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441 mFphaseFuuUuuuFclinicalFstudyFofFenzymeFreplacementFtherapyFwithFidursulfaseFinF
mucopolysaccharidosisFuuFNtunterFsyndromeOTFGeneticsdindMedicineRF2006RFdRFZbaScY 8.1 416

440
qnzymeFreplacementFtherapyFforFmucopolysaccharidosisFçufFaFphaseFYRFrandomizedRFdoubleSblindRF
placeboScontrolledRFmultinationalFstudyFofFrecombinantFhumanFzSacetylgalactosamineFZSsulfataseF
NrecombinantFhumanFarylsulfataseFnForFrhmSnOFandFfollowSonRFopenSlabelFextensionFstudyTFJournald
ofdPediatricsRF2006RFWZdRFaYYSaYe

3.6 297

439 áreatmentFofFrabryMsFpiseaseFwithFtheFPharmacologicFohaperoneFyigalastatTFNewdEnglanddJournald
ofdMedicineRF2016RFYcaRFaZaSaa 59.2 254

438 qnzymeFreplacementFtherapyFwithFagalsidaseFalfaFinFpatientsFwithFrabryMsFdiseasefFanFanalysisFofF
registryFdataTFLancetqdTheRF2009RFYcZRFWedbSeb 40 212

437 ®ecognitionFandFdiagnosisFofFmucopolysaccharidosisFuuFNtunterFsyndromeOTFPediatricsRF2008RFWXWRFeYccSdb7.4 211

436 zaturalFcourseFofFrabryFdiseasefFchangingFpatternFofFcausesFofFdeathFinFrOSFSFrabryFOutcomeF
SurveyTFJournaldofdMedicaldGeneticsRF2009RFZbRFaZdSaX 5.8 206

435 yanagementFguidelinesFforFmucopolysaccharidosisFçuTFPediatricsRF2007RFWXVRFZVaSWd 7.4 182

434
xongStermFfollowSupFofFenduranceFandFsafetyFoutcomesFduringFenzymeFreplacementFtherapyFforF
mucopolysaccharidosisFçufFrinalFresultsFofFthreeFclinicalFstudiesFofFrecombinantFhumanF
zSacetylgalactosamineFZSsulfataseTFMoleculardGeneticsdanddMetabolismRF2008RFeZRFZbeSZca

3.7 181

433 oardiacFdiseaseFinFpatientsFwithFmucopolysaccharidosisfFpresentationRFdiagnosisFandFmanagementTF
JournaldofdInheriteddMetabolicdDiseaseRF2011RFYZRFWWdYSec 5.4 175

432
pirectFcomparisonFofFmeasuresFofFenduranceRFmobilityRFandFjointFfunctionFduringF
enzymeSreplacementFtherapyFofFmucopolysaccharidosisFçuFNyaroteauxSxamyFsyndromeOfFresultsF
afterFZdFweeksFinFaFphaseFXFopenSlabelFclinicalFstudyFofFrecombinantFhumanFzSacetylgalactosamineF
ZSsulfataseTFPediatricsRF2005RFWWaRFebdWSe

7.4 172

431 xongStermRFopenSlabeledFextensionFstudyFofFidursulfaseFinFtheFtreatmentFofFtunterFsyndromeTF
GeneticsdindMedicineRF2011RFWYRFeaSWVW 8.1 156

430
qfficacyFandFsafetyFofFenzymeFreplacementFtherapyFwithFnyzFWWVFNelosulfaseFalfaOFforFyorquioFmF
syndromeFNmucopolysaccharidosisFuçmOfFaFphaseFYFrandomisedFplaceboScontrolledFstudyTFJournaldofd
InheriteddMetabolicdDiseaseRF2014RFYcRFeceSeV

5.4 152

429 yagneticFresonanceFimagingFfindingsFinFtunterFsyndromeTFActadPaediatricaqdInternationaldJournaldofd
PaediatricsRF2008RFecRFbWSd 3.1 147

428 PrimaryFrenalFhypoplasiaFinFhumansFandFmiceFwithFPmíXFmutationsfFevidenceFofFincreasedF
apoptosisFinFfetalFkidneysFofFPaxXNWzeuOFQUSFmutantFmiceTFHumandMoleculardGeneticsRF2000RFeRFWSWW 5.6 147

427 áheFáPaYFmutationRF®YYctRFisFassociatedFwithFxiSrraumeniFandFxiSrraumeniSlikeFsyndromesFinF
nrazilianFfamiliesTFCancerdLettersRF2007RFXZaRFebSWVX 9.9 144

426 yultidisciplinaryFmanagementFofFtunterFsyndromeTFPediatricsRF2009RFWXZRFeWXXdSYe 7.4 137

425 zeurologicFfindingsFinFyachadoSvosephFdiseasefFrelationFwithFdiseaseFdurationRFsubtypesRFandF
NomsOnTFArchivesdofdNeurologyRF2001RFadRFdeeSeVZ 132
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424 unitialFreportFfromFtheFtunterFOutcomeFSurveyTFGeneticsdindMedicineRF2008RFWVRFaVdSWb 8.1 131

423 qpidemiologyFofFmucopolysaccharidosesTFMoleculardGeneticsdanddMetabolismRF2017RFWXWRFXXcSXZV 3.7 128

422 áheFnaturalFhistoryFofFjuvenileForFsubacuteFsyXFgangliosidosisfFXWFnewFcasesFandFliteratureFreviewF
ofFWYZFpreviouslyFreportedTFPediatricsRF2006RFWWdRFeWaaVSbX 7.4 126

421 yucopolysaccharidosisFuRFuuRFandFçufFnriefFreviewFandFguidelinesFforFtreatmentTFGeneticsdandd
MoleculardBiologyRF2010RFYYRFadeSbVZ 2 117

420 mFprospectiveRFcrossSsectionalFsurveyFstudyFofFtheFnaturalFhistoryFofFziemannSPickFdiseaseFtypeFnTF
PediatricsRF2008RFWXXRFeYZWSe 7.4 114

419
oongenitalFadrenalFhyperplasiaFdueFtoFXWShydroxylaseFdeficiencyfFzewbornFscreeningFandFitsF
relationshipFtoFtheFdiagnosisFandFtreatmentFofFtheFdisorderTFScreening:dJournaldofdthedInternationald
SocietydofdNeonataldScreeningRF1993RFXRFWVaSWYe

112

418
áhresholdFeffectFofFurinaryFglycosaminoglycansFandFtheFwalkFtestFasFindicatorsFofFdiseaseF
progressionFinFaFsurveyFofFsubjectsFwithFyucopolysaccharidosisFçuFNyaroteauxSxamyFsyndromeOF
2005RFWYZmRFWZZSaV

111

417 áheFvalidationFofFpharmacogeneticsFforFtheFidentificationFofFrabryFpatientsFtoFbeFtreatedFwithF
migalastatTFGeneticsdindMedicineRF2017RFWeRFZYVSZYd 8.1 110

416 zovelFmutationsFofFzpFgenesFinFcomplexFuFdeficiencyFassociatedFwithFmitochondrialF
encephalopathyTFBrainRF2007RFWYVRFWdeZSeVZ 11.2 109

415 untrathecalFenzymeFreplacementFtherapyFinFaFpatientFwithFmucopolysaccharidosisFtypeFuFandF
symptomaticFspinalFcordFcompressionTFAmericandJournaldofdMedicaldGeneticsqdPartdARF2008RFWZbmRFXaYdSZZ2.5 104

414 olinicalFcourseFofFslyFsyndromeFNmucopolysaccharidosisFtypeFçuuOTFJournaldofdMedicaldGeneticsRF2016RF
aYRFZVYSWd 5.8 103

413 áheFnaturalFhistoryFofFyPSFufFglobalFperspectivesFfromFtheFyPSFuF®egistryTFGeneticsdindMedicineRF2014
RFWbRFcaeSba 8.1 102

412 áheFyorquioFmFolinicalFmssessmentFProgramfFbaselineFresultsFillustratingFprogressiveRFmultisystemicF
clinicalFimpairmentsFinFyorquioFmFsubjectsTFMoleculardGeneticsdanddMetabolismRF2013RFWVeRFaZSbW 3.7 102

411 ®espiratoryFandFsleepFdisordersFinFmucopolysaccharidosisTFJournaldofdInheriteddMetabolicdDiseaseRF
2013RFYbRFXVWSWV 5.4 98

410 yutationalFanalysisFofFWVaFmucopolysaccharidosisFtypeFçuFpatientsTFHumandMutationRF2007RFXdRFdecSeVY 4.7 98

409 mFclinicalFstudyFofFccFpatientsFwithFmucopolysaccharidosisFtypeFuuTFActadPaediatricaqdInternationald
JournaldofdPaediatricsRF2007RFebRFbYScV 3.1 97

408 olinicalFandFbiochemicalFstudyFofFXdFpatientsFwithFmucopolysaccharidosisFtypeFçuTFClinicaldGeneticsRF
2004RFbbRFXVdSWY 4 97

407 áwelveFdifferentFenzymeFassaysFonFdriedSbloodFfilterFpaperFsamplesFforFdetectionFofFpatientsFwithF
selectedFinheritedFlysosomalFstorageFdiseasesTFClinicadChimicadActaRF2006RFYcXRFedSWVX 6.2 92
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406 unternationalFguidelinesFforFtheFmanagementFandFtreatmentFofFyorquioFmFsyndromeTFAmericand
JournaldofdMedicaldGeneticsqdPartdARF2015RFWbcmRFWWSXa 2.5 86

405 áypeFnFziemannSPickFdiseasefFfindingsFatFchestFradiographyRFthinSsectionFoáRFandFpulmonaryF
functionFtestingTFRadiologyRF2006RFXYdRFYYeSZa 20.5 86

404
SafetyFandFpharmacodynamicFeffectsFofFaFpharmacologicalFchaperoneFonF˛–SgalactosidaseFmFactivityF
andFglobotriaosylceramideFclearanceFinFrabryFdiseasefFreportFfromFtwoFphaseFXFclinicalFstudiesTF
OrphanetdJournaldofdRaredDiseasesRF2012RFcRFeW

4.2 84

403
slobotriaosylceramideFisFcorrelatedFwithFoxidativeFstressFandFinflammationFinFrabryFpatientsF
treatedFwithFenzymeFreplacementFtherapyTFBiochimicadEtdBiophysicadActadrdMoleculardBasisdofd
DiseaseRF2012RFWdXXRFXXbSYX

6.9 82

402 mFsurveyFofFspinocerebellarFataxiaFinFSouthFnrazilFSFbbFnewFcasesFwithFyachadoSvosephFdiseaseRF
SomcRFSomdRForFunidentifiedFdiseaseScausingFmutationsTFJournaldofdNeurologyRF2001RFXZdRFdcVSb 5.5 79

401
petectionFofF®YYctRFaFgermlineFáPaYFmutationFpredisposingFtoFmultipleFcancersRFinFasymptomaticF
womenFparticipatingFinFaFbreastFcancerFscreeningFprogramFinFSouthernFnrazilTFCancerdLettersRF2008RF
XbWRFXWSa

