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n Paper IF Citations

149 TheJphenotypicJspectrumJofJorganicJaciduriasJandJureaJcycleJdisordersXJPartJajJtheJinitialJ
presentationXJJournalfoffInheritedfMetabolicfDiseaseVJ2015VJchVJaZdaWeg 5.4 143

148 TheJphenotypicJspectrumJofJorganicJaciduriasJandJureaJcycleJdisordersXJPartJbjJtheJevolvingJclinicalJ
phenotypeXJJournalfoffInheritedfMetabolicfDiseaseVJ2015VJchVJaZeiWgd 5.4 135

147 wuidelinesJforJdiagnosisJandJmanagementJofJtheJcobalaminWrelatedJremethylationJdisordersJcblsVJ
cbltVJcbluVJcblvVJcblwVJcblzJandJMTxvRJdeficiencyXJJournalfoffInheritedfMetabolicfDiseaseVJ2017VJdZVJbaWdh 5.4 126

146 qJglimpseJintoJpastVJpresentVJandJfutureJtNqJsequencingXJMolecularfGeneticsfandfMetabolismVJ2013VJ
aaZVJcWbd 3.7 106

145
qutomatedJtherapyJpreparationJofJisoleucineJformulationsJusingJctJprintingJforJtheJtreatmentJofJ
MSUtjJvirstJsingleWcentreVJprospectiveVJcrossoverJstudyJinJpatientsXJInternationalfJournalfoff
PharmaceuticsVJ2019VJefgVJaahdig

6.5 91

144 srossWsectionalJstudyJofJafhJpatientsJwithJhepatorenalJtyrosinaemiaJandJimplicationsJforJclinicalJ
practiceXJOrphanetfJournalfoffRarefDiseasesVJ2014VJiVJaZg 4.2 83

143 NwSJTechnologiesJasJaJTurningJPointJinJRareJtiseaseJResearchJVJtiagnosisJandJTreatmentXJCurrentf
MedicinalfChemistryVJ2018VJbeVJdZdWdcb 4.3 67

142 tiversityJofJapproachesJtoJclassicJgalactosemiaJaroundJtheJworldjJaJcomparisonJofJdiagnosisVJ
interventionVJandJoutcomesXJJournalfoffInheritedfMetabolicfDiseaseVJ2012VJceVJaZcgWdi 5.4 67

141 weneticJandJcellularJstudiesJofJoxidativeJstressJinJmethylmalonicJaciduriaJRMMqSJcobalaminJ
deficiencyJtypeJsJRcblsSJwithJhomocystinuriaJRMMqsxsSXJHumanfMutationVJ2009VJcZVJaeehWff 4.7 67

140 SanfilippoJsyndromejJOverallJreviewXJPediatricsfInternationalVJ2015VJegVJccaWh 1.2 57

139 uvaluationJandJlongWtermJfollowWupJofJinfantsJwithJinbornJerrorsJofJmetabolismJidentifiedJinJanJ
expandedJscreeningJprogrammeXJMolecularfGeneticsfandfMetabolismVJ2011VJaZdVJdgZWe 3.7 57

138 LongWtermJfollowWupJandJoutcomeJofJphenylketonuriaJpatientsJonJsapropterinjJaJretrospectiveJ
studyXJPediatricsVJ2013VJacaVJeahhaWh 7.4 54

137 qgeJatJdiseaseJonsetJandJpeakJammoniumJlevelJratherJthanJinterventionalJvariablesJpredictJtheJ
neurologicalJoutcomeJinJureaJcycleJdisordersXJJournalfoffInheritedfMetabolicfDiseaseVJ2016VJciVJffaWfgb 5.4 42

136 OralJqdministrationJtoJNursingJWomenJofJLactobacillusJfermentumJsusTegafJPreventsJLactationalJ
MastitisJtevelopmentjJqJRandomizedJsontrolledJTrialXJBreastfeedingfMedicineVJ2017VJabVJbZbWbZi 2.1 35

135 qssessmentJofJaJtargetedJresequencingJassayJasJaJsupportJtoolJinJtheJdiagnosisJofJlysosomalJ
storageJdisordersXJOrphanetfJournalfoffRarefDiseasesVJ2014VJiVJei 4.2 35

134 wlutaricJaciduriaJtypeJyjJoutcomeJofJpatientsJwithJearlyWJversusJlateWdiagnosisXJEuropeanfJournalfoff
PaediatricfNeurologyVJ2013VJagVJchcWi 3.8 34

133 qZqTqXjJqcetazolamideJsafetyJandJefficacyJinJcerebellarJsyndromeJinJPMMbJcongenitalJdisorderJofJ
glycosylationJRPMMbWstwSXJAnnalsfoffNeurologyVJ2019VJheVJgdZWgea 9.4 32
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132 RiskJfactorsJforJdevelopingJmineralJboneJdiseaseJinJphenylketonuricJpatientsXJMolecularfGeneticsf
andfMetabolismVJ2013VJaZhVJadiWed 3.7 31

