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85 StructuralLvariationLofLchromosomesLinLautismLspectrumLdisorderaLAmericangJournalgofgHumang
GeneticsXL2008XLkeXLgjjYkk 11 1413

84 MultipleLphenotypesLinLphosphoglucomutaseLdLdeficiencyaLNewgEnglandgJournalgofgMedicineXL2014XL
fjcXLhffYge 59.2 197

83 tLPhaseLfLTrialLofLSebelipaseLtlfaLinLLysosomalLtcidLLipaseLweficiencyaLNewgEnglandgJournalgofg
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74 vonsensusLguidelinesLforLnewbornLscreeningXLdiagnosisLandLtreatmentLofLinfantileLKrabbeLdiseaseaL
OrphanetgJournalgofgRaregDiseasesXL2018XLdfXLfc 4.2 40

73 fYmethylcrotonylYvotLcarboxylaseLdeficiencymLclinicalXLbiochemicalXLenzymaticLandLmolecularL
studiesLinLkkLindividualsaLOrphanetgJournalgofgRaregDiseasesXL2012XLjXLfd 4.2 40
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71 MuddSsLdiseaseLTMtTLIbIIILdeficiencyUmLaLsurveyLofLdataLforLMtTdtLhomozygotesLandLcompoundL
heterozygotesaLOrphanetgJournalgofgRaregDiseasesXL2015XLdcXLll 4.2 33

70 VeryLlongYchainLacylYvotLdehydrogenaseLdeficiencyLinLaLpatientLwithLnormalLnewbornLscreeningLbyL
tandemLmassLspectrometryaLJournalgofgPediatricsXL2010XLdhiXLgleYg 3.6 33

69 LongYtermLsafetyLandLefficacyLofLsapropterinmLtheLPKUwOSLregistryLexperienceaLMoleculargGeneticsg
andgMetabolismXL2015XLddgXLhhjYif 3.7 32

Can H Fiˆ§icioglu

2



68 vlinicalLandLmolecularLcharacterizationLofLfiveLpatientsLwithLsuccinylYvotmfYketoacidLvotL
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PhenotypeXLtreatmentLpracticeLandLoutcomeLinLtheLcobalaminYdependentLremethylationLdisordersL
andLMTβyRLdeficiencymLwataLfromLtheLxYβOwLregistryaLJournalgofgInheritedgMetabolicgDiseaseXL2019XL
geXLfffYfhe
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64 IsolatedLneonatalLseizuresmLwhenLtoLsuspectLinbornLerrorsLofLmetabolismaLPediatricgNeurologyXL2011XL
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63 vobalaminLvLweficiencyLShowsLaLRapidlyLProgressingLMaculopathyLWithLSevereLPhotoreceptorLandL
zanglionLvellLLossL2015XLhiXLjkjhYkj 25
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galactitolXLgalactonateXLandLgalactoseLdYphosphateaLClinicalgChemistryXL2010XLhiXLddjjYke 5.5 23

61 fYMethylcrotonylYvotLcarboxylaseLdeficiencymLmetabolicLdecompensationLinLaLnoncompliantLchildL
detectedLthroughLnewbornLscreeningaLPediatricsXL2006XLddkXLehhhYi 7.4 23

60 PathogenesisLandLtreatmentLofLspineLdiseaseLinLtheLmucopolysaccharidosesaLMoleculargGeneticsgandg
MetabolismXL2016XLddkXLefeYgf 3.7 22

59 xvβSdLweficiencyLasLaLvauseLofLSevereLNeonatalLLacticLtcidosisaLJIMDgReportsXL2016XLfcXLffYfj 1.9 20

58 zenotypeYphenotypeLcorrelationsmLsuddenLdeathLinLanLinfantLwithLveryYlongYchainLacylYvotL
dehydrogenaseLdeficiencyaLJournalgofgInheritedgMetabolicgDiseaseXL2010XLffLSupplLfXLSdelYfd 5.4 20

57 vomplexLcareLofLindividualsLwithLmultipleLsulfataseLdeficiencymLvlinicalLcasesLandLconsensusL
statementaLMoleculargGeneticsgandgMetabolismXL2018XLdefXLffjYfgi 3.7 19