9.9 78

400 xongStermFeffectivenessFofFagalsidaseFalfaFenzymeFreplacementFinFrabryFdiseasefFmFrabryFOutcomeF
SurveyFanalysisTFMoleculardGeneticsdanddMetabolismdReportsRF2015RFYRFXWSc 1.8 77

399 unvestigationFofFlysosomalFstorageFdiseasesFinFnonimmuneFhydropsFfetalisTFPrenataldDiagnosisRF2004
RFXZRFbaYSc 3.2 76

398 pevelopmentFofFaFbileFacidSbasedFnewbornFscreenFforFziemannSPickFdiseaseFtypeFoTFScienced
TranslationaldMedicineRF2016RFdRFYYcrabY 17.5 75

397 senomicFrearrangementsFinFn®omWFandFn®omXfFmFliteratureFreviewTFGeneticsdanddMoleculardBiologyRF
2009RFYXRFZYcSZb 2 72

396 áherapiesFforFtheFboneFinFmucopolysaccharidosesTFMoleculardGeneticsdanddMetabolismRF2015RFWWZRFeZSWVe3.7 70

395 udursulfaseFtreatmentFofFtunterFsyndromeFinFchildrenFyoungerFthanFbFyearsfFresultsFfromFtheF
tunterFOutcomeFSurveyTFGeneticsdindMedicineRF2011RFWYRFWVXSe 8.1 69

394 zewbornFscreeningFforFcongenitalFinfectiousFdiseasesTFEmergingdInfectiousdDiseasesRF2004RFWVRFWVbdScY 10.2 69

393 piagnosisFandFtreatmentFtrendsFinFmucopolysaccharidosisFufFfindingsFfromFtheFyPSFuF®egistryTF
EuropeandJournaldofdPediatricsRF2012RFWcWRFeWWSe 4.1 67

392 udentificationFandFcharacterizationFofFWYFnewFmutationsFinFmucopolysaccharidosisFtypeFuFpatientsTF
MoleculardGeneticsdanddMetabolismRF2003RFcdRFYcSZY 3.7 67

391 áheFroleFofFenzymeFreplacementFtherapyFinFsevereFtunterFsyndromeSanFexpertFpanelFconsensusTF
EuropeandJournaldofdPediatricsRF2012RFWcWRFWdWSd 4.1 66

390 piagnosingFmucopolysaccharidosisFuçmTFJournaldofdInheriteddMetabolicdDiseaseRF2013RFYbRFXeYSYVc 5.4 66

389
qnzymeFreplacementFtherapyFforFmucopolysaccharidosisFçufFevaluationFofFlongStermFpulmonaryF
functionFinFpatientsFtreatedFwithFrecombinantFhumanFzSacetylgalactosamineFZSsulfataseTFJournaldofd
InheriteddMetabolicdDiseaseRF2010RFYYRFaWSbV

5.4 66
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388 pevelopmentFandFtestingFofFnewFscreeningFmethodFforFkeratanFsulfateFinFmucopolysaccharidosisF
uçmTFPediatricdResearchRF2004RFaaRFaeXSc 3.2 66

387 weratanFsulphateFlevelsFinFmucopolysaccharidosesFandFmucolipidosesTFJournaldofdInheriteddMetabolicd
DiseaseRF2005RFXdRFWdcSXVX 5.4 65

386
zaturalFhistoryFandFgalsulfaseFtreatmentFinFmucopolysaccharidosisFçuFNyPSFçuRFyaroteauxSxamyF
syndromeOSSWVSyearFfollowSupFofFpatientsFwhoFpreviouslyFparticipatedFinFanFyPSFçuFSurveyFStudyTF
AmericandJournaldofdMedicaldGeneticsqdPartdARF2014RFWbZmRFWeaYSbZ

2.5 63

385
zeurocognitiveFandFsomaticFstabilizationFinFpediatricFpatientsFwithFsevereFyucopolysaccharidosisF
áypeFuFafterFaXFweeksFofFintravenousFbrainSpenetratingFinsulinFreceptorFantibodySiduronidaseF
fusionFproteinFNvalanafuspFalphaOfFanFopenFlabelFphaseFWSXFtrialTFOrphanetdJournaldofdRaredDiseasesRF
2018RFWYRFWWV

4.2 61

384 SelectiveFscreeningFofFWVRVVVFhighSriskFnrazilianFpatientsFforFtheFdetectionFofFinbornFerrorsFofF
metabolismTFEuropeandJournaldofdPediatricsRF1997RFWabRFbaVSZ 4.1 61

383 mFPhaseFXFstudyFofFmigalastatFhydrochlorideFinFfemalesFwithFrabryFdiseasefFselectionFofFpopulationRF
safetyFandFpharmacodynamicFeffectsTFMoleculardGeneticsdanddMetabolismRF2013RFWVeRFdbSeX 3.7 60

382 áheFroleFofFmethylenetetrahydrofolateFreductaseFinFacuteFlymphoblasticFleukemiaFinFaFnrazilianF
mixedFpopulationTFLeukemiadResearchRF2006RFYVRFZccSdW 2.7 60

381 ozSFinvolvementFinFrabryFdiseasefFclinicalFandFimagingFstudiesFbeforeFandFafterFWXFmonthsFofF
enzymeFreplacementFtherapyTFJournaldofdInheriteddMetabolicdDiseaseRF2004RFXcRFXXeSZV 5.4 59

380 mllelicFheterogeneityFinFtheFoOtWFgeneFexplainsFclinicalFvariabilityFinFoohenFsyndromeTFAmericand
JournaldofdHumandGeneticsRF2004RFcaRFWYdSZa 11 59

379 oorrelationFofFy®FimagingFandFy®FspectroscopyFfindingsFwithFcognitiveFimpairmentFinF
mucopolysaccharidosisFuuTFAmericandJournaldofdNeuroradiologyRF2007RFXdRFWVXeSYY 4.4 58

378 yultiSdomainFimpactFofFelosufaseFalfaFinFyorquioFmFsyndromeFinFtheFpivotalFphaseFuuuFtrialTFMoleculard
GeneticsdanddMetabolismRF2015RFWWZRFWcdSda 3.7 57

377 mFsystematicFreviewFofFtheFprevalenceFofFyorquioFmFsyndromefFchallengesFforFstudyFreportingFinF
rareFdiseasesTFOrphanetdJournaldofdRaredDiseasesRF2014RFeRFWcY 4.2 57

376 teparanFsulfateFlevelsFinFmucopolysaccharidosesFandFmucolipidosesTFJournaldofdInheriteddMetabolicd
DiseaseRF2005RFXdRFcZYSac 5.4 56

375 SerumFSWVVnFproteinFisFincreasedFinFfastingFratsTFArchivesdofdMedicaldResearchRF2006RFYcRFbdYSb 6.6 55

374 mFdoseSoptimizationFtrialFofFlaronidaseFNmldurazymeOFinFpatientsFwithFmucopolysaccharidosisFuTF
MoleculardGeneticsdanddMetabolismRF2009RFebRFWYSe 3.7 54

373 tematopoieticFStemFoellFáransplantationFforFPatientsFwithFyucopolysaccharidosisFuuTFBiologydofd
BlooddanddMarrowdTransplantationRF2017RFXYRFWceaSWdVY 4.7 53

372 unvestigationFofFoxidativeFstressFparametersFinFtreatedFphenylketonuricFpatientsTFMetabolicdBraind
DiseaseRF2006RFXWRFXdcSeb 3.9 53

371 qnzymeFreplacementFtherapyFstartedFatFbirthFimprovesFoutcomeFinFdifficultStoStreatForgansFinF
mucopolysaccharidosisFuFmiceTFMoleculardGeneticsdanddMetabolismRF2013RFWVeRFYYSZV 3.7 52
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370 zewbornFscreeningFforFmucopolysaccharidosesfFaFpilotFstudyFofFmeasurementFofF
glycosaminoglycansFbyFtandemFmassFspectrometryTFJournaldofdInheriteddMetabolicdDiseaseRF2017RFZVRFWaWSWad5.4 52

369 umpactFofFenzymeFreplacementFtherapyFandFhematopoieticFstemFcellFtransplantationFinFpatientsF
withFyorquioFmFsyndromeTFDrugdDesignqdDevelopmentdanddTherapyRF2015RFeRFWeYcSaY 4.4 52

368 umportanceFofFsurgicalFhistoryFinFdiagnosingFmucopolysaccharidosisFtypeFuuFNtunterFsyndromeOfFdataF
fromFtheFtunterFOutcomeFSurveyTFGeneticsdindMedicineRF2010RFWXRFdWbSXX 8.1 52

367 ãnderstandingFtheFnaturalFhistoryFofFsaucherFdiseaseTFAmericandJournaldofdHematologyRF2015RFeVF
SupplFWRFSbSWW 7.1 51

366 qnzymeFreplacementFtherapyFforFmucopolysaccharidosisFçufFlongStermFcardiacFeffectsFofFgalsulfaseF
Nzaglazyme´fiOFtherapyTFJournaldofdInheriteddMetabolicdDiseaseRF2013RFYbRFYdaSeZ 5.4 51

365 piagnosisFofFneuronalFceroidFlipofuscinosisFtypeFXFNoxzXFdiseaseOfFqxpertFrecommendationsFforF
earlyFdetectionFandFlaboratoryFdiagnosisTFMoleculardGeneticsdanddMetabolismRF2016RFWWeRFWbVSc 3.7 50

364 qxpressionFofFtheFdiseaseFonFfemaleFcarriersFofFíSlinkedFlysosomalFdisordersfFaFbriefFreviewTF
OrphanetdJournaldofdRaredDiseasesRF2010RFaRFWZ 4.2 50

363
qnzymeFreplacementFtherapyFforFmucopolysaccharidosisFçufFsrowthFandFpubertalFdevelopmentFinF
patientsFtreatedFwithFrecombinantFhumanFzSacetylgalactosamineFZSsulfataseTFJournaldofdPediatricd
RehabilitationdMedicineRF2010RFYRFdeSWVV

1.4 50

362 untrathecalFadministrationFofFrecombinantFhumanFzSacetylgalactosamineFZSsulfataseFtoFaFyPSFçuF
patientFwithFpachymeningitisFcervicalisTFMoleculardGeneticsdanddMetabolismRF2010RFeeRFYZbSaV 3.7 49

361 niochemicalFcharacterizationFofFchitotriosidaseFenzymefFcomparisonFbetweenFnormalFindividualsF
andFpatientsFwithFsaucherFandFwithFziemannSPickFdiseasesTFClinicaldBiochemistryRF2004RFYcRFdeYSc 3.5 49

360 pevelopmentFandFvalidationFofFaFsimpleFquestionnaireFforFtheFidentificationFofFhereditaryFbreastF
cancerFinFprimaryFcareTFBMCdCancerRF2009RFeRFXdY 4.8 48

359 slycosaminoglycansFanalysisFinFbloodFandFurineFofFpatientsFwithFmucopolysaccharidosisTFMoleculard
GeneticsdanddMetabolismRF2018RFWXaRFZZSaX 3.7 47