131 qJnovelJstopJmutationJinJtheJvascularJendothelialJgrowthJfactorWsJgeneJRVuwvsSJresultsJinJ
MilroyWlikeJdiseaseXJJournalfoffMedicalfGeneticsVJ2014VJeaVJdgeWh 5.8 31

130 uffectsJofJdifferentJarachidonicJacidJsupplementationJonJpsychomotorJdevelopmentJinJveryJ
pretermJinfantskJaJrandomizedJcontrolledJtrialXJNutritionfJournalVJ2015VJadVJaZa 4.3 30

129 TyrosinemiaJtypeJaJinJSpainjJmutationalJanalysisVJtreatmentJandJlongWtermJoutcomeXJPediatricsf
InternationalVJ2011VJecVJiheWi 1.2 29

128
sarglumicJacidJenhancesJrapidJammoniaJdetoxificationJinJclassicalJorganicJaciduriasJwithJaJ
favourableJriskWbenefitJprofilejJaJretrospectiveJobservationalJstudyXJOrphanetfJournalfoffRaref
DiseasesVJ2016VJaaVJcb

4.2 29

127 VitaminJandJmineralJstatusJinJpatientsJwithJhyperphenylalaninemiaXJMolecularfGeneticsfandf
MetabolismVJ2015VJaaeVJadeWeZ 3.7 28

126
PhenotypeVJtreatmentJpracticeJandJoutcomeJinJtheJcobalaminWdependentJremethylationJdisordersJ
andJMTxvRJdeficiencyjJtataJfromJtheJuWxOtJregistryXJJournalfoffInheritedfMetabolicfDiseaseVJ2019VJ
dbVJcccWceb

5.4 28

125 MucopolysaccharidosisJyVqjJtiagnosisVJTreatmentVJandJManagementXJInternationalfJournalfoff
MolecularfSciencesVJ2020VJbaVJ 6.3 27

124 UreaJcycleJdisordersJinJSpainjJanJobservationalVJcrossWsectionalJandJmulticentricJstudyJofJaZdJcasesXJ
OrphanetfJournalfoffRarefDiseasesVJ2014VJiVJahg 4.2 26

123 slinicalJandJmetabolicJfindingsJinJpatientsJwithJmethionineJadenosyltransferaseJyYyyyJdeficiencyJ
detectedJbyJnewbornJscreeningXJMolecularfGeneticsfandfMetabolismVJ2013VJaaZVJbahWba 3.7 25

122 slinicalVJgeneticVJandJtherapeuticJdiversityJinJbJpatientsJwithJsevereJmevalonateJkinaseJdeficiencyXJ
PediatricsVJ2012VJabiVJeeceWi 7.4 25

121 NewbornJscreeningJforJhomocystinuriasjJRecentJrecommendationsJversusJcurrentJpracticeXJJournalf
offInheritedfMetabolicfDiseaseVJ2019VJdbVJabhWaci 5.4 24

120 qnthropometricJcharacteristicsJandJnutritionJinJaJcohortJofJPqxWdeficientJpatientsXJClinicalfNutrition
VJ2014VJccVJgZbWag 5.9 23

119 vreeWaccessJcopyWnumberJvariantJdetectionJtoolsJforJtargetedJnextWgenerationJsequencingJdataXJ
MutationfResearchfvfReviewsfinfMutationfResearchVJ2019VJggiVJaadWabe 7 23

118 uvolutionJofJmapleJsyrupJurineJdiseaseJinJpatientsJdiagnosedJbyJnewbornJscreeningJversusJlateJ
diagnosisXJEuropeanfJournalfoffPaediatricfNeurologyVJ2015VJaiVJfebWi 3.8 22

117 sonsensusJguidelineJforJtheJdiagnosisJandJmanagementJofJmannoseJphosphateJ
isomeraseWcongenitalJdisorderJofJglycosylationXJJournalfoffInheritedfMetabolicfDiseaseVJ2020VJdcVJfgaWfic5.4 21

116 NewbornJscreeningJforJvabryJdiseaseJinJtheJnorthWwestJofJSpainXJEuropeanfJournalfoffPediatricsVJ
2017VJagfVJaZgeWaZha 4.1 21

115 TheJidentificationJofJnovelJmutationsJinJtheJbiotinidaseJgeneJusingJdenaturingJhighJpressureJliquidJ
chromatographyJRdxPLsSXJMolecularfGeneticsfandfMetabolismVJ2010VJaZZVJdbWe 3.7 21
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114 SpectrumJofJsrSJmutationsJinJafJhomocystinuricJpatientsJfromJtheJyberianJPeninsulajJhighJ
prevalenceJofJTaiaMJandJabsenceJofJybghTJorJwcZgSXJHumanfMutationVJ2003VJbbVJaZc 4.7 21

