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142 IronYL’emeLSynthesisLandLxrythropoieticLPorphyriasmLtLvomplexLInterplayaaLMetabolitesYL2021YLddYL 5.6 1

141 IdentificationLofLnovelLmutationsLinLaLpatientLwithLcongenitalLerythropoieticLporphyriaLandLefficientL
treatmentLbyLphlebotomyaLMolecularWGeneticsWandWMetabolismWReportsYL2021YLejYLdccjee 1.8 3

140 ’epcidinLandLIronLweficiencyLinLWomenLδneLYearLafterLSleeveLzastrectomymLtLProspectiveLvohortL
StudyaLNutrientsYL2021YLdfYL 6.7 1

139 PhlebotomyLasLanLefficientLlong-termLtreatmentLofLcongenitalLerythropoieticLporphyriaaL
HaematologicaYL2021YLdciYLldf-ldj 6.6 7

138 tLmutationLinLtheLiron-responsiveLelementLofLisLaLmodifierLofLdiseaseLseverityLinLaLpatientLsufferingL
fromLassociatedLerythropoieticLprotoporphyriaaLHaematologicaYL2021YLdciYLecfc-ecff 6.6 2

137 tnalyticalLcomparisonLofLxéIStLandLmassLspectrometryLforLquantificationLofLserumLhepcidinLinL
criticallyLillLpatientsaLBioanalysisYL2021YLdfYLdcel-dcfh 2.1 2

136 RenalLyunctionLweclineLWithLSmallLInterferingLRβtLSilencingLtminolevulinicLtcidLSynthaseLdL
UtétSdVaLKidneyWInternationalWReportsYL2021YLiYLdlcg-dldd 4.1 6

135 TSPδeLtranslocatesLh-aminolevulinicLacidLintoLhumanLerythroleukemiaLcellsaLBiologyWofWtheWCellYL
2020YLddeYLddf-dei 3.5 2

134 IronLchelationLrescuesLhemolyticLanemiaLandLskinLphotosensitivityLinLcongenitalLerythropoieticL
porphyriaaLBloodYL2020YLdfiYLeghj-egik 2.2 9

133 èidneyLtransplantationLimprovesLtheLclinicalLoutcomesLofLtcuteLIntermittentLPorphyriaaLMolecularW
GeneticsWandWMetabolismYL2020YLdfdYLehl-eii 3.7 3

132 zéRXhLmutationsLimpairLhemeLbiosyntheticLenzymesLtétLsynthaseLeLandLferrochelataseLinL’umanL
congenitalLsideroblasticLanemiaaLMolecularWGeneticsWandWMetabolismYL2019YLdekYLfge-fhd 3.7 9

131 xrythroid-Progenitor-TargetedLzeneLTherapyLUsingLuifunctionalLTyRdLéigand-PeptidesLinL’umanL
xrythropoieticLProtoporphyriaaLAmericanWJournalWofWHumanWGeneticsYL2019YLdcgYLfgd-fgj 11 17

130 RegulationLofLglobin-hemeLbalanceLinLwiamond-ulackfanLanemiaLbyL’SPjcbztTtdaLBloodYL2019YL
dffYLdfhk-dfjc 2.2 21

129 InternationalLPorphyriaLüolecularLwiagnosticLvollaborativemLanLevidence-basedLdatabaseLofLverifiedL
pathogenicLandLbenignLvariantsLforLtheLporphyriasaLGeneticsWinWMedicineYL2019YLedYLeich-eidf 8.1 11

128 RegulationLandLtissue-specificLexpressionLofL˛·-aminolevulinicLacidLsynthasesLinLnon-syndromicL
sideroblasticLanemiasLandLporphyriasaLMolecularWGeneticsWandWMetabolismYL2019YLdekYLdlc-dlj 3.7 13

127 ResultsLofLaLpilotLstudyLofLisoniazidLinLpatientsLwithLerythropoieticLprotoporphyriaaLMolecularW
GeneticsWandWMetabolismYL2019YLdekYLfcl-fdf 3.7 7

126 tLvariantLerythroferroneLdisruptsLironLhomeostasisLinL-mutatedLmyelodysplasticLsyndromeaLScienceW
TranslationalWMedicineYL2019YLddYL 17.5 27
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125
zeneticLbackgroundLinfluencesLhepcidinLresponseLtoLironLimbalanceLinLaLmouseLmodelLofLhemolyticL
anemiaLUvongenitalLerythropoieticLporphyriaVaLBiochemicalWandWBiophysicalWResearchW
CommunicationsYL2019YLhecYLelj-fcf