358 piagnosingFtunterFsyndromeFinFpediatricFpracticefFpracticalFconsiderationsFandFcommonFpitfallsTF
EuropeandJournaldofdPediatricsRF2012RFWcWRFbYWSe 4.1 46

357 OrthopedicFmanifestationsFinFpatientsFwithFmucopolysaccharidosisFtypeFuuFNtunterFsyndromeOF
enrolledFinFtheFtunterFOutcomeFSurveyTFOrthopedicdReviewsRF2010RFXRFeWb 1.2 46

356 PregnancyFoutcomeFafterFexposureFtoFmisoprostolFinFnrazilfFaFprospectiveRFcontrolledFstudyTF
ReproductivedToxicologyRF1999RFWYRFWZcSaW 3.4 46

355 qstablishmentFofFglycosaminoglycanFassaysFforFmucopolysaccharidosesTFMetabolitesRF2014RFZRFbaaSce 5.6 45

354 uncidenceFofFcysticFfibrosisFinFfiveFdifferentFstatesFofFnrazilFasFdeterminedFbyFscreeningFofF
pTraVddelRFmutationFatFtheForá®FgeneFinFnewbornsFandFpatientsTFJournaldofdCysticdFibrosisRF2008RFcRFWaSXX4.1 45

353 yucopolysaccharidosesFinFnrazilfFwhatFhappensFfromFbirthFtoFbiochemicalFdiagnosiskTFAmericand
JournaldofdMedicaldGeneticsqdPartdARF2008RFWZbmRFWcZWSc 2.5 45
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352 yucopolysacccharidosesfFrromFunderstandingFtoFtreatmentRFaFcenturyFofFdiscoveriesTFGeneticsdandd
MoleculardBiologyRF2012RFYaRFeXZSYW 2 44

351 áheFeffectFofFidursulfaseFonFgrowthFinFpatientsFwithFtunterFsyndromefFdataFfromFtheFtunterF
OutcomeFSurveyFNtOSOTFMoleculardGeneticsdanddMetabolismRF2013RFWVeRFZWSd 3.7 44

350 pesignRFbaselineFcharacteristicsRFandFearlyFfindingsFofFtheFyPSFçuFNmucopolysaccharidosisFçuOFolinicalF
SurveillanceFProgramFNoSPOTFJournaldofdInheriteddMetabolicdDiseaseRF2013RFYbRFYcYSdZ 5.4 43

349 zewbornFScreeningFforFPompeFpiseaseTFPediatricsRF2017RFWZVRFSZSSWY 7.4 43

348 xongStermFenduranceFandFsafetyFofFelosulfaseFalfaFenzymeFreplacementFtherapyFinFpatientsFwithF
yorquioFmFsyndromeTFMoleculardGeneticsdanddMetabolismRF2016RFWWeRFWYWSZY 3.7 42

347 oonsensusFrecommendationFforFaFdiagnosticFguidelineFforFacidFsphingomyelinaseFdeficiencyTF
GeneticsdindMedicineRF2017RFWeRFebcSecZ 8.1 41

346 áreatmentFofFbrainFdiseaseFinFtheFmucopolysaccharidosesTFMoleculardGeneticsdanddMetabolismRF2017
RFWXXSRFXaSYZ 3.7 41

345 xoSySUySFbasedFassayFandFreferenceFintervalsFinFchildrenFandFadolescentsFforFoxysterolsFelevatedF
inFziemannSPickFdiseasesTFClinicaldBiochemistryRF2015RFZdRFaebSbVX 3.5 41

344 SelectiveFscreeningFforForganicFacidemiasFbyFurineForganicFacidFsoSySFanalysisFinFnrazilfFfifteenSyearF
experienceTFClinicadChimicadActaRF2009RFZVVRFccSdW 6.2 40

343 xongStermFoutcomesFofFsystemicFtherapiesFforFturlerFsyndromefFanFinternationalFmulticenterF
comparisonTFGeneticsdindMedicineRF2018RFXVRFWZXYSWZXe 8.1 39

342 ®esponseFofFwomenFwithFrabryFdiseaseFtoFenzymeFreplacementFtherapyfFcomparisonFwithFmenRF
usingFdataFfromFrOSSStheFrabryFOutcomeFSurveyTFMoleculardGeneticsdanddMetabolismRF2011RFWVYRFXVcSWZ 3.7 39

341
oauseFofFdeathFinFpatientsFwithFchronicFvisceralFandFchronicFneurovisceralFacidFsphingomyelinaseF
deficiencyFNziemannSPickFdiseaseFtypeFnFandFnFvariantOfFxiteratureFreviewFandFreportFofFnewFcasesTF
MoleculardGeneticsdanddMetabolismRF2016RFWWdRFXVbSXWY

3.7 38

340 qmergingFdrugsFforFtheFtreatmentFofFmucopolysaccharidosesTFExpertdOpiniondondEmergingdDrugsRF
2016RFXWRFeSXb 3.7 38

339 PracticalFandFreliableFenzymeFtestFforFtheFdetectionFofFmucopolysaccharidosisFuçmFNyorquioF
SyndromeFtypeFmOFinFdriedFbloodFsamplesTFClinicadChimicadActaRF2011RFZWXRFWdVaSd 6.2 38

338 udentificationFofFaFcommonFmutationFinFmucopolysaccharidosisFuçmfFcorrelationFamongFgenotypeRF
phenotypeRFandFkeratanFsulfateTFJournaldofdHumandGeneticsRF2004RFZeRFZeVSZeZ 4.3 38

337 SixFnovelFbetaSgalactosidaseFgeneFmutationsFinFnrazilianFpatientsFwithFsyWSgangliosidosisTFHumand
MutationRF1999RFWYRFZVWSe 4.7 38

336 áenFyearsFofFtheFtunterFOutcomeFSurveyFNtOSOfFinsightsRFachievementsRFandFlessonsFlearnedFfromFaF
globalFpatientFregistryTFOrphanetdJournaldofdRaredDiseasesRF2017RFWXRFdX 4.2 37

335 ®ecommendationsFforFtheFmanagementFofFyPSFuçmfFsystematicFevidenceSFandFconsensusSbasedF
guidanceTFOrphanetdJournaldofdRaredDiseasesRF2019RFWZRFWYc 4.2 36

(2019-2012)
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334 xongStermFexperienceFwithFenzymeFreplacementFtherapyFNq®áOFinFyPSFuuFpatientsFwithFaFsevereF
phenotypefFanFinternationalFcaseFseriesTFJournaldofdInheriteddMetabolicdDiseaseRF2014RFYcRFdXYSe 5.4 36

333 unFvivoFgenomeFeditingFofFmucopolysaccharidosisFuFmiceFusingFtheFo®uSP®UoaseFsystemTFJournaldofd
ControlleddReleaseRF2018RFXddRFXYSYY 11.7 36

332
qfficacyFofFtheFpharmacologicFchaperoneFmigalastatFinFaFsubsetFofFmaleFpatientsFwithFtheFclassicF
phenotypeFofFrabryFdiseaseFandFmigalastatSamenableFvariantsfFdataFfromFtheFphaseFYFrandomizedRF
multicenterRFdoubleSblindFclinicalFtrialFandFextensionFstudyTFGeneticsdindMedicineRF2019RFXWRFWedcSWeec

8.1 34

331 OxidativeFstressFandFinflammationFinFmucopolysaccharidosisFtypeFuçmFpatientsFtreatedFwithFenzymeF
replacementFtherapyTFBiochimicadEtdBiophysicadActadrdMoleculardBasisdofdDiseaseRF2015RFWdaXRFWVWXSe 6.9 34

330 qnzymeF®eplacementFáherapyFinFyucopolysaccharidosisFuuFPatientsFãnderFWFóearFofFmgeTFJIMDd
ReportsRF2014RFWZRFeeSWWY 1.9 33

329
mFmultinationalRFmultidisciplinaryFconsensusFforFtheFdiagnosisFandFmanagementFofFspinalFcordF
compressionFamongFpatientsFwithFmucopolysaccharidosisFçuTFMoleculardGeneticsdanddMetabolismRF
2012RFWVcRFWaSXZ

3.7 33

328 yigalastatFtolFreducesFglobotriaosylsphingosineFNlysoSsbYOFinFrabryFtransgenicFmiceFandFinFtheF
plasmaFofFrabryFpatientsTFPLoSdONERF2013RFdRFeacbYW 3.7 33

327 senotypeSphenotypeFrelationshipsFinFmucopolysaccharidosisFtypeFuFNyPSFuOfFunsightsFfromFtheF
unternationalFyPSFuF®egistryTFClinicaldGeneticsRF2019RFebRFXdWSXde 4 31

326 seneticFstudiesFinFaFclusterFofFmucopolysaccharidosisFtypeFçuFpatientsFinFzortheastFnrazilTFMoleculard
GeneticsdanddMetabolismRF2011RFWVZRFbVYSc 3.7 31

325
yetabolicFeffectsFandFtheFmethylenetetrahydrofolateFreductaseFNyátr®OFpolymorphismF
associatedFwithFneuralFtubeFdefectsFinFsouthernFnrazilTFBirthdDefectsdResearchdPartdA:dClinicaldandd
MoleculardTeratologyRF2004RFcVRFZaeSbY

31

324 slycosaminoglycanFlevelsFinFdriedFbloodFspotsFofFpatientsFwithFmucopolysaccharidosesFandF
mucolipidosesTFMoleculardGeneticsdanddMetabolismRF2017RFWXVRFXZcSXaZ 3.7 30

323 olinicalFoutcomesFinFidursulfaseStreatedFpatientsFwithFmucopolysaccharidosisFtypeFuufFYSyearFdataF
fromFtheFhunterFoutcomeFsurveyFNtOSOTFOrphanetdJournaldofdRaredDiseasesRF2017RFWXRFWbW 4.2 30

322 ohondroitinFbSSulfateFasFaFzovelFniomarkerFforFyucopolysaccharidosisFuçmFandFçuuTFJIMDdReportsRF
2014RFWbRFWaSXZ 1.9 30

321 zonSimmuneFhydropsFfetalisfFmFprospectiveFstudyFofFaYFcasesTFAmericandJournaldofdMedicaldGeneticsqd
PartdARF2013RFWbWmRFYVcdSdb 2.5 30

320 OxidativeFstressFinFpatientsFwithFmucopolysaccharidosisFtypeFuuFbeforeFandFduringFenzymeF
replacementFtherapyTFMoleculardGeneticsdanddMetabolismRF2011RFWVYRFWXWSc 3.7 30

319 êhiteFmatterFlesionsFinFrabryFdiseaseFbeforeFandFafterFenzymeFreplacementFtherapyfFaFXSyearF
followSupTFArquivosdDedNeurorPsiquiatriaRF2006RFbZRFcWWSc 1.6 30

318 xysosomalFdiseasesfFOverviewFonFcurrentFdiagnosisFandFtreatmentTFGeneticsdanddMoleculardBiologyRF
2019RFZXRFWbaSWcc 2 29