56
vomplexLmanagementLofLaLpatientLwithLaLcontiguousLXpddagLgeneLdeletionLinvolvingLornithineL
transcarbamylasemLaLroleLforLdetailedLmolecularLanalysisLinLcomplexLpresentationsLofLclassicalL
diseasesaLMoleculargGeneticsgandgMetabolismXL2008XLlgXLglkYhce
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TimeYofYylightLMassLSpectrometryaLClinicalgChemistryXL2019XLihXLihfYiif
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54 TtNzOemLexpandingLtheLclinicalLphenotypeLandLspectrumLofLpathogenicLvariantsaLGeneticsging
MedicineXL2019XLedXLicdYicj 8.1 18
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MoleculargGeneticsgandgMetabolismXL2005XLkgXLdheYl 3.7 17

51 LowLboneLmineralLdensityLisLaLcommonLfindingLinLpatientsLwithLhomocystinuriaaLMoleculargGeneticsg
andgMetabolismXL2016XLddjXLfhdYg 3.7 17
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50 TreatmentLoutcomeLofLcreatineLtransporterLdeficiencymLinternationalLretrospectiveLcohortLstudyaL
MetabolicgBraingDiseaseXL2018XLffXLkjhYkkg 3.9 16

49 InfantLwithLcardiomyopathymLWhenLtoLsuspectLinbornLerrorsLofLmetabolismraLWorldgJournalgofg
CardiologyXL2014XLiXLddglYhh 2.1 15

48 NewbornLscreeningLforLgalactosemiamLaLreviewLofLhLyearsLofLdataLandLauditLofLaLrevisedLreportingL
approachaLClinicalgChemistryXL2010XLhiXLgfjYgg 5.5 15

47 vlinicalLoutcomesLofLinfantsLwithLshortYchainLacylYcoenzymeLtLdehydrogenaseLdeficiencyLTSvtwwUL
detectedLbyLnewbornLscreeningaLMoleculargGeneticsgandgMetabolismXL2008XLlhXLegdYe 3.7 14

46 RetinalLStructureLinLvobalaminLvLwiseasemLMechanisticLandLTherapeuticLImplicationsaLOphthalmicg
GeneticsXL2015XLfiXLfflYgk 1.2 13

45 SevereLhXdcYmethylenetetrahydrofolateLreductaseLdeficiencyLandLtwoLMTβyRLvariantsLinLanL
adolescentLwithLprogressiveLmyoclonicLepilepsyaLPediatricgNeurologyXL2014XLhdXLeiiYjc 2.9 13

44 LongYtermLfollowYupLofLfourLpatientsLaffectedLbyLβββLsyndromeaLClinicagChimicagActaXL2012XLgdfXLddhdYh6.2 13

43 OvarianLfunctionLinLwuarteLgalactosemiaaLFertilitygandgSterilityXL2011XLliXLgilYgjfaed 4.8 13

42 xfficacyLofLearlyLtreatmentLinLpatientsLwithLcobalaminLvLdiseaseLidentifiedLbyLnewbornLscreeningmLaL
diYyearLexperienceaLGeneticsgingMedicineXL2017XLdlXLleiYlfh 8.1 12

41 tdolescentLpresentationsLofLinbornLerrorsLofLmetabolismaLJournalgofgAdolescentgHealthXL2015XLhiXLgjjYke5.8 12

40 MissedLNewbornLScreeningLvaseLofLvarnitineLPalmitoyltransferaseYIILweficiencyaLJIMDgReportsXL2017
XLffXLlfYlj 1.9 12

39 IntrafamilialLvariabilityLinLtheLclinicalLmanifestationsLofLmucopolysaccharidosisLtypeLIImLwataLfromL
theLβunterLOutcomeLSurveyLTβOSUaLAmericangJournalgofgMedicalgGeneticsugPartgAXL2018XLdjiXLfcdYfdc 2.5 11

38 SafetyLandLefficacyLofLglycerolLphenylbutyrateLforLmanagementLofLureaLcycleLdisordersLinLpatientsL
agedLemonthsLtoLeyearsaLMoleculargGeneticsgandgMetabolismXL2017XLdeeXLgiYhf 3.7 11

37 uiotinidaseLdeficiencymLtheLimportanceLofLadequateLfollowYupLforLanLinconclusiveLnewbornL
screeningLresultaLEuropeangJournalgofgPediatricsXL2005XLdigXLelkYfcd 4.1 11

36
PersonLtbilityLScoresLasLanLtlternativeLtoLNormYReferencedLScoresLasLOutcomeLMeasuresLinL
StudiesLofLNeurodevelopmentalLwisordersaLAmericangJournalgongIntellectualgandgDevelopmentalg
DisabilitiesXL2020XLdehXLgjhYgkc

