.3 12

115 ParkesLWeberLsyndromeLassociatedLwithLtwoLsomaticLpathogenicLvariantsLinaLJournaliofiPhysicali
EducationiandiSportsiManagementXL2020XLiXL 2.8 6

114
xxploratoryLstudyLofLtheLeffectLofLoneLweekLofLorallyLadministeredLvNStZccdLTsepiapterinULonLvNSL
levelsLofLtetrahydrobiopterinXLdihydrobiopterinLandLmonoamineLneurotransmitterLmetabolitesLinL
healthyLvolunteersaLMoleculariGeneticsiandiMetabolismiReportsXL2019XLedXLdcchcc

1.8 3

113 tLbenefitZriskLanalysisLofLpegvaliaseLforLtheLtreatmentLofLphenylketonuriamLtLstudyLofLpatientsSL
preferencesaLMoleculariGeneticsiandiMetabolismiReportsXL2019XLedXLdcchcj 1.8 3

112 vlinicalLandLbiochemicalLoutcomeLofLpatientsLwithLveryLlongZchainLacylZvotLdehydrogenaseL
deficiencyaLMoleculariGeneticsiandiMetabolismXL2019XLdejXLigZjf 3.7 15

111
PhaseLILclinicalLevaluationLofLvNStZccdLTsepiapterinUXLaLnovelLpharmacologicalLtreatmentLforL
phenylketonuriaLandLtetrahydrobiopterinLdeficienciesXLinLhealthyLvolunteersaLMoleculariGeneticsi
andiMetabolismXL2019XLdeiXLgciZgde

3.7 12

110 αongZtermLsafetyLandLefficacyLofLglycerolLphenylbutyrateLforLtheLmanagementLofLureaLcycleL
disorderLpatientsaLMoleculariGeneticsiandiMetabolismXL2019XLdejXLffiZfgh 3.7 5

109
PegvaliasemLImmunologicalLprofileLandLrecommendationsLforLtheLclinicalLmanagementLofL
hypersensitivityLreactionsLinLpatientsLwithLphenylketonuriaLtreatedLwithLthisLenzymeLsubstitutionL
therapyaLMoleculariGeneticsiandiMetabolismXL2019XLdekXLkgZld

3.7 9

108 SαvfhteZvwzmLyunctionalLcharacterizationXLexpandedLmolecularXLclinicalXLandLbiochemicalL
phenotypesLofLfcLunreportedLIndividualsaLHumaniMutationXL2019XLgcXLlckZleh 4.7 23

107 PhosphocyclocreatineLisLtheLdominantLformLofLcyclocreatineLinLcontrolLandLcreatineLtransporterL
deficiencyLpatientLfibroblastsaLPharmacologyiResearchiandiPerspectivesXL2019XLjXLeccheh 3.1 4

106 xvidenceZLandLconsensusZbasedLrecommendationsLforLtheLuseLofLpegvaliaseLinLadultsLwithL
phenylketonuriaaLGeneticsiiniMedicineXL2019XLedXLdkhdZdkij 8.1 29

105 tcuteLPresentationLandLManagementLofLtheLxncephalopathicLvhildLWithLanLUndiagnosedLInbornL
xrrorLofLMetabolismaLJournaliofiEmergencyiMedicineXL2019XLhiXLehZek 1.5 2

104 xxtrapolationLofLVariantLPhaseLinLMitochondrialLShortZvhainLxnoylZvotL ydrataseLTxv SdUL
weficiencyaLJIMDiReportsXL2019XLgfXLdcfZdcl 1.9 9

103 OnceZLversusLtwiceZdailyLdosingLofLeliglustatLinLadultsLwithLzaucherLdiseaseLtypeLdmLTheLPhaseLfXL
randomizedXLdoubleZblindLxwzxLtrialaLMoleculariGeneticsiandiMetabolismXL2018XLdefXLfgjZfhi 3.7 11

102 uiochemicalLchangesLandLclinicalLoutcomesLinLfgLpatientsLwithLclassicLgalactosemiaaLJournaliofi
InheritediMetaboliciDiseaseXL2018XLgdXLdljZeck 5.4 15

(2018-2020)
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101 PegvaliaseLforLtheLtreatmentLofLphenylketonuriamLtLpivotalXLdoubleZblindLrandomizedL
discontinuationLPhaseLfLclinicalLtrialaLMoleculariGeneticsiandiMetabolismXL2018XLdegXLecZei 3.7 32