113 RecombinantJrileJSaltWStimulatedJLipaseJinJPretermJynfantJveedingjJqJRandomizedJPhaseJcJStudyXJ
PLoSfONEVJ2016VJaaVJeZaefZga 3.7 21

112
xomozygousJtruncatingJmutationJinJprenatallyJexpressedJskeletalJisoformJofJTTNJgeneJresultsJinJ
arthrogryposisJmultiplexJcongenitaJandJmyopathyJwithoutJcardiacJinvolvementXJNeuromuscularf
DisordersVJ2017VJbgVJahhWaib

2.9 20

111 TheJpXTaiaMJmutationJofJtheJsrSJgeneJisJhighlyJprevalentJamongJhomocystinuricJpatientsJfromJ
SpainVJPortugalJandJSouthJqmericaXJJournalfoffHumanfGeneticsVJ2006VJeaVJcZeWcac 4.3 20

110 MolecularJepidemiologyVJgenotypeWphenotypeJcorrelationJandJrxdJresponsivenessJinJSpanishJ
patientsJwithJphenylketonuriaXJJournalfoffHumanfGeneticsVJ2016VJfaVJgcaWdd 4.3 20

109
TransatlanticJcombinedJandJcomparativeJdataJanalysisJofJaZieJpatientsJwithJureaJcycleJdisordersWqJ
successfulJstrategyJforJclinicalJresearchJofJrareJdiseasesXJJournalfoffInheritedfMetabolicfDiseaseVJ
2019VJdbVJicWaZf

5.4 20

108 slinicalJandJmolecularJdiagnosisJofJnonWphosphomannomutaseJbJNWlinkedJcongenitalJdisordersJofJ
glycosylationJinJSpainXJClinicalfGeneticsVJ2019VJieVJfaeWfbf 4 20

107 uffectsJofJPrebioticJandJProbioticJSupplementationJonJLactaseJteficiencyJandJLactoseJyntolerancejJ
qJSystematicJReviewJofJsontrolledJTrialsXJNutrientsVJ2020VJabVJ 6.7 19

106
tevelopmentJofJelectrosprayJionizationJtandemJmassJspectrometryJmethodsJforJtheJstudyJofJaJ
highJnumberJofJurineJmarkersJofJinbornJerrorsJofJmetabolismXJRapidfCommunicationsfinfMassf
SpectrometryVJ2012VJbfVJbacaWdd

2.2 19

105 LipidJprofileJstatusJandJotherJrelatedJfactorsJinJpatientsJwithJxyperphenylalaninaemiaXJOrphanetf
JournalfoffRarefDiseasesVJ2016VJaaVJabc 4.2 19

104 RelevanceJofJurinaryJSaZZrJproteinJlevelsJasJaJshortWtermJprognosticJbiomarkerJinJasphyxiatedJ
infantsJtreatedJwithJhypothermiaXJMedicinefpUnitedfStatesrVJ2017VJifVJehdec 1.8 18

103 uffectsJofJtairyJProductJsonsumptionJonJxeightJandJroneJMineralJsontentJinJshildrenjJqJ
SystematicJReviewJofJsontrolledJTrialsXJAdvancesfinfNutritionVJ2019VJaZVJShhWSif 10 18

102 RareJVariantsJinJdhJwenesJqccountJforJdbOJofJsasesJofJupilepsyJWithJorJWithoutJ
NeurodevelopmentalJtelayJinJbdfJPediatricJPatientsXJFrontiersfinfNeuroscienceVJ2019VJacVJaace 5.1 17

101 MolecularJanalysisJofJmucopolysaccharidosisJyVqJRMorquioJqSJinJSpainXJMolecularfGeneticsfandf
MetabolismVJ2012VJaZfVJaifWbZa 3.7 17

100 MolecularJmechanismsJofJappetiteJandJobesityjJaJroleJforJbrainJqMPKXJClinicalfScienceVJ2016VJacZVJafigWgZi6.5 17

99 qJnovelJmissenseJmutationJinJwRyNbqJcausesJaJnonepilepticJneurodevelopmentalJdisorderXJ
MovementfDisordersVJ2018VJccVJiibWiii 7 16

98 TetrahydrobiopterinJtherapyJvsJphenylalanineWrestrictedJdietjJimpactJonJgrowthJinJPKUXJMolecularf
GeneticsfandfMetabolismVJ2013VJaZiVJccaWh 3.7 16

97 MolecularWgeneticJcharacterizationJandJrescueJofJaJTSvMJmutationJcausingJchildhoodWonsetJataxiaJ
andJnonobstructiveJcardiomyopathyXJEuropeanfJournalfoffHumanfGeneticsVJ2016VJbeVJaecWaef 5.3 16
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96 MolecularJepidemiologyJandJgenotypeWphenotypeJcorrelationJinJphenylketonuriaJpatientsJfromJ
SouthJSpainXJJournalfoffHumanfGeneticsVJ2013VJehVJbgiWhd 4.3 16