317 xongitudinalFanalysisFofFenduranceFandFrespiratoryFfunctionFfromFaFnaturalFhistoryFstudyFofF
yorquioFmFsyndromeTFMoleculardGeneticsdanddMetabolismRF2015RFWWZRFWdbSeZ 3.7 29
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316 suidelinesFforFdiagnosisFandFtreatmentFofFtunterFSyndromeFforFcliniciansFinFxatinFmmericaTFGeneticsd
anddMoleculardBiologyRF2014RFYcRFYWaSXe 2 29

315 piSsulfatedFweratanFSulfateFasFaFzovelFniomarkerFforFyucopolysaccharidosisFuuRFuçmRFandFuçnTFJIMDd
ReportsRF2015RFXWRFWSWY 1.9 29

314 seneticFcausesFofFintellectualFdisabilityFinFaFbirthFcohortfFaFpopulationSbasedFstudyTFAmericand
JournaldofdMedicaldGeneticsqdPartdARF2015RFWbcRFWXVZSWZ 2.5 28

313 qarlyFhematopoieticFstemFcellFtransplantationFinFaFpatientFwithFsevereFmucopolysaccharidosisFuufFmF
c´ yearsFfollowSupTFMoleculardGeneticsdanddMetabolismdReportsRF2017RFWXRFbXSbd 1.8 28

312 PrevalenceFofFtheFn®omWFfounderFmutationFcTaXbbdupinFnrazilianFindividualsFatSriskFforFtheF
hereditaryFbreastFandFovarianFcancerFsyndromeTFHereditarydCancerdindClinicaldPracticeRF2011RFeRFWX 2.3 28

311
unductionFofFlipidFperoxidationFandFdecreaseFofFantioxidantFdefensesFinFsymptomaticFandF
asymptomaticFpatientsFwithFíSlinkedFadrenoleukodystrophyTFInternationaldJournaldofdDevelopmentald
NeuroscienceRF2007RFXaRFZZWSZ

2.7 28

310 ProtractedFcourseFofFwrabbeFdiseaseFinFanFadultFpatientFbearingFaFnovelFmutationTFArchivesdofd
NeurologyRF1999RFabRFWVWZSc 28

309 xaronidaseSfunctionalizedFmultipleSwallFlipidScoreFnanocapsulesfFpromisingFformulationFforFaFmoreF
effectiveFtreatmentFofFmucopolysaccharidosisFtypeFuTFPharmaceuticaldResearchRF2015RFYXRFeZWSaZ 4.5 27

308 zeurologicalFmanifestationsFofFlysosomalFdisordersFandFemergingFtherapiesFtargetingFtheFozSTFThed
LancetdChilddanddAdolescentdHealthRF2018RFXRFabSbd 14.5 27

307
zovelFheparanFsulfateFassayFbyFusingFautomatedFhighSthroughputFmassFspectrometryfFmpplicationF
toFmonitoringFandFscreeningFforFmucopolysaccharidosesTFMoleculardGeneticsdanddMetabolismRF2014RF
WWYRFeXSe

3.7 27

306 SleepFabnormalitiesFinFuntreatedFpatientsFwithFmucopolysaccharidosisFtypeFçuTFAmericandJournaldofd
MedicaldGeneticsqdPartdARF2011RFWaamRFWaZbSaW 2.5 27

305 áheFnaturalFhistoryFofFgrowthFinFpatientsFwithFtunterFsyndromefFpataFfromFtheFtunterFOutcomeF
SurveyFNtOSOTFMoleculardGeneticsdanddMetabolismRF2016RFWWcRFZYdSZb 3.7 27

304 ®elativeFfrequencyFandFestimatedFminimalFfrequencyFofFxysosomalFStorageFpiseasesFinFnrazilfF
®eportFfromFaF®eferenceFxaboratoryTFGeneticsdanddMoleculardBiologyRF2017RFZVRFYWSYe 2 26

303
mFmulticenterRFopenSlabelFstudyFevaluatingFsafetyFandFclinicalFoutcomesFinFchildrenFNWTZScTaFyearsOF
withFtunterFsyndromeFreceivingFidursulfaseFenzymeFreplacementFtherapyTFGeneticsdindMedicineRF
2014RFWbRFZYaSZW

8.1 26

302 qvidenceFofFaFprogressiveFmotorFdysfunctionFinFyucopolysaccharidosisFtypeFuFmiceTFBehaviourald
BraindResearchRF2012RFXYYRFWbeSca 3.4 26

301 zewbornFscreeningFforFlysosomalFdiseasesfFcurrentFstatusFandFpotentialFinterfaceFwithFpopulationF
medicalFgeneticsFinFxatinFmmericaTFJournaldofdInheriteddMetabolicdDiseaseRF2012RFYaRFdcWSc 5.4 25

300
oomparisonFbetweenFtheFbiochemicalFpropertiesFofFplasmaFchitotriosidaseFfromFnormalFindividualsF
andFfromFpatientsFwithFsaucherFdiseaseRFsyWSgangliosidosisRFwrabbeFdiseaseFandFheterozygotesFforF
saucherFdiseaseTFClinicaldBiochemistryRF2007RFZVRFYbaSe

3.5 25

299 orá®FgenefFmolecularFanalysisFinFpatientsFfromFSouthFnrazilTFMoleculardGeneticsdanddMetabolismRF
2003RFcdRFXaeSbZ 3.7 25

(2003-2014)
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298
seneFeditingFofFyPSFuFhumanFfibroblastsFbyFcoSdeliveryFofFaFo®uSP®UoaseFplasmidFandFaFdonorF
oligonucleotideFusingFnanoemulsionsFasFnonviralFcarriersTFEuropeandJournaldofdPharmaceuticsdandd
BiopharmaceuticsRF2018RFWXXRFWadSWbb

5.7 25

297 áheFnrazilianFconsensusFonFtheFmanagementFofFPompeFdiseaseTFJournaldofdPediatricsRF2009RFWaaRFSZcSab 3.6 24

296 oognitiveFendpointsFforFtherapyFdevelopmentFforFneuronopathicFmucopolysaccharidosesfF®esultsF
ofFaFconsensusFprocedureTFMoleculardGeneticsdanddMetabolismRF2017RFWXWRFcVSce 3.7 23

295 unvestigationFofFnewbornsFwithFabnormalFresultsFinFaFnewbornFscreeningFprogramFforFfourF
lysosomalFstorageFdiseasesFinFnrazilTFMoleculardGeneticsdanddMetabolismdReportsRF2017RFWXRFeXSec 1.8 23

294 yinimalFclinicallyFimportantFdifferenceFforFtheFbSminFwalkFtestfFliteratureFreviewFandFapplicationFtoF
yorquioFmFsyndromeTFOrphanetdJournaldofdRaredDiseasesRF2017RFWXRFcd 4.2 23

293 mFcommunitySbasedFstudyFofFmucopolysaccharidosisFtypeFçuFinFnrazilfFtheFinfluenceFofFfounderF
effectRFendogamyFandFconsanguinityTFHumandHeredityRF2014RFccRFWdeSeb 1.1 23

292 niomarkersFforFtheFmucopolysaccharidosesfFdiscoveryFandFclinicalFutilityTFMoleculardGeneticsdandd
MetabolismRF2012RFWVbRFYeaSZVX 3.7 23

291 rabryFdiseaseFinFhemodialysisFpatientsFinFsouthernFnrazilfFprevalenceFstudyFandFclinicalFreportTFRenald
FailureRF2008RFYVRFdXaSYV 2.9 23

290 yolecularFcharacterizationFofFphenylketonuriaFinFSouthFnrazilTFMoleculardGeneticsdanddMetabolismRF
2003RFceRFWcSXZ 3.7 23

289 ®ecommendationsFforFclinicalFmonitoringFofFpatientsFwithFacidFsphingomyelinaseFdeficiencyF
NmSypOTFMoleculardGeneticsdanddMetabolismRF2019RFWXbRFedSWVa 3.7 23

288 PathogenesisFofFlumbarFspineFdiseaseFinFmucopolysaccharidosisFçuuTFMoleculardGeneticsdandd
MetabolismRF2012RFWVcRFWaYSbV 3.7 22

287 ®ecombinantFencapsulatedFcellsFoverexpressingFalphaSxSiduronidaseFcorrectFenzymeFdeficiencyFinF
humanFmucopolysaccharidosisFtypeFuFcellsTFCellsdTissuesdOrgansRF2012RFWeaRFYXYSe 2.1 22

286 senotypicFandFphenotypicFcharacterizationFofFnrazilianFpatientsFwithFsyWFgangliosidosisTFGeneRF
2013RFaWXRFWWYSb 3.8 21

285 mminoFacidsFlevelsFandFlipidFperoxidationFinFmapleFsyrupFurineFdiseaseFpatientsTFClinicaldBiochemistry
RF2009RFZXRFZbXSb 3.5 21

284 áheFeffectFofFxorenzoMsFoilFonFoxidativeFstressFinFíSlinkedFadrenoleukodystrophyTFJournaldofdthed
NeurologicaldSciencesRF2006RFXZcRFWacSbZ 3.2 21

283 zerveFconductionFstudiesRFelectromyographyFandFsympatheticFskinFresponseFinFrabryMsFdiseaseTF
JournaldofdthedNeurologicaldSciencesRF2003RFXWZRFXWSa 3.2 21

282 áriagemFneonatalFparaFhemoglobinopatiasfFumFestudoFpilotoFemFPortoFmlegreRF®ioFsrandeFdoFSulRF
nrasilTFCadernosdDedSaudedPublicaRF2002RFWdRFdYYSdZW 3.2 21

281 ServicesFforFtheFpreventionFandFmanagementFofFgeneticFdisordersFandFbirthFdefectsFinFdevelopingF
countriesTFPublicdHealthdGenomicsRF1999RFXRFWebSXVW 1.9 21
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280 niomoleculesFdamageFandFredoxFstatusFabnormalitiesFinFrabryFpatientsFbeforeFandFduringFenzymeF
replacementFtherapyTFClinicadChimicadActaRF2016RFZbWRFZWSb 6.2 21

279 pzmFdamageFinFrabryFpatientsfFmnFinvestigationFofFoxidativeFdamageFandFrepairTFMutationdResearchd
rdGeneticdToxicologydanddEnvironmentaldMutagenesisRF2015RFcdZScdaRFYWSb 3 20

278 PlasmaFPharmacokineticsFofFçalanafuspFmlphaRFaFtumanFunsulinF®eceptorFmntibodySuduronidaseF
rusionFProteinRFinFPatientsFwithFyucopolysaccharidosisFáypeFuTFBioDrugsRF2018RFYXRFWbeSWcb 7.9 20

277 oathepsinFnFinhibitionFattenuatesFcardiovascularFpathologyFinFmucopolysaccharidosisFuFmiceTFLifed
SciencesRF2018RFWebRFWVXSWVe 6.8 20

276 untellectualFpisabilityFinFaFnirthFoohortfFPrevalenceRFqtiologyRFandFpeterminantsFatFtheFmgeFofFZF
óearsTFPublicdHealthdGenomicsRF2016RFWeRFXeVSc 1.9 20