100
αongZtermLsafetyLandLefficacyLofLpegvaliaseLforLtheLtreatmentLofLphenylketonuriaLinLadultsmL
combinedLphaseLeLoutcomesLthroughLPtαZccfLextensionLstudyaLOrphanetiJournaliofiRareiDiseasesXL
2018XLdfXLdck

4.2 17

99 xffectLofLgenotypeLonLgalactoseZdZphosphateLinLclassicLgalactosemiaLpatientsaLMoleculariGeneticsi
andiMetabolismXL2018XLdehXLehkZeih 3.7 3

98 InductionXLtitrationXLandLmaintenanceLdosingLregimenLinLaLphaseLeLstudyLofLpegvaliaseLforLcontrolLofL
bloodLphenylalanineLinLadultsLwithLphenylketonuriaaLMoleculariGeneticsiandiMetabolismXL2018XLdehXLedjZeej3.7 14

97  yperammonaemiaLinLclassicLorganicLacidaemiasmLaLreviewLofLtheLliteratureLandLtwoLcaseLhistoriesaL
OrphanetiJournaliofiRareiDiseasesXL2018XLdfXLedl 4.2 20

96 PharmacokineticsLofLglycerolLphenylbutyrateLinLpediatricLpatientsLeLmonthsLtoLeLyearsLofLageLwithL
ureaLcycleLdisordersaLMoleculariGeneticsiandiMetabolismXL2018XLdehXLehdZehj 3.7 4

95 αaboratoryLdiagnosisLofLcreatineLdeficiencyLsyndromesmLaLtechnicalLstandardLandLguidelineLofLtheL
tmericanLvollegeLofLMedicalLzeneticsLandLzenomicsaLGeneticsiiniMedicineXL2017XLdlXLehiZeif 8.1 13

94 yunctionalLandLmolecularLstudiesLinLprimaryLcarnitineLdeficiencyaLHumaniMutationXL2017XLfkXLdikgZdill 4.7 34

93 SafetyLandLefficacyLofLglycerolLphenylbutyrateLforLmanagementLofLureaLcycleLdisordersLinLpatientsL
agedLemonthsLtoLeyearsaLMoleculariGeneticsiandiMetabolismXL2017XLdeeXLgiZhf 3.7 11

92 zlobalLtnalysisLofLPlasmaLαipidsLIdentifiesLαiverZwerivedLtcylcarnitinesLasLaLyuelLSourceLforLurownL
yatLThermogenesisaLCelliMetabolismXL2017XLeiXLhclZheeaei 24.6 105

91 tnapleroticLtherapyLinLpropionicLacidemiaaLMoleculariGeneticsiandiMetabolismXL2017XLdeeXLhdZhl 3.7 18

90 zlycerolLphenylbutyrateLforLtheLmaintenanceLtreatmentLofLpatientsLwithLdeficienciesLinLenzymesLofL
theLureaLcycleaLExpertiOpinionioniOrphaniDrugsXL2017XLhXLlllZdcdc 1.1 8

89 NeonatalLScreeningLforLPrimaryLvarnitineLweficiencymLαessonsLαearnedLfromLtheLyaroeLIslandsaL
InternationaliJournaliofiNeonataliScreeningXL2017XLfXLd 2.6 10

88 wiagnosisXLTreatmentXLandLvlinicalLOutcomeLofLPatientsLwithLMitochondrialLTrifunctionalL
ProteinbαongZvhainLfZ ydroxyLtcylZvotLwehydrogenaseLweficiencyaLJIMDiReportsXL2017XLfdXLifZjd 1.9 17

87 RoundLTableLwiscussionaLAnnalsiofiNutritioniandiMetabolismXL2016XLikLSupplLfXLedZef 4.5

86 xffectLofLdietaryLlysineLrestrictionLandLarginineLsupplementationLinLtwoLpatientsLwithL
pyridoxineZdependentLepilepsyaLMoleculariGeneticsiandiMetabolismXL2016XLddkXLdijZdje 3.7 21

85
αongZtermLvelagluceraseLalfaLtreatmentLinLchildrenLwithLzaucherLdiseaseLtypeLdLnaˆflveLtoLenzymeL
replacementLtherapyLorLpreviouslyLtreatedLwithLimigluceraseaLMoleculariGeneticsiandiMetabolismXL
2016XLddjXLdigZjd