3.4 3

124 xxtrahepaticLhepcidinLproductionmLTheLintriguingLoutcomesLofLrecentLyearsaLWorldWJournalWofWClinicalW
CasesYL2019YLjYLdlei-dlfi 1.6 6

123 yunctionalLerythropoietin-hepcidinLaxisLinLrecombinantLhumanLerythropoietinLindependentL
haemodialysisLpatientsaLNephrologyYL2019YLegYLjhd-jhj 2.2 3

122 ’epatocellularLcarcinomaLinLacuteLhepaticLporphyriasmLtLwamoclesLSwordaLMolecularWGeneticsWandW
MetabolismYL2019YLdekYLefi-egd 3.7 16

121 SystemicLtdministeredLmRβtLasLTherapyLforLüetabolicLwiseasesaLTrendsWinWMolecularWMedicineYL
2019YLehYLf-h 11.5 2

120 wyserythropoiesisLevaluatedLbyLtheLRxwLscoreLandLhepcidinmferritinLratioLpredictsLresponseLtoL
erythropoietinLinLlower-riskLmyelodysplasticLsyndromesaLHaematologicaYL2019YLdcgYLglj-hcg 6.6 7

119 PorphyriaLandLkidneyLdiseasesaLCKJ:WClinicalWKidneyWJournalYL2018YLddYLdld-dlj 4.5 24

118 zeneLTherapyLinLPatientsLwithLTransfusion-wependentL˛†-ThalassemiaaLNewWEnglandWJournalWofW
MedicineYL2018YLfjkYLdgjl-dglf 59.2 347

117 yromLaLdominantLtoLanLoligogenicLmodelLofLinheritanceLwithLenvironmentalLmodifiersLinLacuteL
intermittentLporphyriaaLHumanWMolecularWGeneticsYL2018YLejYLddig-ddjf 5.6 42

116 UrinaryLmetabolicLprofilingLofLasymptomaticLacuteLintermittentLporphyriaLusingLaL
rule-mining-basedLalgorithmaLMetabolomicsYL2018YLdgYLdc 4.7 4

115 InvolvementLofLhepcidinLinLironLmetabolismLdysregulationLinLzaucherLdiseaseaLHaematologicaYL2018YL
dcfYLhkj-hli 6.6 12

114
IronLdeficiencyLdiagnosedLusingLhepcidinLonLcriticalLcareLdischargeLisLanLindependentLriskLfactorLforL
deathLandLpoorLqualityLofLlifeLatLoneLyearmLanLobservationalLprospectiveLstudyLonLddidLpatientsaL
CriticalWCareYL2018YLeeYLfdg

10.8 27

113 vharacterizationLandLoriginLofLhemeLprecursorsLinLamnioticLfluidmLlessonsLfromLnormalLandL
pathologicalLpregnanciesaLPediatricWResearchYL2018YLkgYLkc-kg 3.2 1

112 ’ighLurinaryLferritinLreflectsLmyoglobinLironLevacuationLinLwüwLpatientsaLNeuromuscularWDisordersYL
2018YLekYLhig-hjd 2.9 6

111 zeneLTherapyLinLaLPatientLwithLSickleLvellLwiseaseaLNewWEnglandWJournalWofWMedicineYL2017YLfjiYLkgk-khh 59.2 418

110 ’emolyticLanemiaLrepressedLhepcidinLlevelLwithoutLhepatocyteLironLoverloadmLlessonLfromLzˆ…ntherL
diseaseLmodelaLHaematologicaYL2017YLdceYLeic-ejc 6.6 9

109 tcuteLhepaticLandLerythropoieticLporphyriasmLfromLtétLsynthasesLdLandLeLtoLnewLmolecularLbasesL
andLtreatmentsaLCurrentWOpinionWinWHematologyYL2017YLegYLdlk-ecj 3.3 19