275 runctionalFcapacityFevaluationFofFpatientsFwithFmucopolysaccharidosisTFJournaldofdPediatricd
RehabilitationdMedicineRF2012RFaRFYcSZb 1.4 20

274
texacosanoicFandFdocosanoicFacidsFplasmaFlevelsFinFpatientsFwithFcerebralFchildhoodFandF
asymptomaticFíSlinkedFadrenoleukodystrophyfFxorenzoMsFoilFeffectTFMetabolicdBraindDiseaseRF2008RF
XYRFZYSe

3.9 20

273 yapleFsyrupFurineFdiseaseFinFtreatedFpatientsfFbiochemicalFandFoxidativeFstressFprofilesTFClinicald
BiochemistryRF2008RFZWRFYWcSXZ 3.5 20

272 mdultFderivedFmononuclearFboneFmarrowFcellsFimproveFsurvivalFinFaFmodelFofF
acetaminophenSinducedFacuteFliverFfailureFinFratsTFToxicologyRF2008RFXZcRFWSa 4.4 20

271 piagnosisFofFyucopolysaccharidosesTFDiagnosticsRF2020RFWVRF 3.8 20

270 unterleukinSWaFfavorsFtheFexpansionFofFcentralFmemoryFopdQFáFcellsFinFexFvivoFgeneratedRF
antileukemiaFhumanFcytotoxicFáFlymphocyteFlinesTFJournaldofdImmunotherapyRF2008RFYWRFYdaSeY 5 19

269 ribroblastsFofFskinFfragmentsFasFaFtoolFforFtheFinvestigationFofFgeneticFdiseasesfFtechnicalF
recommendationsTFGeneticsdanddMoleculardBiologyRF2000RFXYRFXbeSXcW 2 19

268 ®ecommendationsFforFtheFmanagementFofFyPSFçufFsystematicFevidenceSFandFconsensusSbasedF
guidanceTFOrphanetdJournaldofdRaredDiseasesRF2019RFWZRFWWd 4.2 18

267 senomeFqditingfFPotentialFáreatmentFforFxysosomalFStorageFpiseasesTFCurrentdStemdCelldReportsRF
2015RFWRFeSWa 1.8 18

266
umpactFofFlongStermFelosulfaseFalfaFonFactivitiesFofFdailyFlivingFinFpatientsFwithFyorquioFmFsyndromeF
inFanFopenSlabelRFmultiScenterRFphaseFYFextensionFstudyTFMoleculardGeneticsdanddMetabolismRF2018RF
WXYRFWXcSWYZ

3.7 18

265 oharacterizationFofFindividualsFatFhighFriskFofFdevelopingFmelanomaFinFxatinFmmericafFbasesFforF
geneticFcounselingFinFmelanomaTFGeneticsdindMedicineRF2016RFWdRFcXcSYb 8.1 18

264 ®etroviralSvectorSmediatedFgeneFtherapyFtoFmucopolysaccharidosisFuFmiceFimprovesFsensorimotorF
impairmentsFandFotherFbehavioralFdeficitsTFJournaldofdInheriteddMetabolicdDiseaseRF2013RFYbRFZeeSaWX 5.4 18

263 piagnosticFandFtreatmentFstrategiesFinFmucopolysaccharidosisFçuTFThedApplicationdofdClinicald
GeneticsRF2015RFdRFXZaSaa 3.1 18

(2015-2016)
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262 nrainFmagneticFresonanceFimagingFfindingsFinFpatientsFwithFmucopolysaccharidosisFçuTFJournaldofd
InheriteddMetabolicdDiseaseRF2013RFYbRFYacSbX 5.4 18

261
pzmFdamageFinFleukocytesFfromFpretreatmentFmucopolysaccharidosisFtypeFuuFpatientsgFprotectiveF
effectFofFenzymeFreplacementFtherapyTFMutationdResearchdrdGeneticdToxicologydanddEnvironmentald
MutagenesisRF2011RFcXWRFXVbSWV

3 18

260 OxidativeFstressFisFinducedFinFfemaleFcarriersFofFíSlinkedFadrenoleukodystrophyTFJournaldofdthed
NeurologicaldSciencesRF2008RFXbbRFceSdY 3.2 18

259 olinicalFcharacterizationFandFriskFprofileFofFindividualsFseekingFgeneticFcounselingFforFhereditaryF
breastFcancerFinFnrazilTFJournaldofdGeneticdCounselingRF2007RFWbRFYbYScW 2.5 18

258
unFvitroFcorrectionFofFm®SmFdeficiencyFinFhumanFskinFfibroblastsFfromFmetachromaticF
leukodystrophyFpatientsFafterFtreatmentFwithFmicroencapsulatedFrecombinantFcellsTFMetabolicd
BraindDiseaseRF2008RFXYRFZbeSdZ

3.9 18

257 SomeFobservationsFonFgeneticFfactorsFinFurolithiasisTFUrologyRF1981RFWcRFYYSd 1.6 18

256 umpactFofFlongStermFelosulfaseFalfaFtreatmentFonFrespiratoryFfunctionFinFpatientsFwithFyorquioFmF
syndromeTFJournaldofdInheriteddMetabolicdDiseaseRF2016RFYeRFdYeSdZc 5.4 18

255 áheFlaboratoryFdiagnosisFofFmucopolysaccharidosisFuuuFNSanfilippoFsyndromeOfFmFchangingFlandscapeTF
MoleculardGeneticsdanddMetabolismRF2014RFWWYRFYZSZW 3.7 17

254 rabryFdiseasefFaFnewFapproachFforFtheFscreeningFofFfemalesFinFhighSriskFgroupsTFClinicaldBiochemistry
RF2014RFZcRFbacSbX 3.5 17

253 qnzymeFreplacementFtherapyFforFyucopolysaccharidosisFáypeFuFamongFpatientsFfollowedFwithinFtheF
yPSFnrazilFzetworkTFGeneticsdanddMoleculardBiologyRF2014RFYcRFXYSe 2 17

252 sSáyWRFsSááWRFandFsSáPWFpolymorphismsRFbreastFcancerFriskFfactorsFandFmammographicFdensityFinF
womenFsubmittedFtoFbreastFcancerFscreeningTFRevistadBrasileiradDedEpidemiologiaRF2012RFWaRFXZbSaa 1.3 17

251 mgeSdependentFavailabilityFandFfunctionalityFofFboneFmarrowFstemFcellsFinFanFexperimentalFmodelF
ofFacuteFandFchronicFmyocardialFinfarctionTFCelldTransplantationRF2011RFXVRFZVcSWe 4 17

250 ®ecentFmdvancesFinFáreatmentFmpproachesFofFyucopolysaccharidosisFçuTFCurrentdPharmaceuticald
BiotechnologyRF2011RFWXRFeabSbX 2.6 17

249 oonsistencyFofFselfSreportedFfirstSdegreeFfamilyFhistoryFofFcancerFinFaFpopulationSbasedFstudyTF
FamilialdCancerRF2009RFdRFWeaSXVX 3 17

248 SWVVnFcontentFandFSOpFactivityFinFamnioticFfluidFofFpregnanciesFwithFpownFsyndromeTFClinicald
BiochemistryRF2004RFYcRFWYZSc 3.5 17

247 udentificationFofFaFnovelFmutationFinFtheFm®SnFgeneFthatFisFfrequentFamongFnrazilianFyPSçuF
patientsTFGeneticdTestingdanddMoleculardBiomarkersRF2003RFcRFYZcSe 17

246 qvaluationFofFglucoseSbSphosphateFdehydrogenaseFstabilityFinFbloodFsamplesFunderFdifferentF
collectionFandFstorageFconditionsTFClinicaldChemistryRF2005RFaWRFWVdVSW 5.5 17

245 olinicalFandFlaboratorialFstudyFofFWeFcasesFofFmucopolysaccharidosesTFRevistadDodHospitaldDasd
ClinicasRF2000RFaaRFXWYSd 17
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244
SafetyFofFintrathecalFdeliveryFofFrecombinantFhumanFarylsulfataseFmFinFchildrenFwithFmetachromaticF
leukodystrophyfF®esultsFfromFaFphaseFWUXFclinicalFtrialTFMoleculardGeneticsdanddMetabolismRF2020RF
WYWRFXYaSXZZ

3.7 17

243 yolecularFandFbiochemicalFbiomarkersFforFdiagnosisFandFtherapyFmonitorizationFofFziemannSPickF
typeFoFpatientsTFInternationaldJournaldofdDevelopmentaldNeuroscienceRF2018RFbbRFWdSXY 2.7 17

242
OxidativeFandFnitrativeFstressFandFproSinflammatoryFcytokinesFinFyucopolysaccharidosisFtypeFuuF
patientsfFeffectFofFlongStermFenzymeFreplacementFtherapyFandFrelationFwithFglycosaminoglycanF
accumulationTFBiochimicadEtdBiophysicadActadrdMoleculardBasisdofdDiseaseRF2016RFWdbXRFWbVdSWb

6.9 16

241 yigalastatFimprovesFdiarrheaFinFpatientsFwithFrabryFdiseasefFclinicalSbiomarkerFcorrelationsFfromF
theFphaseFYFrmoqáSFtrialTFOrphanetdJournaldofdRaredDiseasesRF2018RFWYRFbd 4.2 16

240 oharacterizationFofFjointFdiseaseFinFmucopolysaccharidosisFtypeFuFmiceTFInternationaldJournaldofd
ExperimentaldPathologyRF2013RFeZRFYVaSWW 2.8 16

239 áheFopwzXmFpTmWZdáFvariantFisFassociatedFwithFcutaneousFmelanomaFinFSouthernFnrazilTF
ExperimentaldDermatologyRF2011RFXVRFdeVSY 4 16

238 ãsáWmWRFSxoOWnWRFandFSxoOWnYFpolymorphismsFvsTFneonatalFhyperbilirubinemiafFisFthereFanF
associationkTFPediatricdResearchRF2012RFcXRFWbeScY 3.2 16

237 zewFsxnWFmutationFinFsiblingsFwithFyorquioFtypeFnFdiseaseFpresentingFwithFmentalFregressionTF
MoleculardGeneticsdanddMetabolismRF2009RFebRFWZd 3.7 16

236 PopulationFprevalenceFofFhereditaryFbreastFcancerFphenotypesFandFimplementationFofFaFgeneticF
cancerFriskFassessmentFprogramFinFsouthernFnrazilTFGeneticsdanddMoleculardBiologyRF2009RFYXRFZZcSaa 2 16

235 OntogeneticFchangesFinFserumFSWVVnFinFpownFsyndromeFpatientsTFClinicaldBiochemistryRF2005RFYdRFZYYSa 3.5 16

234 syWFgangliosidosisfFclinicalFandFlaboratoryFfindingsFinFeightFfamiliesTFHumandGeneticsRF1985RFcVRFYZcSaZ 6.3 16

233 yucopolysaccharidosisFáypeFuTFDiagnosticsRF2020RFWVRF 3.8 15

232 ShotgunFproteomicsFrevealsFpossibleFmechanismsFforFcognitiveFimpairmentFinF
yucopolysaccharidosisFuFmiceTFMoleculardGeneticsdanddMetabolismRF2015RFWWZRFWYdSZa 3.7 15