3.7 16

84
tLnovelLmethodLforLsimultaneousLquantificationLofLalphaZaminoadipicL
semialdehydebpiperideineZiZcarboxylateLandLpipecolicLacidLinLplasmaLandLurineaLJournaliofi
ChromatographyiB:iAnalyticaliTechnologiesiinitheiBiomedicaliandiLifeiSciencesXL2016XLdcdjZdcdkXLdghZdhe

3.2 13
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83 WideLtoleranceLtoLaminoLacidsLsubstitutionsLinLtheLOvTNdLergothioneineLtransporteraLBiochimicaiEti
BiophysicaiActaixiGeneraliSubjectsXL2016XLdkicXLdffgZge 4 5

82 varnitineLtransportLandLfattyLacidLoxidationaLBiochimicaiEtiBiophysicaiActaixiMoleculariCelliResearchXL
2016XLdkifXLegeeZfh 4.9 315

81
vreatineLTransporterLweficiencymLScreeningLofLMalesLwithLNeurodevelopmentalLwisordersLandL
NeurocognitiveLvharacterizationLofLaLvaseaLJournaliofiDevelopmentaliandiBehavioraliPediatricsXL
2016XLfjXLfeeZi

2.4 7

80 PrimaryLvarnitineLweficiencyLandLNewbornLScreeningLforLwisordersLofLtheLvarnitineLvycleaLAnnalsiofi
NutritioniandiMetabolismXL2016XLikLSupplLfXLhZl 4.5 38

79 vytotoxicLedemaLandLdiffusionLrestrictionLasLanLearlyLpathoradiologicLmarkerLinLcanavanLdiseasemL
caseLreportLandLreviewLofLtheLliteratureaLOrphanetiJournaliofiRareiDiseasesXL2016XLddXLdil 4.2 8

78 vreatineLtransporterLdeficiencymLNovelLmutationsLandLfunctionalLstudiesaLMoleculariGeneticsiandi
MetabolismiReportsXL2016XLkXLecZf 1.8 12

77 αossZofZyunctionLMutationsLinLxαMOeLvauseLIntraosseousLVascularLMalformationLbyLImpedingL
RtvdLSignalingaLAmericaniJournaliofiHumaniGeneticsXL2016XLllXLellZfdj 11 15

76 uiochemicalLabnormalitiesLinLPearsonLsyndromeaLAmericaniJournaliofiMedicaliGeneticswiPartiAXL2015XL
dijtXLiedZk 2.5 26

75 αongZtermLsafetyLandLefficacyLofLsapropterinmLtheLPKUwOSLregistryLexperienceaLMoleculariGeneticsi
andiMetabolismXL2015XLddgXLhhjZif 3.7 32

74
SelfZreportedLtreatmentZassociatedLsymptomsLamongLpatientsLwithLureaLcycleLdisordersL
participatingLinLglycerolLphenylbutyrateLclinicalLtrialsaLMoleculariGeneticsiandiMetabolismXL2015XL
ddiXLelZfg

3.7 8

73 uloodLammoniaLandLglutamineLasLpredictorsLofLhyperammonemicLcrisesLinLpatientsLwithLureaLcycleL
disorderaLGeneticsiiniMedicineXL2015XLdjXLhidZk 8.1 23

72 ImpairedLPIxZOdLfunctionLinLpatientsLwithLaLnovelLautosomalLrecessiveLcongenitalLlymphaticL
dysplasiaaLNatureiCommunicationsXL2015XLiXLkfel 17.4 166

71 αongZtermLdevelopmentalLprogressionLinLinfantsLandLyoungLchildrenLtakingLsapropterinLforL
phenylketonuriamLaLtwoZyearLanalysisLofLsafetyLandLefficacyaLGeneticsiiniMedicineXL2015XLdjXLfihZjf 8.1 14

70
SingleZdoseXLsubcutaneousLrecombinantLphenylalanineLammoniaLlyaseLconjugatedLwithL
polyethyleneLglycolLinLadultLpatientsLwithLphenylketonuriamLanLopenZlabelXLmulticentreXLphaseLdL
doseZescalationLtrialaLLancetwiTheXL2014XLfkgXLfjZgg

40 109

69
zuanidinoacetateLmethyltransferaseLTztMTULdeficiencymLoutcomesLinLgkLindividualsLandL
recommendationsLforLdiagnosisXLtreatmentLandLmonitoringaLMoleculariGeneticsiandiMetabolismXL
2014XLdddXLdiZeh