108 IronLstatusLandLinflammatoryLbiomarkersLinLpatientsLwithLacutelyLdecompensatedLheartLfailuremL
earlyLin-hospitalLphaseLandLfc-dayLfollow-upaLEuropeanWJournalWofWHeartWFailureYL2017YLdlYLdcjh-dcji 12.3 20
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107 IloprostLUseLinLPatientsLwithLPersistentLIntestinalLIschemiaLUnsuitableLforLRevascularizationaLAnnalsW
ofWVascularWSurgeryYL2017YLgeYLdek-dfh 1.7 4

106
IsoniazidLinhibitsLhumanLerythroidLh-aminolevulinateLsynthasemLüolecularLmechanismLandLtoleranceL
studyLwithLfourLX-linkedLprotoporphyriaLpatientsaLBiochimicaWEtWBiophysicaWActaWnWMolecularWBasisWofW
DiseaseYL2017YLdkifYLgek-gfl

6.9 11

105 tLVariantLofLPeptideLTransporterLeLPredictsLtheLSeverityLofLPorphyria-tssociatedLèidneyLwiseaseaL
JournalWofWtheWAmericanWSocietyWofWNephrology:WJASNYL2017YLekYLdleg-dlfe 12.7 35

104
ImpactLofLironLdeficiencyLdiagnosisLusingLhepcidinLmassLspectrometryLdosageLmethodsLonLhospitalL
stayLandLcostsLafterLaLprolongedLIvULstaymLStudyLprotocolLforLaLmulticentreYLrandomisedYL
single-blindedLmedico-economicLtrialaLAnaesthesiamWCriticalWCareWfamp;WPainWMedicineYL2017YLfiYLfld-fli

3 8

103
üutationLinLhumanLelevatesLlevelsLofLaminolevulinateLsynthaseLandLprotoporphyrinLIXLtoLpromoteL
erythropoieticLprotoporphyriaaLProceedingsWofWtheWNationalWAcademyWofWSciencesWofWtheWUnitedWStatesW
ofWAmericaYL2017YLddgYLxkcgh-xkche

11.5 50

102 zβPtTLpolymorphismLrsddhhkgleLisLnotLassociatedLwithLincreasedLseverityLinLaLlargeLcohortLofL’yxL
pavysekeTyrLhomozygousLpatientsaLHepatologyYL2017YLihYLdcil-dcjd 11.2 3

101 yecalLcalprotectinLinLinflammatoryLbowelLdiseasesmLupdateLandLperspectivesaLClinicalWChemistryWandW
LaboratoryWMedicineYL2017YLhhYLgjg-gkf 5.9 50

100 vardiacLironLoverloadLinLchronicallyLtransfusedLpatientsLwithLthalassemiaYLsickleLcellLanemiaYLorL
myelodysplasticLsyndromeaLPLoSWONEYL2017YLdeYLecdjedgj 3.7 29

99 ’epcidinLasLaLüajorLvomponentLofLRenalLtntibacterialLwefensesLagainstLUropathogenicLxscherichiaL
coliaLJournalWofWtheWAmericanWSocietyWofWNephrology:WJASNYL2016YLejYLkfh-gi 12.7 33

98 ReplyaLGastroenterologyYL2016YLdhdYLjjd-e 13.3 2

97 ’eterozygousLüutationsLinLuüPiLPro-peptideLéeadLtoLInappropriateL’epcidinLSynthesisLandL
üoderateLIronLδverloadLinL’umansaLGastroenterologyYL2016YLdhcYLije-ikfaeg 13.3 61

96 UpdateLfromLtheL’gb-echLPhaseLdbeLvlinicalLStudyLofLéentiglobinLzeneLTherapymLSustainedLvlinicalL
uenefitLinLSevereL’emoglobinopathiesaLBloodYL2016YLdekYLefdd-efdd 2.2 3

95 tnˆ'miesLmicrocytairesLraresaLBulletinWDeWLgAcademieWNationaleWDeWMedecineYL2016YLeccYLffh-fgj 0.1

94 tLwominantLüutationLinLüitochondrialLUnfoldaseLvéPXLResultsLinLxrythropoieticLProtoporphyriaaL
BloodYL2016YLdekYLjj-jj 2.2

93 woesLIVLIronLInduceLPlasmaLδxidativeLStressLinLvriticallyLIllLPatientsrLtLvomparisonLWithL’ealthyL
VolunteersaLCriticalWCareWMedicineYL2016YLggYLhed-fc 1.4 8