95 NonWalcoholicJfattyJliverJinJhereditaryJfructoseJintoleranceXJClinicalfNutritionVJ2020VJciVJdeeWdei 5.9 15

94 sostWuffectivenessJqnalysisJofJaJNationalJNewbornJScreeningJProgramJforJriotinidaseJteficiencyXJ
PediatricsVJ2015VJacfVJedbdWcb 7.4 14

93 slinicalJmanifestationsJinJfemaleJcarriersJofJmucopolysaccharidosisJtypeJyyjJaJSpanishJcrossWsectionalJ
studyXJOrphanetfJournalfoffRarefDiseasesVJ2013VJhVJib 4.2 14

92 MolecularJepidemiologyJandJrxdWresponsivenessJinJpatientsJwithJphenylalanineJhydroxylaseJ
deficiencyJfromJwaliciaJregionJofJSpainXJGeneVJ2013VJebaVJaZZWd 3.8 12

91 NewJevidenceJforJassessingJtetrahydrobiopterinJRrxRdSSJresponsivenessXJMetabolism:fClinicalfandf
ExperimentalVJ2012VJfaVJahZiWaf 12.7 12

90
PrioritizationJofJVariantsJtetectedJbyJNextJwenerationJSequencingJqccordingJtoJtheJMutationJ
ToleranceJandJMutationalJqrchitectureJofJtheJsorrespondingJwenesXJInternationalfJournalfoff
MolecularfSciencesVJ2018VJaiVJ

6.3 12

89 LongitudinalJvolumetricJandJbtJassessmentJofJcerebellarJatrophyJinJaJlargeJcohortJofJchildrenJwithJ
phosphomannomutaseJdeficiencyJRPMMbWstwSXJJournalfoffInheritedfMetabolicfDiseaseVJ2017VJdZVJgZiWgac5.4 11

88 retaineJanhydrousJinJhomocystinuriajJresultsJfromJtheJRosxJregistryXJOrphanetfJournalfoffRaref
DiseasesVJ2019VJadVJff 4.2 11

87 slinicalJandJgeneticJfeaturesJofJacJSpanishJpatientsJwithJKsNQbJmutationsXJJournalfoffHumanf
GeneticsVJ2017VJfbVJaheWahi 4.3 11

86 qrterialJstiffnessJassessmentJinJpatientsJwithJphenylketonuriaXJMedicinefpUnitedfStatesrVJ2017VJifVJeicbb1.8 11

85 TensionJpneumocephalusJinducedJbyJhighWflowJnasalJcannulaJventilationJinJaJneonateXJArchivesfoff
DiseasefinfChildhood:fFetalfandfNeonatalfEditionVJ2017VJaZbVJvagcWvage 4.7 10

84 wenotypeJandJphenotypeJcharacterizationJinJaJSpanishJcohortJwithJisovalericJacidemiaXJJournalfoff
HumanfGeneticsVJ2017VJfbVJceeWcfZ 4.3 10

83 TheJuffectJofJMorbidityJandJSexJonJPostnatalJwrowthJofJVeryJPretermJynfantsjJqJMulticenterJsohortJ
StudyXJNeonatologyVJ2019VJaaeVJcdhWced 4 10

82 NewJinsightsJinJgrowthJofJphenylketonuricJpatientsXJEuropeanfJournalfoffPediatricsVJ2015VJagdVJfeaWi 4.1 10

81 NewbornJscreeningJforJmediumWchainJacylWsoqJdehydrogenaseJdeficiencyjJregionalJexperienceJandJ
highJincidenceJofJcarnitineJdeficiencyXJOrphanetfJournalfoffRarefDiseasesVJ2013VJhVJaZb 4.2 10

80 qJselectiveJscreeningJprogramJforJtheJearlyJdetectionJofJmucopolysaccharidosisjJResultsJofJtheJ
vyNtJprojectJWJaJbWyearJfollowWupJstudyXJMedicinefpUnitedfStatesrVJ2017VJifVJefhhg 1.8 10

79 ynfantileWonsetJPompeJdiseaseJwithJneonatalJdebutjJqJcaseJreportJandJliteratureJreviewXJMedicinef
pUnitedfStatesrVJ2017VJifVJeiahf 1.8 10

(2017-2013)
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78 SimilaritiesJbetweenJacylcarnitineJprofilesJinJlargeJforJgestationalJageJnewbornsJandJobesityXJ
ScientificfReportsVJ2017VJgVJafbfg 4.9 10

77 ynbornJerrorsJofJmetabolismJinJaJneonatologyJunitjJimpactJandJlongWtermJresultsXJPediatricsf
InternationalVJ2011VJecVJacWg 1.2 10