2.2 11

35
tLPilotLStudyLofLyluorodeoxyglucoseLPositronLxmissionLTomographyLyindingsLinLPatientsLwithL
PhenylketonuriaLbeforeLandLduringLSapropterinLSupplementationaLJournalgofgClinicalgNeurologyg
pKoreaXL2013XLlXLdhdYi

1.7 9

34 NewLtoolsLandLapproachesLtoLnewbornLscreeningmLreadyLtoLopenLPandoraSsLboxraLJournalgofgPhysicalg
EducationgandgSportsgManagementXL2017XLfXLaccdkge 2.8 8

33 LiverLpathologyLinLinfantileLmitochondrialLwNtLdepletionLsyndromeaLPediatricgandgDevelopmentalg
PathologyXL2013XLdiXLgdhYeg 2.2 8
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32 MorbidityLandLmortalityLamongLexclusivelyLbreastfedLneonatesLwithLmediumYchainLacylYvotL
dehydrogenaseLdeficiencyaLGeneticsgingMedicineXL2016XLdkXLdfdhYdfdl 8.1 8

31 vobalaminLvLwiseaseLMissedLbyLNewbornLScreeningLinLaLPatientLwithLLowLvarnitineLLevelaLJIMDg
ReportsXL2015XLefXLjdYh 1.9 7

30 vharacteristicsLandLoutcomesLofLpatientsLwithLformiminoglutamicLaciduriaLdetectedLthroughL
newbornLscreeningaLJournalgofgInheritedgMetabolicgDiseaseXL2019XLgeXLdgcYdgi 5.4 7

29 zalactokinaseLdeficiencymLlessonsLfromLtheLzalNetLregistryaLGeneticsgingMedicineXL2021XLefXLeceYedc 8.1 7

28 ImagingLofLnonYneuronopathicLzaucherLdiseasemLrecentLadvancesLinLquantitativeLimagingLandL
comprehensiveLassessmentLofLdiseaseLinvolvementaLInsightsgIntogImagingXL2019XLdcXLjc 5.6 6

27 xffectLofLgalactoseLfreeLformulaLonLgalactoseYdYphosphateLinLtwoLinfantsLwithLclassicalL
galactosemiaaLEuropeangJournalgofgPediatricsXL2008XLdijXLhlhYi 4.1 6

26 NewbornLScreeningLforLPompeLwiseasemLPennsylvaniaLxxperienceaLInternationalgJournalgofgNeonatalg
ScreeningXL2020XLiXL 2.6 6

25 xarlyLdiagnosisLofLinfantileYonsetLlysosomalLacidLlipaseLdeficiencyLinLtheLadventLofLavailableLenzymeL
replacementLtherapyaLOrphanetgJournalgofgRaregDiseasesXL2019XLdgXLdlk 4.2 5

24 PersistentLdyslipidemiaLinLtreatmentLofLlysosomalLacidLlipaseLdeficiencyaLOrphanetgJournalgofgRareg
DiseasesXL2020XLdhXLhk 4.2 5

23
vonductingLanLinvestigatorYinitiatedLrandomizedLdoubleYblindedLinterventionLtrialLinLacuteL
decompensationLofLinbornLerrorsLofLmetabolismmLLessonsLfromLtheLNYvarbamylglutamateL
vonsortiumaLTranslationalgSciencegofgRaregDiseasesXL2018XLfXLdhjYdjc

3.3 5

22
UtilityLofLzeneticLTestingLforLvonfirmationLofLtbnormalLNewbornLScreeningLinLwisordersLofL
LongYvhainLyattyLtcidsmLtLMissedLvaseLofLvarnitineLPalmitoyltransferaseLdtLTvPTdtULweficiencyaL
InternationalgJournalgofgNeonatalgScreeningXL2017XLfXL

2.6 4

21
VeryLlongYchainLacylYvotLdehydrogenaseLdeficiencymLtheLeffectsLofLaccidentalLfatLloadingLinLaL
patientLdetectedLthroughLnewbornLscreeningaLJournalgofgInheritedgMetabolicgDiseaseXL2009XLfeLSupplL
dXLSdkjYlc

5.4 4

20 tLfalseYpositiveLnewbornLscreeningLresultmLgoatSsLmilkLacidopathyaLPediatricsXL2008XLdeeXLedcYdnL
authorLreplyLedd 7.4 4