92 PorphyriasmLtLecdhLupdateaLClinicsWandWResearchWinWHepatologyWandWGastroenterologyYL2015YLflYLgde-eh 2.4 96

91 ’ighLprevalenceLofLandLpotentialLmechanismsLforLchronicLkidneyLdiseaseLinLpatientsLwithLacuteL
intermittentLporphyriaaLKidneyWInternationalYL2015YLkkYLfki-lh 9.9 55

90 üitochondrialLenergeticLdefectsLinLmuscleLandLbrainLofLaL’mbs-b-LmouseLmodelLofLacuteL
intermittentLporphyriaaLHumanWMolecularWGeneticsYL2015YLegYLhcdh-ef 5.6 25
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89 ’umanLxrythroidLh-tminolevulinateLSynthaseLüutationsLtssociatedLwithLX-éinkedLProtoporphyriaL
wisruptLtheLvonformationalLxquilibriumLandLxnhanceLProductLReleaseaLBiochemistryYL2015YLhgYLhidj-fd 3.2 16

88 év-üSbüSLmethodLforLhepcidin-ehLmeasurementLinLhumanLandLmouseLserummLclinicalLandLresearchL
implicationsLinLironLdisordersaLClinicalWChemistryWandWLaboratoryWMedicineYL2015YLhfYLdhhj-ij 5.9 39

87 RedLcellsLfromLferrochelatase-deficientLerythropoieticLprotoporphyriaLpatientsLareLresistantLtoL
growthLofLmalarialLparasitesaLBloodYL2015YLdehYLhfg-gd 2.2 25

86 IronLregulatoryLproteinLdLsustainsLmitochondrialLironLloadingLandLfunctionLinLfrataxinLdeficiencyaL
CellWMetabolismYL2015YLedYLfdd-fef 24.6 46

85 PerformanceLofLPIVèt-IILforLearlyLhepatocellularLcarcinomaLdiagnosisLandLpredictionLofL
microvascularLinvasionaLJournalWofWHepatologyYL2015YLieYLkgk-hg 13.4 157

84 tssessmentLofLvardiacLIronLδverloadLinLvhonicallyLTransfusedLPatientsLwithLThalassemiaYLSickleLvellL
tnemiaYLandLüyelodysplasticLSyndromesaLBloodYL2015YLdeiYLedhd-edhd 2.2

83 tcuteLintermittentLporphyriaLcausesLhepaticLmitochondrialLenergeticLfailureLinLaLmouseLmodelaL
InternationalWJournalWofWBiochemistryWandWCellWBiologyYL2014YLhdYLlf-dcd 5.6 36

82 UrinaryLmetabolicLfingerprintLofLacuteLintermittentLporphyriaLanalyzedLbyLUdV’LβüRLspectroscopyaL
AnalyticalWChemistryYL2014YLkiYLedii-jg 7.8 16

81 Pro-oxidantLeffectLofLtétLisLimplicatedLinLmitochondrialLdysfunctionLofL’epzeLcellsaLBiochimieYL2014
YLdciYLdhj-ii 4.6 18

80 vlinicalLmeasurementLofL’epcidin-ehLinLhumanLserummLIsLquantitativeLmassLspectrometryLupLtoLtheL
jobraLEuPAWOpenWProteomicsYL2014YLfYLic-ij 0.1 18

79 tntisenseLoligonucleotide-basedLtherapyLinLhumanLerythropoieticLprotoporphyriaaLAmericanW
JournalWofWHumanWGeneticsYL2014YLlgYLidd-j 11 23

78 éesLporphyriesLhˆ'rˆ'ditairesLmLanomaliesLduLmˆ'tabolismeLdeLlâ��hˆ¤meaLBulletinWDeWLgAcademieW
NationaleWDeWMedecineYL2014YLdlkYLdcil-dclf 0.1

77 xrythropoieticLProtoporphyricLRedLuloodLvellsLtreLResistantLtoLtheLzrowthLofLüalarialLParasitesaL
BloodYL2014YLdegYLeijc-eijc 2.2

76 xpistasisLinLironLmetabolismmLcomplexLinteractionsLbetweenLvpYLüondaYLandLSlcgcadLlociLandLtissueL
ironLinLmiceaLMammalianWGenomeYL2013YLegYLgej-fk 3.2

75 ’epcidinLregulatesLintrarenalLironLhandlingLatLtheLdistalLnephronaLKidneyWInternationalYL2013YLkgYLjhi-ii 9.9 47