76 PreclinicalJscreeningJforJretinopathyJofJprematurityJriskJusingJywvaJlevelsJatJcJweeksJpostWpartumXJ
PLoSfONEVJ2014VJiVJehhgha 3.7 10

75 songenitalJintestinalJatresiasJwithJmultipleJepisodesJofJsepsisjJqJcaseJreportJandJreviewJofJ
literatureXJMedicinefpUnitedfStatesrVJ2018VJigVJeaZici 1.8 9

74 ValueJofJgeneticJanalysisJforJconfirmingJinbornJerrorsJofJmetabolismJdetectedJthroughJtheJSpanishJ
neonatalJscreeningJprogramXJEuropeanfJournalfoffHumanfGeneticsVJ2019VJbgVJeefWefb 5.3 9

73 sarbohydrateJstatusJinJpatientsJwithJphenylketonuriaXJOrphanetfJournalfoffRarefDiseasesVJ2018VJacVJaZc 4.2 9

72
uarlyJNTWprorNPJlevelsJasJaJscreeningJtoolJforJtheJdetectionJofJhemodynamicallyJsignificantJpatentJ
ductusJarteriosusJduringJtheJfirstJweekJofJlifeJinJveryJlowJbirthJweightJinfantsXJJournalfoff
PerinatologyVJ2018VJchVJhhaWhhh

3.1 9

71 NonketoticJhyperglycinemiajJvunctionalJassessmentJofJmissenseJvariantsJinJwLtsJtoJunderstandJ
phenotypesJofJtheJdiseaseXJHumanfMutationVJ2017VJchVJfghWfia 4.7 8

70 uarlyJcardiacJabnormalitiesJinJobeseJchildrenJandJtheirJrelationshipJwithJadiposityXJNutritionVJ2018VJ
dfVJhcWhi 4.8 8

69 ulosulfaseJalfaJforJmucopolysaccharidosisJtypeJyVqjJRealWworldJexperienceJinJgJpatientsJfromJtheJ
SpanishJMorquioWqJearlyJaccessJprogramXJMolecularfGeneticsfandfMetabolismfReportsVJ2018VJaeVJaafWabZ 1.8 8

68 wenesJandJVariantsJUnderlyingJxumanJsongenitalJLacticJqcidosisWvromJweneticsJtoJPersonalizedJ
TreatmentXJJournalfoffClinicalfMedicineVJ2019VJhVJ 5.1 8

67 PrenatalJalcoholJexposureJandJitsJrepercussionJonJnewbornsXJJournalfoffNeonatalvPerinatalfMedicine
VJ2014VJgVJdgWed 1.3 8

66 roneJStatusJinJPatientsJwithJPhenylketonuriajJqJSystematicJReviewXJNutrientsVJ2020VJabVJ 6.7 8

65 qcylcarnitineJprofileJinJneonatalJhypoxicWischemicJencephalopathyjJTheJvalueJofJbutyrylcarnitineJasJ
aJprognosticJmarkerXJMedicinefpUnitedfStatesrVJ2019VJihVJeaebba 1.8 8

64 fRWtetrahydrobiopterinJtreatedJPKUJpatientsJbelowJdJyearsJofJagejJPhysicalJoutcomesVJnutritionJ
andJgenotypeXJMolecularfGeneticsfandfMetabolismVJ2015VJaaeVJaZWf 3.7 7

63 qJquantitativeJassessmentJofJtheJevolutionJofJcerebellarJsyndromeJinJchildrenJwithJ
phosphomannomutaseWdeficiencyJRPMMbWstwSXJOrphanetfJournalfoffRarefDiseasesVJ2017VJabVJaee 4.2 7

62 ProspectiveJandJRetrospectiveJtiagnosisJofJrarthJSyndromeJqidedJbyJNextWwenerationJSequencingXJ
AmericanfJournalfoffClinicalfPathologyVJ2016VJadeVJeZgWac 1.9 7

61 NewbornJScreeningJforJxomocystinuriaJRevealedJaJxighJvrequencyJofJMqTJyYyyyJteficiencyJinJyberianJ
PeninsulaXJJIMDfReportsVJ2015VJbZVJaacWbZ 1.9 7
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60 qrginineWguanidinoacetateWcreatineJpathwayJinJpretermJnewbornsjJcreatineJbiosynthesisJinJ
newbornsXJJournalfoffPediatricfEndocrinologyfandfMetabolismVJ2013VJbfVJecWfZ 1.6 7

59 NeonatalJlethalJhypophosphatasiajJqJcaseJreportJandJreviewJofJliteratureXJMedicinefpUnitedfStatesrVJ
2018VJigVJeacbfi 1.8 7

58 rMPhJandJactivatedJbrownJadiposeJtissueJinJhumanJnewbornsXJNaturefCommunicationsVJ2021VJabVJebgd 17.4 7