3.7 77

68
NationalLInstitutesLofL ealthLTNI ULreviewLofLevidenceLinLphenylalanineLhydroxylaseLdeficiencyL
TphenylketonuriaULandLrecommendationsbguidelinesLforLtherapyLfromLtheLtmericanLvollegeLofL
MedicalLzeneticsLTtvMzULandLzeneticsLMetabolicLwietitiansLInternationalLTzMwIUaLMoleculari
GeneticsiandiMetabolismXL2014XLddeXLkhZi

3.7 7

67 yeasibilityLofLnewbornLscreeningLforLguanidinoacetateLmethyltransferaseLTztMTULdeficiencyaL
JournaliofiInheritediMetaboliciDiseaseXL2014XLfjXLefdZi 5.4 32

66 TheLeffectLofLvalinomycinLinLfibroblastsLfromLpatientsLwithLfattyLacidLoxidationLdisordersaL
BiochemicaliandiBiophysicaliResearchiCommunicationsXL2013XLgfjXLifjZgd 3.4 5

(2013-2016)
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65 xvidenceZbasedLtreatmentLofLguanidinoacetateLmethyltransferaseLTztMTULdeficiencyaLMoleculari
GeneticsiandiMetabolismXL2013XLddcXLehhZie 3.7 20

64 tmmoniaLcontrolLandLneurocognitiveLoutcomeLamongLureaLcycleLdisorderLpatientsLtreatedLwithL
glycerolLphenylbutyrateaLHepatologyXL2013XLhjXLedjdZl 11.2 61

63 ResponseLtoLchenLetLtlamLcarnitineLuptakeLdefectLTprimaryLcarnitineLdeficiencyUmLriskLinL
genotypeZphenotypeLcorrelationaLHumaniMutationXL2013XLfgXLihi 4.7 3

62 SafetyLandLefficacyLofLvelagluceraseLalfaLinLzaucherLdiseaseLtypeLdLpatientsLpreviouslyLtreatedLwithL
imigluceraseaLAmericaniJournaliofiHematologyXL2013XLkkXLdjeZk 7.1 43

61 MetabolicLαysosomalLxnzymeLProbesaLFASEBiJournalXL2013XLejXLhjiad 0.9

60 zenotypeZphenotypeLcorrelationLinLprimaryLcarnitineLdeficiencyaLHumaniMutationXL2012XLffXLddkZef 4.7 45

59 zlutaricLacidemiaLtypeLdmLoutcomesLbeforeLandLafterLexpandedLnewbornLscreeningaLMoleculari
GeneticsiandiMetabolismXL2012XLdciXLgfcZk 3.7 49

58 MutationsLinLtuvwgLcauseLaLnewLinbornLerrorLofLvitaminLudeLmetabolismaLNatureiGeneticsXL2012XL
ggXLddheZh 36.3 157

57 NewbornLScreeningLforLMetabolicLwisordersL2012XLdifZdlj

56 PrimaryLvarnitineLweficiencyLPresentsLttypicallyLwithLαongLQTLSyndromemLtLvaseLReportaLJIMDi
ReportsXL2012XLeXLkjZlc 1.9 21

55 NewbornLScreeningLandLInbornLxrrorsLofLMetabolismL2012XLecghZecke 1

54
zlycosylationLofLtheLOvTNeLcarnitineLtransportermLstudyLofLnaturalLmutationsLidentifiedLinLpatientsL
withLprimaryLcarnitineLdeficiencyaLBiochimicaiEtiBiophysicaiActaixiMoleculariBasisiofiDiseaseXL2011XL
dkdeXLfdeZec

6.9 38

53 vorrelationLofLageZspecificLphenylalanineLlevelsLwithLintellectualLoutcomeLinLpatientsLwithL
phenylketonuriaaLJournaliofiInheritediMetaboliciDiseaseXL2011XLfgXLlifZjd 5.4 29

52 NewbornLscreeningLandLinbornLerrorsLofLmetabolismaLAmericaniJournaliofiMedicaliGeneticswiPartiC:i
SeminarsiiniMedicaliGeneticsXL2011XLdhjvXLdZe 3.1 4

51 wisordersLofLcreatineLtransportLandLmetabolismaLAmericaniJournaliofiMedicaliGeneticswiPartiC:i
SeminarsiiniMedicaliGeneticsXL2011XLdhjvXLjeZk 3.1 71