74 ’emeLuiosynthesisLandLPathophysiologyLofLPorphyriasaLHandbookWofWPorphyrinWScienceYL2013YLkl-ddk 0.3 1

73 éate-onsetLX-linkedLdominantLprotoporphyriamLanLetiologyLofLphotosensitivityLinLtheLelderlyaLJournalW
ofWInvestigativeWDermatologyYL2013YLdffYLdikk-lc 4.3 10

72
üolecularLandLfunctionalLanalysisLofLtheLv-terminalLregionLofLhumanLerythroid-specificL
h-aminolevulinicLsynthaseLassociatedLwithLX-linkedLdominantLprotoporphyriaLUXéwPPVaLHumanW
MolecularWGeneticsYL2013YLeeYLdekc-k

5.6 35
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71 tuvuiLisLdispensableLforLerythropoiesisLandLspecifiesLtheLnewLbloodLgroupLsystemLéangereisaL
NatureWGeneticsYL2012YLggYLdjc-f 36.3 108

70 tLmanagementLalgorithmLforLcongenitalLerythropoieticLporphyriaLderivedLfromLaLstudyLofLelLcasesaL
BritishWJournalWofWDermatologyYL2012YLdijYLkkk-lcc 4 46

69 vongenitalLerythropoieticLporphyriamLaLsingle-observerLclinicalLstudyLofLelLcasesaLBritishWJournalWofW
DermatologyYL2012YLdijYLlcd-df 4 53

68 βullLallelesLofLtuvzeLencodingLtheLbreastLcancerLresistanceLproteinLdefineLtheLnewLbloodLgroupL
systemLJunioraLNatureWGeneticsYL2012YLggYLdjg-j 36.3 93

67 tnLuncommonLoptionLforLsurvivingLbariatricLsurgerymLregainingLweightMaLAmericanWJournalWofW
MedicineYL2012YLdehYLed-e 2.4 4

66 vomprehensiveLcytochromeLPghcLvYPdteLgeneLanalysisLinLyrenchLcaucasianLpatientsLwithLfamilialL
andLsporadicLporphyriaLcutaneaLtardaaLBritishWJournalWofWDermatologyYL2012YLdiiYLgeh-l 4 6

65 IronLmetabolismLinLpatientsLwithLanorexiaLnervosamLelevatedLserumLhepcidinLconcentrationsLinLtheL
absenceLofLinflammationaLAmericanWJournalWofWClinicalWNutritionYL2012YLlhYLhgk-hg 7 24

64 ProtoporphyrinLretentionLinLhepatocytesLandLèupfferLcellsLpreventsLsclerosingLcholangitisLinL
erythropoieticLprotoporphyriaLmouseLmodelaLGastroenterologyYL2011YLdgdYLdhcl-dlYLdhdlaed-f 13.3 32

63 tcuteLporphyricLattackLmimickingL’IV-associatedLprogressiveLpolyradiculoneuropathyaLMˆ'decineWEtW
MaladiesWInfectieusesYL2011YLgdYLggd-f 4 1

62 tétSeLactsLasLaLmodifierLgeneLinLpatientsLwithLcongenitalLerythropoieticLporphyriaaLBloodYL2011YL
ddkYLdggf-hd 2.2 72

61 SideroblasticLanemiamLmolecularLanalysisLofLtheLtétSeLgeneLinLaLseriesLofLelLprobandsLandL
functionalLstudiesLofLdcLmissenseLmutationsaLHumanWMutationYL2011YLfeYLhlc-j 4.7 45

60 tLhomoallelicLyxv’LmutationLinLaLpatientLwithLbothLerythropoieticLprotoporphyriaLandLpalmarL
keratodermaaLJournalWofWtheWEuropeanWAcademyWofWDermatologyWandWVenereologyYL2010YLegYLdfgl-hf 4.6 10

59 IronLregulatoryLproteinsLsecureLmitochondrialLironLsufficiencyLandLfunctionaLCellWMetabolismYL2010YL
deYLdlg-ecd 24.6 89

58 PorphyriasaLLancetmWTheYL2010YLfjhYLleg-fj 40 506

57 wiagnosticLaccuracyLofLserumLhepcidinLforLironLdeficiencyLinLcriticallyLillLpatientsLwithLanemiaaL
IntensiveWCareWMedicineYL2010YLfiYLdcgg-k 14.5 70