57 ProteomicJqnalysisJinJMorquioJqJsellsJTreatedJwithJymmobilizedJunzymaticJReplacementJTherapyJ
onJNanostructuredJLipidJSystemsXJInternationalfJournalfoffMolecularfSciencesVJ2019VJbZVJ 6.3 6

56 uvaluationJofJcarnitineJdeficitJinJveryJlowJbirthJweightJpretermJnewbornsJsmallJforJtheirJgestationalJ
ageXJJournalfoffMaternalvFetalfandfNeonatalfMedicineVJ2016VJbiVJiccWg 2 6

55 LongWtermJpharmacologicalJmanagementJofJphenylketonuriaVJincludingJpatientsJbelowJtheJageJofJdJ
yearsXJJIMDfReportsVJ2012VJbVJiaWf 1.9 6

54 uffectsJofJNutritionalJuducationJynterventionsJonJMetabolicJRiskJinJshildrenJandJqdolescentsjJqJ
SystematicJReviewJofJsontrolledJTrialsXJNutrientsVJ2019VJabVJ 6.7 6

53 uvolutionJofJtyrosinemiaJtypeJaJdiseaseJinJpatientsJtreatedJwithJnitisinoneJinJSpainXJMedicinef
pUnitedfStatesrVJ2019VJihVJeagcZc 1.8 6

52
RetrospectiveJstudyJtoJidentifyJriskJfactorsJforJchronicJkidneyJdiseaseJinJchildrenJwithJcongenitalJ
solitaryJfunctioningJkidneyJdetectedJbyJneonatalJrenalJultrasoundJscreeningXJMedicinefpUnitedf
StatesrVJ2018VJigVJeaahai

1.8 6

51
sohortJstudyJshowedJthatJgrowthJrateJincrementJhasJnotJbeenJenoughJtoJpreventJgrowthJ
retardationJofJpretermJinfantsJandJraisedJconcernsJaboutJunbalancedJgrowthXJActafPaediatricauf
InternationalfJournalfoffPaediatricsVJ2019VJaZhVJagicWahZZ

3.1 5

50 ynfluenceJofJphenylketonuriaQsJdietJonJdimethylatedJargininesJandJmethylationJcycleXJMedicinef
pUnitedfStatesrVJ2017VJifVJegcib 1.8 5

49 MicronutrientJinJhyperphenylalaninemiaXJDatafinfBriefVJ2015VJdVJfadWba 1.2 5

48 NutritionalJpracticesJinJveryJlowJbirthJweightJinfantsjJaJnationalJsurveyXJNutricionfHospitalariaVJ2017VJ
cdVJaZfgWaZgb 1 5

47
PotentialJprotectiveJroleJofJendogenousJglutamateWoxaloacetateJtransaminaseJagainstJglutamateJ
excitotoxicityJinJfetalJhypoxicWischaemicJasphyxiaXJDevelopmentalfMedicinefandfChildfNeurologyVJ
2016VJehVJegWfb

3.3 5

46 UmbilicalJcordJandJvisceralJhemangiomasJdiagnosedJinJtheJneonatalJperiodjJqJcaseJreportJandJaJ
reviewJofJtheJliteratureXJMedicinefpUnitedfStatesrVJ2016VJieVJeeaif 1.8 5

45 tiscoveryJofJriomarkerJPanelsJforJNeuralJtysfunctionJinJynbornJurrorsJofJqminoJqcidJMetabolismXJ
ScientificfReportsVJ2019VJiVJiabh 4.9 4

44 uffectsJofJLsWPUvqJSupplementationJinJPatientsJwithJPhenylketonuriajJqJSystematicJReviewJofJ
sontrolledJTrialsXJNutrientsVJ2019VJaaVJ 6.7 4

43 TheJearlyJdetectionJofJSallaJdiseaseJthroughJsecondWtierJtestsJinJnewbornJscreeningjJhowJtoJfaceJ
incidentalJfindingsXJEuropeanfJournalfoffMedicalfGeneticsVJ2014VJegVJebgWca 2.6 4

(2014-2013)

7



42 roneWSpecificJtrugJteliveryJforJOsteoporosisJandJRareJSkeletalJtisordersXJCurrentfOsteoporosisf
ReportsVJ2020VJahVJeaeWebe 5.4 4

41 MetabolicJroneJtiseaseJofJPrematurityjJRiskJvactorsJandJqssociatedJShortWTermJOutcomesXJ
NutrientsVJ2020VJabVJ 6.7 4

40 xumanJMilkJsoncentrationsJofJMineralsVJussentialJandJToxicJTraceJulementsJandJqssociationJwithJ
SelectiveJMedicalVJSocialVJtemographicJandJunvironmentalJvactorsXJNutrientsVJ2021VJacVJ 6.7 4

39 ydentificationJandJsharacterizationJofJNewJVariantsJinJweneJuxpandsJtheJslinicalJSpectrumJ
qssociatedJwithJMitochondrialJsomplexJyJteficiencyXJJournalfoffClinicalfMedicineVJ2019VJhVJ 5.1 3