231 untraperitonealFimplantFofFrecombinantFencapsulatedFcellsFoverexpressingFalphaSxSiduronidaseF
partiallyFcorrectsFvisceralFpathologyFinFmucopolysaccharidosisFtypeFuFmiceTFCytotherapyRF2012RFWZRFdbVSc 4.8 15

230 SevereFphenotypeFinFyPSFuuFpatientsFassociatedFwithFaFlargeFdeletionFincludingFcontiguousFgenesTF
AmericandJournaldofdMedicaldGeneticsqdPartdARF2012RFWadmRFWVaaSe 2.5 15

229 PlacentaFanalysisFofFprenatallyFdiagnosedFpatientsFrevealsFearlyFsmsFstorageFinF
mucopolysaccharidosesFuuFandFçuTFMoleculardGeneticsdanddMetabolismRF2011RFWVYRFWecSd 3.7 15

228 PopulationFanalysisFofFtheFsxnWFgeneFinFSouthFnrazilTFGeneticsdanddMoleculardBiologyRF2011RFYZRFZaSd 2 15

227 oellFmicroencapsulationfFaFpotentialFtoolFforFtheFtreatmentFofFneuronopathicFlysosomalFstorageF
diseasesTFJournaldofdInheriteddMetabolicdDiseaseRF2011RFYZRFedYSeV 5.4 15

(2011-2020)
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226 íSlinkedFadrenoleukodystrophyfFclinicalFcourseFandFminimalFincidenceFinFSouthFnrazilTFBraindandd
DevelopmentRF2010RFYXRFWdVSeV 2.2 15

225 yolecularFanalysisFofFtheFPiPúFalleleFinFpatientsFwithFliverFdiseaseTFAmericandJournaldofdMedicald
GeneticsdPartdARF2001RFWVZRFXdcSeV 15

224
ScreeningFforFgermlineFn®omWRFn®omXRFáPaYFandFotqwXFmutationsFinFfamiliesFatSriskFforFhereditaryF
breastFcancerFidentifiedFinFaFpopulationSbasedFstudyFfromFSouthernFnrazilTFGeneticsdanddMoleculard
BiologyRF2016RFYeRFXWVSXX

2 15

223 OxidativeFdamageFandFredoxFinFxysosomalFStorageFpisordersfFniochemicalFmarkersTFClinicadChimicad
ActaRF2017RFZbbRFZbSaY 6.2 14

222 qffectsFofFenzymeFreplacementFtherapyFstartedFlateFinFaFmurineFmodelFofFmucopolysaccharidosisF
typeFuTFPLoSdONERF2015RFWVRFeVWWcXcW 3.7 14

221 yicroarraySbasedFcomparativeFgenomicFhybridizationFanalysisFinFneonatesFwithFcongenitalF
anomaliesfFdetectionFofFchromosomalFimbalancesTFJornaldDedPediatriaRF2015RFeWRFaeSbc 2.6 14

220 mFusefulFmultiSanalyteFbloodFtestFforFcerebrotendinousFxanthomatosisTFClinicaldBiochemistryRF2014RF
ZcRFdbVSY 3.5 14

219 olinicalFandFbiochemicalFstudyFofFXeFnrazilianFpatientsFwithFmetachromaticFleukodystrophyTFJournald
ofdInheriteddMetabolicdDiseaseRF2010RFYYFSupplFYRFSXacSbX 5.4 14

218 zovelFmutationsFinFtheFglucocerebrosidaseFgeneFofFbrazilianFpatientsFwithFsaucherFdiseaseTFJIMDd
ReportsRF2013RFeRFcSWb 1.9 14

217 qffectsFofFcryopreservationFandFhypothermicFstorageFonFcellFviabilityFandFenzymeFactivityFinF
recombinantFencapsulatedFcellsFoverexpressingFalphaSxSiduronidaseTFArtificialdOrgansRF2010RFYZRFZYZSe 2.6 14

216 niochemicalFstudyFonFbetaSglucosidaseFinFindividualsFwithFsaucherMsFdiseaseFandFnormalFsubjectsTF
ClinicadChimicadActaRF2004RFYZYRFWZaSaY 6.2 14

215 mpplicationFofFzSpalmitoylSOSphosphocholineserineFforFdiagnosisFandFassessmentFofFresponseFtoF
treatmentFinFziemannSPickFtypeFoFdiseaseTFMoleculardGeneticsdanddMetabolismRF2020RFWXeRFXeXSYVX 3.7 14

214 umpairmentFofFnodyFsrowthFinFyucopolysaccharidosesF2012RFXVeWSXWWc 14

213 qlevationFofFglycosaminoglycansFinFtheFamnioticFfluidFofFaFfetusFwithFmucopolysaccharidosisFçuuTF
PrenataldDiagnosisRF2017RFYcRFZYaSZYe 3.2 13

212 PhaseFuFandFuuFclinicalFtrialsFforFtheFmucopolysaccharidosesTFExpertdOpiniondondInvestigationaldDrugsRF
2017RFXbRFWYYWSWYZV 5.9 13

211
SensitivityRFadvantagesRFlimitationsRFandFclinicalFutilityFofFtargetedFnextSgenerationFsequencingF
panelsFforFtheFdiagnosisFofFselectedFlysosomalFstorageFdisordersTFGeneticsdanddMoleculardBiologyRF
2019RFZXRFWecSXVb

2 13

210 mFsimpleFprotocolFforFtransfectingFhumanFmesenchymalFstemFcellsTFBiotechnologydLettersRF2018RFZVRFbWcSbXX3 13

209 nurdenFofFullnessFinFmcidFSphingomyelinaseFpeficiencyfFmF®etrospectiveFohartF®eviewFofFWVVF
PatientsTFJIMDdReportsRF2018RFZWRFWWeSWXe 1.9 13
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208 mnthropometryRFnutritionalFstatusRFandFdietaryFintakeFinFpediatricFpatientsFwithFosteogenesisF
imperfectaTFJournaldofdthedAmericandCollegedofdNutritionRF2014RFYYRFWdSXa 3.5 13

207 PathogenesisFofFmitralFvalveFdiseaseFinFmucopolysaccharidosisFçuuFdogsTFMoleculardGeneticsdandd
MetabolismRF2013RFWWVRFYWeSXd 3.7 13

206 SelectiveFscreeningFforFlysosomalFstorageFdiseasesFwithFdriedFbloodFspotsFcollectedFonFfilterFpaperF
inFZRcVVFhighSriskFcolombianFsubjectsTFJIMDdReportsRF2013RFWWRFWVcSWb 1.9 13

205 widneyFfunctionFandFXZShourFproteinuriaFinFpatientsFwithFrabryFdiseaseFduringFYbFmonthsFofF
agalsidaseFalfaFenzymeFreplacementFtherapyfFaFnrazilianFexperienceTFRenaldFailureRF2009RFYWRFccYSd 2.9 13

204 PrevalenceFofFsbPpFdeficiencyFinFnewbornsFinFtheFsouthFofFnrazilTFJournaldofdMedicaldScreeningRF
2006RFWYRFdaSb 1.4 13

203 ãniqueFfrequencyFofFknownFmutationsFinFnrazilianFyPSFuFpatientsTFAmericandJournaldofdMedicald
GeneticsdPartdARF2000RFeVRFWVdSe 13

202 teterozygousFcystinuriaFandFurinaryFlithiasisTFAmericandJournaldofdMedicaldGeneticsdPartdARF1985RFXXRFcVYSWa 13

201 ohloramphenicolFenhancesFupãmFactivityFonFfibroblastsFfromFmucopolysaccharidosisFuFpatientsTF
CurrentdPharmaceuticaldBiotechnologyRF2013RFWZRFWeZSd 2.6 13

200 morticFrootFdilatationFinFpatientsFwithFmucopolysaccharidosesFandFtheFimpactFofFenzymeF
replacementFtherapyTFHeartdanddVesselsRF2019RFYZRFXeVSXea 2.1 13

199 tydrocephalusFandFmucopolysaccharidosesfFwhatFdoFweFknowFandFwhatFdoFweFnotFknowkTFChildlsd
NervousdSystemRF2017RFYYRFWVcYSWVdV 1.7 12

198 seneFdeliveryFstrategiesFforFtheFtreatmentFofFmucopolysaccharidosesTFExpertdOpiniondondDrugd
DeliveryRF2014RFWWRFZZeSae 8 12

197 olinicalFandFmolecularFcharacterizationFofFpatientsFatFriskFforFhereditaryFmelanomaFinFsouthernF
nrazilTFJournaldofdInvestigativedDermatologyRF2008RFWXdRFZXWSa 4.3 12

196 mnFevaluationFofFfourFmethodsFforFtheFdetectionFofFheterozygousFcystinuriaTFClinicadChimicadActaRF
1987RFWbZRFXXcSYY 6.2 12

195 yucopolysaccharidosisFtypeFçuFNyaroteauxSxamyFsyndromeOfFassessmentFofFjointFmobilityFandFgripF
andFpinchFstrengthTFJornaldDedPediatriaRF2008RFdZRFWYVSa 2.6 12

194 qstimatedFbirthFprevalenceFofFmucopolysaccharidosesFinFnrazilTFAmericandJournaldofdMedicald
GeneticsqdPartdARF2020RFWdXRFZbeSZdY 2.5 12

193
xongSáermFsalsulfaseFáreatmentFmssociatedFêithFumprovedFSurvivalFofFPatientsFêithF
yucopolysaccharidosisFçuFNyaroteauxSxamyFSyndromeOfFWaSóearFrollowSãpFrromFtheFSurveyFStudyTF
FIREdForumdfordInternationaldResearchdindEducationRF2018RFbRFXYXbZVedWdcaadV

1.4 12

192 ProgressiveFheartFdiseaseFinFmucopolysaccharidosisFtypeFuFmiceFmayFbeFmediatedFbyFincreasedF
cathepsinFnFactivityTFCardiovasculardPathologyRF2017RFXcRFZaSaV 3.8 11

191 untrafamilialFvariabilityFinFtheFclinicalFmanifestationsFofFmucopolysaccharidosisFtypeFuufFpataFfromF
theFtunterFOutcomeFSurveyFNtOSOTFAmericandJournaldofdMedicaldGeneticsqdPartdARF2018RFWcbRFYVWSYWV 2.5 11

(2018-2014)
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190 zeonatalFscreeningFforFfourFlysosomalFstorageFdiseasesFwithFaFdigitalFmicrofluidicsFplatformfFunitialF
resultsFinFnrazilTFGeneticsdanddMoleculardBiologyRF2018RFZWRFZWZSZWb 2 11

189 petectionFofForganicFacidemiasFinFnrazilTFArchivesdofdMedicaldResearchRF2002RFYYRFadWSa 6.6 11

188 oharacterizationFofFbetaSgalactosidaseFinFleukocytesFandFfibroblastsFofFsyWFgangliosidosisF
heterozygotesFcomparedFtoFnormalFsubjectsTFClinicaldBiochemistryRF2000RFYYRFWXaSe 3.5 11