56
RoleLofLtwoLnutritionalLhepaticLmarkersLUinsulin-likeLgrowthLfactorLdLandLtransthyretinVLinLtheL
clinicalLassessmentLandLfollow-upLofLacuteLintermittentLporphyriaLpatientsaLJournalWofWInternalW
MedicineYL2009YLeiiYLejj-kh

10.8 22

55 xrythropoieticLprotoporphyriaaLOrphanetWJournalWofWRareWDiseasesYL2009YLgYLdl 4.2 142

54 üelatoninLandLenvironmentalLlightingLregulateLtét-SLgeneLexpressionLandLSoLporphyrinL
biosynthesisLinLtheLratLharderianLglandaLChronobiologyWInternationalYL2008YLehYLkhd-ij 3.6 10
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53
SequentialLregulationLofLferroportinLexpressionLafterLerythrophagocytosisLinLmurineLmacrophagesmL
earlyLmRβtLinductionLbyLhaemYLfollowedLbyLiron-dependentLproteinLexpressionaLBiochemicalW
JournalYL2008YLgddYLdef-fd

3.8 103

52 v-terminalLdeletionsLinLtheLtétSeLgeneLleadLtoLgainLofLfunctionLandLcauseLX-linkedLdominantL
protoporphyriaLwithoutLanemiaLorLironLoverloadaLAmericanWJournalWofWHumanWGeneticsYL2008YLkfYLgck-dg 11 208

51 zeneticLstudyLofLvariationLinLnormalLmouseLironLhomeostasisLrevealsLceruloplasminLasLanL
’yx-hemochromatosisLmodifierLgeneaLGastroenterologyYL2007YLdfeYLijl-ki 13.3 22

50 IncreasedLplasmaLtransferrinYLalteredLbodyLironLdistributionYLandLmicrocyticLhypochromicLanemiaLinL
ferrochelatase-deficientLmiceaLBloodYL2007YLdclYLkdd-k 2.2 49

49 vontributionLofLaLcommonLsingle-nucleotideLpolymorphismLtoLtheLgeneticLpredispositionLforL
erythropoieticLprotoporphyriaaLAmericanWJournalWofWHumanWGeneticsYL2006YLjkYLe-dg 11 140

48 uiochemicalLcomparedLtoLmolecularLdiagnosisLinLacuteLintermittentLporphyriaaLJournalWofWInheritedW
MetabolicWDiseaseYL2006YLelYLdhj-id 5.4 4

47 PlasmaLβ-terminalLpro-brainLnatriureticLpeptideLandLbrainLnatriureticLpeptideLinLassessmentLofL
acuteLdyspneaaLBiomedicineWandWPharmacotherapyYL2005YLhlYLec-g 7.5 43

46 tLmouseLmodelLprovidesLevidenceLthatLgeneticLbackgroundLmodulatesLanemiaLandLliverLinjuryLinL
erythropoieticLprotoporphyriaaLAmericanWJournalWofWPhysiologyWnWRenalWPhysiologyYL2005YLekkYLzdeck-di 5.1 25

45 üutationsLinLhumanLvPδLgeneLpredictLclinicalLexpressionLofLeitherLhepaticLhereditaryL
coproporphyriaLorLerythropoieticLharderoporphyriaaLHumanWMolecularWGeneticsYL2005YLdgYLfckl-lk 5.6 38

44 éossLofLheterozygosityLonLdcqLandLmutationalLstatusLofLPTxβLandLuüPRdtLinLcolorectalLprimaryL
tumoursLandLmetastasesaLBritishWJournalWofWCancerYL2004YLlcYLdefc-g 8.7 23

43 üodulationLofLpenetranceLbyLtheLwild-typeLalleleLinLdominantlyLinheritedLerythropoieticL
protoporphyriaLandLacuteLhepaticLporphyriasaLHumanWGeneticsYL2004YLddgYLehi-ie 6.3 32

42 tnalyticalLcorrelationLbetweenLplasmaLβ-terminalLpro-brainLnatriureticLpeptideLandLbrainL
natriureticLpeptideLinLpatientsLpresentingLwithLdyspneaaLClinicalWBiochemistryYL2004YLfjYLlff-i 3.5 14