38
unzymeWLoadedJwelJsoreJNanostructuredJLipidJsarriersJtoJymproveJTreatmentJofJLysosomalJ
StorageJtiseasesjJvormulationJandJynJVitroJsellularJStudiesJofJulosulfaseJqlfaWLoadedJSystemsXJ
PharmaceuticsVJ2019VJaaVJ

6.4 3

37 sharacterizationJofJNewJProteomicJriomarkerJsandidatesJinJMucopolysaccharidosisJTypeJyVqXJ
InternationalfJournalfoffMolecularfSciencesVJ2020VJbbVJ 6.3 3

36 PlasmaJProteomicJqnalysisJinJMorquioJqJtiseaseXJInternationalfJournalfoffMolecularfSciencesVJ2021VJ
bbVJ 6.3 3

35 TheJympactJofJPostnatalJSystemicJSteroidsJonJtheJwrowthJofJPretermJynfantsjJqJMulticenterJsohortJ
StudyXJNutrientsVJ2019VJaaVJ 6.7 3

34 PattRecjJqnJeasyWtoWuseJsNVJdetectionJtoolJoptimizedJforJtargetedJNwSJassaysJwithJdiagnosticJ
purposesXJGenomicsVJ2020VJaabVJabdeWabef 4.3 3

33 ReplyJletterJtoJLsafetyJofJSqRSWsovWbJvaccinesJadministrationJforJadultJpatientsJwithJhereditaryJ
fructoseJintoleranceLXJHumanfVaccinesfandfImmunotherapeuticsVJ2021VJaWb 4.4 3

32 TowardsJtheJautomatedJeconomicJassessmentJofJnewbornJscreeningJforJrareJdiseasesXJJournalfoff
BiomedicalfInformaticsVJ2019VJieVJaZcbaf 10.2 2

31 TransitionJfromJpaediatricJcareJtoJadultJcareJforJpatientsJwithJmucopolysaccharidosisXJRevistaf
ClinicafEspanolaVJ2018VJbahVJagWba 0.7 2

30 KneeJdislocationJinJtheJdeliveryJroomXJJournalfoffPediatricsVJ2014VJafeVJhga 3.6 2

29 qJnewJcaseJofJmaternalJphenylketonuriaJtreatedJwithJsapropterinJdihydrochlorideJRfRWrxdSXJ
GynecologicalfEndocrinologyVJ2014VJcZVJfiaWc 2.4 2

28 RelevanceJofJexpandedJneonatalJscreeningJofJmediumWchainJacylJcoWaJdehydrogenaseJdeficiencyjJ
outcomeJofJaJdecadeJinJgaliciaJRSpainSXJJIMDfReportsVJ2011VJaVJacaWf 1.9 2

27 wlycogenJStorageJtiseaseJTypeJyajJsurrentJManagementJOptionsVJrurdenJandJUnmetJNeedsXJ
NutrientsVJ2021VJacVJ 6.7 2

26 qutomatedJgenerationJofJdecisionWtreeJmodelsJforJtheJeconomicJassessmentJofJinterventionsJforJ
rareJdiseasesJusingJtheJRatiOSJontologyXJJournalfoffBiomedicalfInformaticsVJ2020VJaaZVJaZcefc 10.2 2

25 RapidJPhenotypeWtrivenJweneJSequencingJwithJtheJNeoSeqJPaneljJqJtiagnosticJToolJforJsriticallyJyllJ
NewbornsJwithJSuspectedJweneticJtiseaseXJJournalfoffClinicalfMedicineVJ2020VJiVJ 5.1 2
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24
roneJMineralJtensityVJrodyJsompositionVJandJMetabolicJxealthJofJVeryJLowJrirthJWeightJynfantsJ
vedJinJxospitalJvollowingJsurrentJMacronutrientJRecommendationsJduringJtheJvirstJcJYearsJofJLifeXJ
NutrientsVJ2021VJacVJ

6.7 2

23 TreatmentJadherenceJinJtyrosinemiaJtypeJaJpatientsXJOrphanetfJournalfoffRarefDiseasesVJ2021VJafVJbef 4.2 2

22 tiagnosisJandJfollowWupJofJpatientsJwithJxunterJsyndromeJinJSpainjJqJtelphiJconsensusXJMedicinef
pUnitedfStatesrVJ2018VJigVJeaabdf 1.8 2

21 xepaticJdamageJandJglutamateJoxaloacetateJtransaminaseJelevationsJduringJfetalJasphyxiaXJ
DevelopmentalfMedicinefandfChildfNeurologyVJ2017VJeiVJbccWbcd 3.3 1

20 xomeJbirthsjJqJgrowingJphenomenonJwithJpotentialJrisksXJAnalesfDefPediatrˆ›afpEnglishfEditionrVJ
2020VJicVJbffXeaWbffXef 0.4 1