187
zeonatalFnonviralFgeneFeditingFwithFtheFo®uSP®UoaseFsystemFimprovesFsomeFcardiovascularRF
respiratoryRFandFboneFdiseaseFfeaturesFofFtheFmucopolysaccharidosisFuFphenotypeFinFmiceTFGened
TherapyRF2020RFXcRFcZSdZ

4 11

186 ®areFdiseaseFlandscapeFinFnrazilfFreportFofFaFsuccessfulFexperienceFinFinbornFerrorsFofFmetabolismTF
OrphanetdJournaldofdRaredDiseasesRF2016RFWWRFcb 4.2 11

185 ummuneFtoleranceFinductionFforFlaronidaseFtreatmentFinFmucopolysaccharidosisFuTFMoleculard
GeneticsdanddMetabolismdReportsRF2017RFWVRFbWSbb 1.8 10

184 slobotriaosylsphingosineFinducesFoxidativeFpzmFdamageFinFculturedFkidneyFcellsTFNephrologyRF2017RF
XXRFZeVSZeY 2.2 10

183 xookFcarefullyFtoFtheFheelsGFmFpotentiallyFtreatableFcauseFofFspasticFparaplegiaTFJournaldofdInheritedd
MetabolicdDiseaseRF2015RFYdRFYbYSZ 5.4 10

182 untrathecalUuntracerebroventricularFenzymeFreplacementFtherapyFforFtheFmucopolysaccharidosesfF
efficacyRFsafetyRFandFprospectsTFExpertdOpiniondondOrphandDrugsRF2018RFbRFZVYSZWW 1.1 10

181 xysosomalFenzymesFmayFcrossFtheFbloodSbrainSbarrierFbyFpinocytosisfFimplicationsFforFenzymeF
replacementFtherapyTFMedicaldHypothesesRF2014RFdXRFZcdSdV 3.8 10

180 slucoseSbSphosphateSdehydrogenaseFdeficiencyFandFitsFcorrelationFwithFotherFriskFfactorsFinF
jaundicedFnewbornsFinFSouthernFnrazilTFAsiandPacificdJournaldofdTropicaldBiomedicineRF2011RFWRFWWVSY 1.4 10

179 noneFmarrowFmononuclearFcellFtransplantationFimprovesFsurvivalFandFinducesFhepatocyteF
proliferationFinFratsFafterFoolNZOFacuteFliverFdamageTFDigestivedDiseasesdanddSciencesRF2010RFaaRFYYdZSeX 4 10

178 oharacterizationFofFglycanFsubstratesFaccumulatingFinFsyWFsangliosidosisTFMoleculardGeneticsdandd
MetabolismdReportsRF2019RFXWRFWVVaXZ 1.8 10

177
SubcutaneousFimplantationFof´ microencapsulatedFcellsFoverexpressingF˛–SxSiduronidaseFforF
mucopolysaccharidosisFtypeFuFtreatmentTFJournaldofdMaterialsdScience:dMaterialsdindMedicineRF2017RF
XdRFZY

4.5 9

176
pentomaxillofacialFmanifestationsFofFmucopolysaccharidosisFçufFclinicalFandFimagingFfindingsFfromF
twoFcasesRFwithFanFemphasisFonFtheFtemporomandibularFjointTFOraldSurgeryqdOraldMedicineqdOrald
PathologydanddOraldRadiologyRF2013RFWWbRFeWZWSd

2 9

175 OxidativeFprofileFexhibitedFbyFyucopolysaccharidosisFtypeFuçmFpatientsFatFdiagnosisfFuncreasedF
keratanFurinaryFlevelsTFMoleculardGeneticsdanddMetabolismdReportsRF2017RFWWRFZbSaY 1.8 9

174 áreatmentFofFyPSFuFmiceFwithFmicroencapsulatedFcellsFoverexpressingFupãmfFeffectFofFtheF
prednisoloneFadministrationTFJournaldofdMicroencapsulationRF2013RFYVRFYdYSe 3.4 9

173 sNyWOSgangliosideFdegradationFandFbiosynthesisFinFhumanFandFmurineFsNyWOSgangliosidosisTFClinicad
ChimicadActaRF2005RFYaZRFWYWSe 6.2 9
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172 niochemicalFpropertiesFofFbetaSglucosidaseFinFleukocytesFfromFpatientsFandFobligatedF
heterozygotesFforFsaucherFdiseaseFcarriersTFClinicadChimicadActaRF2005RFYbXRFWVWSe 6.2 9

171 SerumFSWVVnFlevelsFinFpatientsFwithFneuralFtubeFdefectsTFClinicadChimicadActaRF2006RFYbZRFXcaSd 6.2 9

170 áriagemFneonatalFdeFdistˆ”rbiosFmetabˆ‡licosTFCienciadEdSaudedColetivaRF2002RFcRFWXeSWYc 2.2 9

169 yutationFanalysisFofFphenylketonuriaFinFsouthFnrazilTFHumandMutationRF1996RFdRFXbXSZ 4.7 9

168 OneSyearFresultsFofFaFclinicalFtrialFofFolipudaseFalfaFenzymeFreplacementFtherapyFinFpediatricF
patientsFwithFacidFsphingomyelinaseFdeficiencyTFGeneticsdindMedicineRF2021RFXYRFWaZYSWaaV 8.1 9

167 xongStermFoutcomesFwithFagalsidaseFalfaFenzymeFreplacementFtherapyfFmnalysisFusingF
deconstructedFcompositeFeventsTFMoleculardGeneticsdanddMetabolismdReportsRF2018RFWZRFYWSYa 1.8 9

166 ziemannSPickFpiseaseFáypeFofFyutationFSpectrumFandFzovelFSequenceFçariationsFinFtheFtumanF
zPoWFseneTFMoleculardNeurobiologyRF2019RFabRFbZXbSbZYa 6.2 8

165 nrainFimagingFandFgeneticFriskFinFtheFpediatricFpopulationRFpartFWfFinheritedFmetabolicFdiseasesTF
NeuroimagingdClinicsdofdNorthdAmericaRF2015RFXaRFYWSaW 3 8

164 mFnovelFxoSySUySFassayFtoFquantifyFdermatanFsulfateFinFcerebrospinalFfluidFasFaFbiomarkerFforF
mucopolysaccharidosisFuuTFBioanalysisRF2018RFWVRFdXaSdYd 2.1 8

163 PolymorphicFvariantsFofFãsáWmWFinFneonatalFjaundiceFinFsouthernFnrazilTFJournaldofdTropicald
PediatricsRF2010RFabRFYbbSc 1.2 8

162 ãrinaryFoligosaccharidesfFaFperipheralFmarkerFforFSidaFcarpinifoliaFexposureForFpoisoningTFToxiconRF
2009RFaYRFaeWSZ 2.8 8

161 unbornFerrorsFofFmetabolismFinFxatinFmmericafFchallengesFandFopportunitiesTFJournaldofdInheritedd
MetabolicdDiseaseRF2010RFYYRFSYWaSXV 5.4 8

160 oancerFgeneticFcounselingFinFpublicFhealthFcareFhospitalsfFtheFexperienceFofFthreeFnrazilianFservicesTF
PublicdHealthdGenomicsRF2007RFWVRFWWVSe 1.9 8

159 mpplicationFofFaFcomprehensiveFprotocolFforFtheFidentificationFofFsaucherFdiseaseFinFnrazilTF
AmericandJournaldofdMedicaldGeneticsqdPartdARF2005RFWYbRFadSbX 2.5 8

158 qffectsFofFimilgluceraseFwithdrawalFonFanFadultFwithFsaucherFdiseaseTFBritishdJournaldofd
HaematologyRF2001RFWWYRFWVde 4.5 8

157 yetabolicFfactorsFinFurolithiasisfFaFstudyFinFnrazilTFJournaldofdUrologyRF1980RFWXZRFaVYSc 2.5 8

156 áherapyFdevelopmentFforFtheFmucopolysaccharidosesfFãpdatedFconsensusFrecommendationsFforF
neuropsychologicalFendpointsTFMoleculardGeneticsdanddMetabolismRF2020RFWYWRFWdWSWeb 3.7 8

155 ®ecentFadvancesFinFmolecularFtestingFtoFimproveFearlyFdiagnosisFinFchildrenFwithF
mucopolysaccharidosesTFExpertdReviewdofdMoleculardDiagnosticsRF2018RFWdRFdaaSdbb 3.8 8

(2018-2005)
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154 uduronateSXSsulfataseFfusedFwithFantiSháf®FantibodyRFpabinafuspFalfaRFforFyPSSuufFmFphaseFXFtrialFinF
nrazilTFMoleculardTherapyRF2021RFXeRFXYcdSXYdb 11.7 8

153 umprovementFinFtimeFtoFtreatmentRFbutFnotFtimeFtoFdiagnosisRFinFpatientsFwithF
mucopolysaccharidosisFtypeFuTFArchivesdofdDiseasedindChildhoodRF2021RFWVbRFbcZSbce 2.2 7

152 ourrentFmolecularFgeneticsFstrategiesFforFtheFdiagnosisFofFlysosomalFstorageFdisordersTFExpertd
ReviewdofdMoleculardDiagnosticsRF2016RFWbRFWWYSXY 3.8 7

151 o®uSP®SoaseSmediatedFgeneFeditingFinFhumanFyPSFuFfibroblastsTFGeneRF2018RFbcdRFYYSYc 3.8 7

150
mreFyPSFuuFheterozygotesFactuallyFasymptomatickFmFstudyFbasedFonFclinicalFandFbiochemicalFdataRF
íSinactivationFanalysisFandFimagingFevaluationsTFAmericandJournaldofdMedicaldGeneticsqdPartdARF2011RF
WaamRFaVSc

2.5 7

149 yucopolissacaridoseFtipoFçuFNsˆ›ndromeFdeFyaroteauxSxamyOfFavaliaˆ§ˆ£oFdaFmobilidadeFarticularFeFdasF
forˆ§asFdeFgarraFeFdeFpinˆ§aTFJornaldDedPediatriaRF2008RFdZRF 2.6 7

148 petectionFofFmucopolysaccharidosisFtypeFuFheterozygotesFbasedFonFtheFbiochemicalFcharacteristicsF
ofFleukocyteFalphaSxSiduronidaseTFArchivesdofdMedicaldResearchRF2002RFYYRFXVSZ 6.6 7

147
zeurologicalFoutcomesFafterFhematopoieticFstemFcellFtransplantationFforFcerebralFíSlinkedF
adrenoleukodystrophyRFlateFonsetFmetachromaticFleukodystrophyFandFturlerFsyndromeTFArquivosd
DedNeurorPsiquiatriaRF2016RFcZRFeaYSebb

1.6 7

146 oardioSF®enalFOutcomesFêithFxongSFáermFmgalsidaseFmlfaFqnzymeF®eplacementFáherapyfFmFWVSFóearF
rabryFOutcomeFSurveyFNrOSOFmnalysisTFDrugdDesignqdDevelopmentdanddTherapyRF2019RFWYRFYcVaSYcWa 4.4 7