41 tcuteLIntermittentLPorphyriamLyromLvlinicalLtoLüolecularLtspectsL2003YLef-gd 2

40 TheLpenetranceLofLdominantLerythropoieticLprotoporphyriaLisLmodulatedLbyLexpressionLofLwildtypeL
yxv’aLNatureWGeneticsYL2002YLfcYLej-k 36.3 203

39 tLmolecularYLenzymaticLandLclinicalLstudyLinLaLfamilyLwithLhereditaryLcoproporphyriaaLJournalWofW
InheritedWMetabolicWDiseaseYL2002YLehYLejl-ki 5.4 12

38 tncestralLfounderLofLmutationLWekfXLinLtheLporphobilinogenLdeaminaseLgeneLamongLacuteL
intermittentLporphyriaLpatientsaLHumanWHeredityYL2002YLhgYLil-kd 1.1 13

37 ’umanLhereditaryLhepaticLporphyriasaLClinicaWChimicaWActaYL2002YLfehYLdj-fj 6.2 55

36 ’emochromatosisLU’yxVLandLtransferrinLreceptor-dLUTyRvdVLgenesLinLsporadicLporphyriaLcutaneaL
tardaLUsPvTVaLCellularWandWMolecularWBiologyYL2002YLgkYLff-gd 1.1 7
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35
vharacterizationLofLmutationsLinLtheLvPδLgeneLinLuritishLpatientsLdemonstratesLabsenceLofL
genotype-phenotypeLcorrelationLandLidentifiesLrelationshipLbetweenLhereditaryLcoproporphyriaL
andLharderoporphyriaaLAmericanWJournalWofWHumanWGeneticsYL2001YLikYLddfc-k

11 48

34
InfluenceLofLtgeLandLzenderLonLtheLvlinicalLxxpressionLofLtcuteLIntermittentLPorphyriaLuasedLonL
üolecularLStudyLofLPorphobilinogenLweaminaseLzeneLtmongLSwissLPatientsaLMolecularWMedicineYL
2001YLjYLhfh-hge

6.2 27

33
IdentificationLofLaLprevalentLnonsenseLmutationLUWekfXVLandLtwoLnovelLmutationsLinLtheL
porphobilinogenLdeaminaseLgeneLofLSwissLpatientsLwithLacuteLintermittentLporphyriaaLHumanW
HeredityYL2000YLhcYLegj-hc

1.1 21

32 PorphobilinogenLdeaminaseLgeneLinLtfricanLandLtfro-varibbeanLethnicLgroupsmLmutationsLcausingL
acuteLintermittentLporphyriaLandLspecificLintragenicLpolymorphismsaLHumanWGeneticsYL2000YLdcjYLdhc-l 6.3 15

31 ’epatocellularLcarcinomaLinLpatientsLwithLacuteLhepaticLporphyriamLfrequencyLofLoccurrenceLandL
relatedLfactorsaLJournalWofWHepatologyYL2000YLfeYLlff-l 13.4 98

30 InheritanceLinLxrythropoieticLProtoporphyriamLtLvommonLWild-TypeLyerrochelataseLtllelicLVariantL
WithLéowLxxpressionLtccountsLforLvlinicalLüanifestationaLBloodYL1999YLlfYLedch-eddc 2.2 114

29 ’emeLandLacuteLinflammationLroleLinLvivoLofLhemeLinLtheLhepaticLexpressionLofLpositiveL
acute-phaseLreactantsLinLratsaLFEBSWJournalYL1999YLeidYLdlc-i 18

28
VariegateLporphyriaLinLWesternLxuropemLidentificationLofLPPδXLgeneLmutationsLinLdcgLfamiliesYL
extentLofLallelicLheterogeneityYLandLabsenceLofLcorrelationLbetweenLphenotypeLandLtypeLofL
mutationaLAmericanWJournalWofWHumanWGeneticsYL1999YLihYLlkg-lg

11 90

27 xvaluationLofLmutationLscreeningLbyLheteroduplexLanalysisLinLacuteLintermittentLporphyriamL
comparisonLwithLdenaturingLgradientLgelLelectrophoresisaLClinicaWChimicaWActaYL1999YLejlYLdff-gf 6.2 13

26 βewLmutationsLofLtheLhydroxymethylbilaneLsynthaseLgeneLinLzermanLpatientsLwithLacuteL
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