19 slinicalJUtilityJofJwenotypingJinJshildrenJwithJSuspectedJvunctionalJwastrointestinalJtisorderXJ
NutrientsVJ2020VJabVJ 6.7 1

18 NewbornJscreeningJforJmetabolicJdisordersJinJSpainJandJworldwideXJAnalesfDefPediatrˆ›afpEnglishf
EditionrVJ2019VJiaVJabheXaWabheXad 0.4 1

17 ProgressiveJheterotopicJossificationjJtheJarduousnessJofJanJaccurateJdiagnosisXJJournalfoffPediatrics
VJ2014VJafdVJbZcWd 3.6 1

16 LetterJtoJtheJeditorJconcerningJtheJarticleJQSafetyJofJvaccinesJadministrationJinJhereditaryJfructoseJ
intoleranceQXJHumanfVaccinesfandfImmunotherapeuticsVJ2021VJagVJbeicWbeid 4.4 1

15 TraceJelementsJinJdriedJbloodJspotsJasJpotentialJdiscriminatingJfeaturesJforJmetabolicJdisorderJ
diagnosisJinJnewbornsXJMetallomicsVJ2021VJacVJ 4.5 1

14 VbcbtJmutationJinJpatientsJwithJcysticJfibrosisjJNotJsoJrareVJnotJsoJmildXJMedicinefpUnitedfStatesrVJ
2018VJigVJeaacig 1.8 1

13 SedoanalgesiaJenJlasJunidadesJneonatalesXJAnalesfDefPediatrˆ›aVJ2021VJieVJabfXeaWabfXeaa 0.2 1

12 TheJclinicalJandJbiochemicalJhallmarksJgenerallyJassociatedJwithJwLUTatSJmayJbeJcausedJbyJ
defectsJinJgenesJotherJthanJSLsbqaXXJClinicalfGeneticsVJ2022VJ 4 1

11 viftyJyearsJofJneonatalJscreeningJforJcongenitalJdiseasesJinJSpainXJAnalesfDefPediatrˆ›afpEnglishf
EditionrVJ2019VJiZVJbZeWbZf 0.4 0

10 qsymmetricJdimethylarginineJasJaJpotentialJbiomarkerJforJmanagementJandJfollowWupJofJ
phenylketonuriaXJEuropeanfJournalfoffPediatricsVJ2019VJaghVJiZcWiaa 4.1 0

9 slinicalJfeaturesJandJhealthWrelatedJqualityJofJlifeJinJadultJpatientsJwithJmucopolysaccharidosisJyVqjJ
theJSpanishJexperienceXJOrphanetfJournalfoffRarefDiseasesVJ2021VJafVJdfd 4.2 0

8 SedoanalgesiaJinJneonatalJunitsXJAnalesfDefPediatrˆ›afpEnglishfEditionrVJ2021VJieVJabfXeaWabfXeaa 0.4 0

7 RapidJMolecularJtiagnosisJofJweneticallyJynheritedJNeuromuscularJtisordersJUsingJ
NextWwenerationJSequencingJTechnologiesXJJournalfoffClinicalfMedicineVJ2022VJaaVJbgeZ 5.1 0

(2022-2021)
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6 UtilityJofJboneJturnoverJmarkersJinJmetabolicJboneJdiseaseJdetectionJinJpatientsJwithJ
phenylketonuriaXJMedicinafClˆ›nicafpEnglishfEditionrVJ2015VJaddVJaicWaig 0.3

5 timethylargininesJasJbiomarkersJforJtheJkidneyJtransplantJmanagementJinJmethylmalonicJaciduriaXJ
NephrologyVJ2015VJbZVJegfWi 2.2

4 TransocularJtopplerJultrasonographyJofJtheJcentralJretinalJarteryJisJnotJanJeffectiveJmethodJforJ
earlyJdiagnosisJofJretinopathyJofJprematurityXJJournalfoffNeonatalvPerinatalfMedicineVJ2009VJbVJafcWafg 1.3

3 PerinatalJpalliativeJcareXXJAnalesfDefPediatrˆ›afpEnglishfEditionrVJ2022VJifVJfZXeaWfZXea 0.4

2 RecommendationsJonJtheJskillsJprofileJandJstandardsJofJtheJneonatalJtransportJsystemJinJSpainXJ
AnalesfDefPediatrˆ›afpEnglishfEditionrVJ2021VJidVJdbZXeaWdbZXeaa 0.4

1 TranscriptomicJanalysisJofJpatientsJwithJclinicalJsuspicionJofJmaturityWonsetJdiabetesJofJtheJyoungJ
RMOtYSJwithJaJnegativeJgeneticJdiagnosisXXJOrphanetfJournalfoffRarefDiseasesVJ2022VJagVJaZe 4.2
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