19 PharmacokineticsLofLglycerolLphenylbutyrateLinLpediatricLpatientsLeLmonthsLtoLeLyearsLofLageLwithL
ureaLcycleLdisordersaLMoleculargGeneticsgandgMetabolismXL2018XLdehXLehdYehj 3.7 4
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uiomarkersLofLoxidativeLstressXLinflammationXLandLvascularLdysfunctionLinLinheritedLcystathionineL
˛†YsynthaseLdeficientLhomocystinuriaLandLtheLimpactLofLtaurineLtreatmentLinLaLphaseLdbeLhumanL
clinicalLtrialaLJournalgofgInheritedgMetabolicgDiseaseXL2019XLgeXLgegYgfj

5.4 3

17
TheLImportanceLofLSuccinylacetonemLTyrosinemiaLTypeLILPresentingLwithLβyperinsulinismLandL
MultiorganLyailureLyollowingLNormalLNewbornLScreeningaLInternationalgJournalgofgNeonatalg
ScreeningXL2020XLiXL

2.6 3

16 zaucherLdiseaseLstatusLandLtreatmentLassessmentmLpilotLstudyLusingLmagneticLresonanceL
spectroscopyLboneLmarrowLfatLfractionsLinLpediatricLpatientsaLClinicalgImagingXL2020XLifXLdYi 2.7 3

15 SerialLMagneticLResonanceLImagingLTMRIULinLPyruvateLwehydrogenaseLvomplexLweficiencyaLJournalg
ofgChildgNeurologyXL2020XLfhXLdfjYdgh 2.5 3
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14 trgininosuccinicLtcidLLyaseLweficiencyLMissedLbyLNewbornLScreenaLJIMDgReportsXL2017XLfgXLgfYgj 1.9 3

13 xarlyLIndicatorsLofLvreatineLTransporterLweficiencyaLJournalgofgPediatricsXL2019XLeciXLekfYekh 3.6 3

12
TransformingLtheLclinicalLoutcomeLinLvRIMYnegativeLinfantileLPompeLdiseaseLidentifiedLviaLnewbornL
screeningmLtheLbenefitsLofLearlyLtreatmentLwithLenzymeLreplacementLtherapyLandLimmuneL
toleranceLinductionaLGeneticsgingMedicineXL2021XLefXLkghYkhh

8.1 3

11 yailureLtoLThrivemLtnLxxpandedLwifferentialLwiagnosisaLJournalgofgPediatricgGeneticsXL2019XLkXLejYfe 0.7 2

10 ProviderLPerspectivesLonLtheLImpactLofLtheLvOVIwYdlLPandemicLonLNewbornLScreeningaL
InternationalgJournalgofgNeonatalgScreeningXL2021XLjXL 2.6 2

9 wiagnosticLjourneyLandLimpactLofLenzymeLreplacementLtherapyLforLmucopolysaccharidosisLIVtmLaL
siblingLcontrolLstudyaLOrphanetgJournalgofgRaregDiseasesXL2020XLdhXLffi 4.2 1

8 NeuropsychologicalLimplicationsLofLvobalaminLvLTvblvULdiseaseLinLβispanicLchildrenLdetectedL
throughLnewbornLscreeningaLAppliedgNeuropsychology:gChildXL2018XLjXLdgfYdgl 1.4 1

7 tnLkYyearYoldLgirlLwithLabdominalLpainLandLmentalLstatusLchangesaLPediatricgEmergencygCareXL2015XL
fdXLghlYie 1.4 1

6 ShouldLpatientsLwithLPhosphomannomutaseLeYvwzLTPMMeYvwzULbeLscreenedLforLadrenalL
insufficiencyraLMoleculargGeneticsgandgMetabolismXL2021XLdffXLfljYfll 3.7 1

5 xpimutationsLinLbothLtheLTxSKeLandLMMtvβvLpromotersLinLtheLxpiYcblvLinheritedLdisorderLofL
intracellularLmetabolismLofLvitaminLuaaLClinicalgEpigeneticsXL2022XLdgXLhe 7.7 1

4
PerceptionsLandLuseLofLphenylbutyrateLmetaboliteLtestingLinLureaLcycleLdisordersmLResultsLofLaL
clinicianLsurveyLandLanalysisLofLaLcentralizedLtestingLdatabaseaaLMoleculargGeneticsgandgMetabolismXL
2022XLdfhXLfhYgd

3.7 0

3 ResponseLtoLvanLRijtLetLalaLGeneticsgingMedicineXL2016XLdkXLdfeg 8.1

2 SevereLmetabolicLacidosisLinLaLnewbornLwithLanLabnormalLnewbornLscreenaLClinicalgPediatricsXL2012XL
hdXLhdkYec 1.2

1 ResponseLtoLNeelemanLetLalaLGeneticsgingMedicineXL2020XLeeXLgflYggc 8.1
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