50 vreatineLtransporterLdeficiencyLinLtwoLhalfZbrothersaLAmericaniJournaliofiMedicaliGeneticswiPartiAXL
2010XLdhetXLdljlZkf 2.5 22

49 RecurrentLliverLfailureLinLaLehZyearZoldLfemaleaLLiveriTransplantationXL2010XLdiXLdcglZhf 4.5 15

48 wevelopingLaLNationalLRegistryLforLconditionsLidentifiableLthroughLnewbornLscreeningaLGeneticsiini
MedicineXL2009XLddXLdjiZke 8.1 10
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47
xfficacyLofLsapropterinLdihydrochlorideLinLincreasingLphenylalanineLtoleranceLinLchildrenLwithL
phenylketonuriamLaLphaseLIIIXLrandomizedXLdoubleZblindXLplaceboZcontrolledLstudyaLJournaliofi
PediatricsXL2009XLdhgXLjccZj

3.6 142

46 wisordersLofLbiopterinLmetabolismaLJournaliofiInheritediMetaboliciDiseaseXL2009XLfeXLfffZge 5.4 99

45 tLwelphiLclinicalLpracticeLprotocolLforLtheLmanagementLofLveryLlongLchainLacylZvotLdehydrogenaseL
deficiencyaLMoleculariGeneticsiandiMetabolismXL2009XLliXLkhZlc 3.7 126

44 vardiomyopathyLandLcarnitineLdeficiencyaLMoleculariGeneticsiandiMetabolismXL2008XLlgXLdieZi 3.7 53

43 ProgressiveLcerebralLvascularLdegenerationLwithLmitochondrialLencephalopathyaLAmericaniJournali
ofiMedicaliGeneticswiPartiAXL2008XLdgitXLfidZj 2.5 25

42 xxpandedLnewbornLscreeningLidentifiesLmaternalLprimaryLcarnitineLdeficiencyaLMoleculariGeneticsi
andiMetabolismXL2007XLlcXLggdZh 3.7 74

41 PharmacologicalLrescueLofLcarnitineLtransportLinLprimaryLcarnitineLdeficiencyaLHumaniMutationXL
2006XLejXLhdfZef 4.7 35

40 InbornLerrorsLofLmetabolismmLnewLchallengesLwithLexpandedLnewbornLscreeningLprogramsaL
AmericaniJournaliofiMedicaliGeneticswiPartiC:iSeminarsiiniMedicaliGeneticsXL2006XLdgevXLidZf 3.1 2

39 uiochemicalLfindingsLinLcommonLinbornLerrorsLofLmetabolismaLAmericaniJournaliofiMedicaliGeneticswi
PartiC:iSeminarsiiniMedicaliGeneticsXL2006XLdgevXLigZji 3.1 31

38 wisordersLofLcarnitineLtransportLandLtheLcarnitineLcycleaLAmericaniJournaliofiMedicaliGeneticswiParti
C:iSeminarsiiniMedicaliGeneticsXL2006XLdgevXLjjZkh 3.1 320

37 zlutaricLacidemiaLtypeLdaLAmericaniJournaliofiMedicaliGeneticswiPartiC:iSeminarsiiniMedicaliGeneticsXL
2006XLdgevXLkiZlg 3.1 71

36 MetabolicLchangesLassociatedLwithLhyperammonemiaLinLpatientsLwithLpropionicLacidemiaaL
MoleculariGeneticsiandiMetabolismXL2006XLkkXLdefZfc 3.7 66

35
 omozygousLnonsenseLmutationLinLtheLMvxxLgeneLandLsiRNtLsuppressionLofLmethylmalonylZvotL
epimeraseLexpressionmLaLnovelLcauseLofLmildLmethylmalonicLaciduriaaLMoleculariGeneticsiandi
MetabolismXL2006XLkkXLfejZff

3.7 28

34 ValidationLofLdyeZbindingbhighZresolutionLthermalLdenaturationLforLtheLidentificationLofLmutationsL
inLtheLSαveethLgeneaLHumaniMutationXL2005XLehXLfciZdf 4.7 51

33 TyrosineLresiduesLaffectingLsodiumLstimulationLofLcarnitineLtransportLinLtheLOvTNeL
carnitineborganicLcationLtransporteraLJournaliofiBiologicaliChemistryXL2004XLejlXLjegjZhf 5.4 20

32 SuccinylZvotmfZketoacidLtransferaseLTSvOTULdeficiencyLinLaLnewLpatientLhomozygousLforLanLRedjXL
mutationaLJournaliofiInheritediMetaboliciDiseaseXL2004XLejXLildZe 5.4 23

31 ResponseLtoLtherapyLinLcarnitinebacylcarnitineLtranslocaseLTvtvTULdeficiencyLdueLtoLaLnovelL
missenseLmutationaLAmericaniJournaliofiMedicaliGeneticsiPartiAXL2004XLdeitXLdhcZh 32

30 PaternalLuniparentalLdisomyLofLchromosomeLdgmLconfirmationLofLaLclinicallyZrecognizableL
phenotypeaLAmericaniJournaliofiMedicaliGeneticsiPartiAXL2004XLdfctXLkkZld 22

(2004-2009)
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29 tLprimerLonLnewbornLscreeningaLAdvancesiiniNeonataliCareXL2004XLgXLfciZdj 2 9

28 iqLsubtelomericLdeletionmLisLthereLaLrecognizableLsyndromeraLClinicaliDysmorphologyXL2004XLdfXLdcfZdci 0.9 23

27 yunctionalLdomainsLinLtheLcarnitineLtransporterLOvTNeXLdefectiveLinLprimaryLcarnitineLdeficiencyaL
JournaliofiBiologicaliChemistryXL2003XLejkXLgjjjiZkg 5.4 23

26 MitochondrialLencephalopathyaLNeurologiciClinicsXL2003XLedXLkdjZfd 4.5 30

25 zeneLexpressionLinLhumanLcellsLwithLmutantLinsulinLreceptorsaLBiochemicaliandiBiophysicaliResearchi
CommunicationsXL2003XLfcjXLdcdfZec 3.4 6

24 TheLOvTNeLcarnitineLtransporterLandLfattyLacidLoxidationL2003XLdidZdjg

23 zenotypeZphenotypeLcorrelationLinLinheritedLsevereLinsulinLresistanceaLHumaniMoleculariGeneticsXL
2002XLddXLdgihZjh 5.6 104

22 InsulinLincreasesLtheLturnoverLrateLofLNaWZKWZtTPaseLinLhumanLfibroblastsaLAmericaniJournaliofi
PhysiologyixiCelliPhysiologyXL2001XLekcXLvldeZl 5.4 8

21 PhenotypeLandLgenotypeLvariationLinLprimaryLcarnitineLdeficiencyaLGeneticsiiniMedicineXL2001XLfXLfkjZle 8.1 62

20 InsulinZinducedLgeneLffLmRNtLexpressionLinLvhineseLhamsterLovaryLcellsLisLinsulinLreceptorL
dependentL2000XLjjXLgfeZggg 6

19 tLmissenseLmutationLinLtheLOvTNeLgeneLassociatedLwithLresidualLcarnitineLtransportLactivityaL
HumaniMutationXL2000XLdhXLefkZgh 4.7 49

18 yunctionalLanalysisLofLmutationsLinLtheLOvTNeLtransporterLcausingLprimaryLcarnitineLdeficiencymL
lackLofLgenotypeZphenotypeLcorrelationaLHumaniMutationXL2000XLdiXLgcdZj 4.7 61

17 tbnormalLsodiumLstimulationLofLcarnitineLtransportLinLprimaryLcarnitineLdeficiencyaLJournaliofi
BiologicaliChemistryXL2000XLejhXLecjkeZi 5.4 36

16 PrimaryLandLsecondaryLalterationsLofLneonatalLcarnitineLmetabolismaLSeminarsiiniPerinatologyXL1999
XLefXLdheZid 3.3 69

15 ProgressiveLdeclineLinLinsulinLlevelsLinLRabsonZMendenhallLsyndromeaLJournaliofiClinicali
EndocrinologyiandiMetabolismXL1999XLkgXLeiefZl 5.6 45

14 yunctionalLcharacterizationLofLtheLcarnitineLtransporterLdefectiveLinLprimaryLcarnitineLdeficiencyaL
ArchivesiofiBiochemistryiandiBiophysicsXL1999XLfigXLllZdci 4.1 29

13 RoleLofLarginineLkiLofLtheLinsulinLreceptorLinLinsulinLbindingLandLactivationLofLglucoseLtransportaL
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