145 unformationFandFpiagnosisFzetworksFSFtoolsFtoFimproveFdiagnosisFandFtreatmentFforFpatientsFwithF
rareFgeneticFdiseasesTFGeneticsdanddMoleculardBiologyRF2019RFZXRFWaaSWbZ 2 6

144 mFconsensusFstatementFonFbirthFdefectsFsurveillanceRFpreventionRFandFcareFinFxatinFmmericaFandFtheF
oaribbeanTFRevistadPanamericanadDedSaluddPublicatPandAmericandJournaldofdPublicdHealthRF2019RFZYRFeX 4.1 6

143 SafetyFofFswitchingFtoFyigalastatFfromFenzymeFreplacementFtherapyFinFrabryFdiseasefFqxperienceF
fromFtheFPhaseFYFmáá®moáFstudyTFAmericandJournaldofdMedicaldGeneticsqdPartdARF2019RFWceRFWVbeSWVcY 2.5 6

142 ScreeningFforFmttenuatedFrormsFofFyucopolysaccharidosesFinFPatientsFwithFOsteoarticularF
ProblemsFofFãnknownFqtiologyTFJIMDdReportsRF2016RFXbRFeeSWVX 1.9 6

141 unvestigationFofFcorrelationFofFurinaryFglobotriaosylceramideFNsbYOFlevelsFwithFmarkersFofFrenalF
functionFinFpatientsFwithFrabryFdiseaseTFClinicadChimicadActaRF2018RFZcdRFbXSbc 6.2 6

140 mlternativeFlaronidaseFdoseFregimenFforFpatientsFwithFmucopolysaccharidosisFufFaFmultinationalRF
retrospectiveRFchartFreviewFcaseFseriesTFOrphanetdJournaldofdRaredDiseasesRF2016RFWWRFaW 4.2 6

139 olinicalFfindingsFinFnrazilianFpatientsFwithFadultFsyWFgangliosidosisTFJIMDdReportsRF2019RFZeRFebSWVb 1.9 6

138 PhenotypeSorientedFzsSFpanelsFforFmucopolysaccharidosesfFçalidationFandFpotentialFuseFinFtheF
diagnosticFflowchartTFGeneticsdanddMoleculardBiologyRF2019RFZXRFXVcSXWZ 2 6

137 ásrmUáaqFuFpolymorphismFandFenvironmentalFfactorsFinFnonSsyndromicForalFcleftsFinFSouthernF
nrazilTFBraziliandOraldResearchRF2012RFXbRFZYWSa 2.6 6
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136 umpactFofFmeasuresFtoFenhanceFtheFvalueFofFobservationalFsurveysFinFrareFdiseasesfFtheFrabryF
OutcomeFSurveyFNrOSOTFValuedindHealthRF2011RFWZRFdbXSb 3.3 6

135 oonsumptionFofFfolicFacidSfortifiedFflourFandFfolateSrichFfoodsFamongFwomenFatFreproductiveFageFinF
SouthFnrazilTFPublicdHealthdGenomicsRF2008RFWWRFWceSdZ 1.9 6

134 yolecularFcharacterizationFofFglucoseSbSphosphateFdehydrogenaseFdeficiencyFinFpatientsFfromFtheF
southernFnrazilianFcityFofFPortoFmlegreRF®STFGeneticsdanddMoleculardBiologyRF2007RFYVRFWVSWY 2 6

133 mnFimprovedFspecificFlaboratoryFtestFforFhomocystinuriaTFClinicadChimicadActaRF1982RFWXaRFYbcSe 6.2 6

132 ProspectiveFstudyFofFWWFnrazilianFpatientsFwithFmucopolysaccharidosisFuuTFJornaldDedPediatriaRF2006RF
dXRFXcYSd 2.6 6

131 áreatmentFofFinbornFerrorsFofFmetabolismTFJornaldDedPediatriaRF2008RFdZRFSdSWe 2.6 6

130 olinicalFresearchFchallengesFinFrareFgeneticFdiseasesFinFnrazilTFGeneticsdanddMoleculardBiologyRF2019RF
ZXRFYVaSYWW 2 5

129 piagnosisFandFtherapyFoptionsFinFmucopolysaccharidosisFuuFNtunterFsyndromeOTFExpertdOpiniondond
OrphandDrugsRF2015RFYRFWZWSWaV 1.1 5

128 udentificationFofFmutationsFinFoolombianFpatientsFaffectedFwithFrabryFdiseaseTFGeneRF2015RFacZRFYXaSe 3.8 5

127 zanoparticlesFcontainingF˛†ScyclodextrinFpotentiallyFusefulFforFtheFtreatmentFofFziemannSPickFoTF
JournaldofdInheriteddMetabolicdDiseaseRF2020RFZYRFadbSbVW 5.4 5

126 SpectrumFofFsmxzSFmutationsFandFhaplotypeFstudyFinFnrazilianFpatientsFwithF
yucopolysaccharidosisFtypeFuçmTFMetadGeneRF2018RFWbRFccSdZ 0.7 5

125 mFWaSóearFPerspectiveFofFtheFrabryFOutcomeFSurveyTFFIREdForumdfordInternationaldResearchdind
EducationRF2016RFZRFXYXbZVedWbbbbXe 1.4 5

124 PitfallsFinFtheFprenatalFdiagnosisFofFmucolipidosisFuuFalphaUbetafFmFcaseFreportTFMetadGeneRF2014RFXRFZVYSb 0.7 5

123 udentificationFofFaFnovelFmissenseFmutationFinFnrazilianFpatientFwithFaFsevereFformFofF
mucopolysaccharidosisFtypeFuçmTFGeneRF2013RFaWcRFWWXSa 3.8 5

122 yucopolysaccharidosisfFoaregiverF ualityFofFxifeTFFIREdForumdfordInternationaldResearchdindEducation
RF2015RFYRFXYXbZVedWabWYdV 1.4 5

121
qxtensionFofFtheFmolecularFanalysisFtoFtheFpromoterFregionFofFtheFiduronateFXSsulfataseFgeneF
revealsFgenomicFalterationsFinFmucopolysaccharidosisFtypeFuuFpatientsFwithFnormalFcodingFsequenceTF
GeneRF2013RFaXbRFWaVSZ

3.8 5

120
OptimizedFloadingFtestFtoFevaluateFresponsivenessFtoFtetrahydrobiopterinFNntZOFinFnrazilianF
patientsFwithFphenylalanineFhydroxylaseFdeficiencyTFMoleculardGeneticsdanddMetabolismRF2011RFWVZF
SupplRFSdVSa

3.7 5

119
yucopolysaccharidosesFinFnorthernFnrazilfFáargetedFmutationFscreeningFandFurinaryF
glycosaminoglycanFexcretionFinFpatientsFundergoingFenzymeFreplacementFtherapyTFGeneticsdandd
MoleculardBiologyRF2011RFYZRFZWVSa

2 5

(2011-2011)
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118 mlphaSmannosidaseFactivityFinFgoatsFfedFwithFSidaFcarpinifoliaTFExperimentaldanddToxicologicd
PathologyRF2010RFbXRFWeWSa 5

117 PrenatalFdiagnosisFofFfetalFchromosomalFabnormalitiesfFreportFofFanFWdSyearFexperienceFinFaF
nrazilianFpublicFhospitalTFGeneticsdanddMoleculardBiologyRF2008RFYWRFdXeSdYY 2 5

116 rurtherFcasesFofFHneighborHFmutationsFinFmucopolysaccharidosisFtypeFuuTFAmericandJournaldofd
MedicaldGeneticsqdPartdARF2006RFWZVRFWbdZSb 2.5 5

115 zewbornFscreeningFforFlysosomalFdisordersFinFnrazilfFmFpilotFstudyFusingFcustomizedFfluorimetricF
assaysTFGeneticsdanddMoleculardBiologyRF2020RFZYRFeXVWdVYYZ 2 5

114 PrecisionFyedicineFforFxysosomalFpisordersTFBiomoleculesRF2020RFWVRF 5.9 5

113 ãpdatedFbirthFprevalenceFandFrelativeFfrequencyFofFmucopolysaccharidosesFacrossFnrazilianF
regionsTFGeneticsdanddMoleculardBiologyRF2021RFZZRFeXVXVVWYd 2 5

112 ãnderstandingFtheFqarlyFPresentationFofFyucopolysaccharidosesFpisordersfF®esultsFofFaFSystematicF
xiteratureF®eviewFandFPhysicianFSurveyTFFIREdForumdfordInternationaldResearchdindEducationRF2018RFbRFXYXbZVedWddVVYZ1.4 5

111 áheFyucopolysaccharidoseseZSWVV 5

110 xosartanFimprovesFaorticFdilatationFandFcardiovascularFdiseaseFinFmucopolysaccharidosisFuTFJournald
ofdInheriteddMetabolicdDiseaseRF2017RFZVRFYWWSYWX 5.4 4

109 nirthFweightFinFpatientsFwithFmucopolysaccharidosisFtypeFuufFpataFfromFtheFtunterFOutcomeFSurveyF
NtOSOTFMoleculardGeneticsdanddMetabolismdReportsRF2017RFWWRFbXSbZ 1.8 4

108 yolecularFcharacterizationFofFaFlargeFgroupFofFyucopolysaccharidosisFtypeFuuuoFpatientsFrevealsFtheF
evolutionaryFhistoryFofFtheFdiseaseTFHumandMutationRF2019RFZVRFWVdZSWWVV 4.7 4

107 qffectsFofFgeneFtherapyFonFcardiovascularFsymptomsFofFlysosomalFstorageFdiseasesTFGeneticsdandd
MoleculardBiologyRF2019RFZXRFXbWSXda 2 4

106 ®isksFofFlongStermFportFuseFinFenzymeFreplacementFtherapyFforFlysosomalFstorageFdisordersTF
MoleculardGeneticsdanddMetabolismdReportsRF2018RFWaRFcWScY 1.8 4

105 áheFmigalastatFsxPStqwFassayFisFtheFgoldFstandardFforFdeterminingFamenabilityFinFpatientsFwithF
rabryFdiseaseTFMoleculardGeneticsdanddMetabolismdReportsRF2019RFXVRFWVVZeZ 1.8 4

104 qvaluationFofFgalsulfaseFforFtheFtreatmentFofFmucopolysaccharidosisFçuFNyaroteauxSxamyF
syndromeOTFExpertdOpiniondondOrphandDrugsRF2014RFXRFZVcSZWc 1.1 4

103 unclusionFofFmedicalFgeneticsFinFprimaryFhealthFcarefFreportFofFaFpilotFprojectFinFnrazilTFJournaldofd
CommunitydGeneticsRF2013RFZRFWYcSZa 2.5 4

102 mbnormalFpolyamineFmetabolismFisFuniqueFtoFtheFneuropathicFformsFofFyPSfFpotentialFforF
biomarkerFdevelopmentFandFinsightFintoFpathogenesisTFHumandMoleculardGeneticsRF2017RFXbRFYdYcSYdZe 5.6 4

101 mssessmentFofFaFpioneerFmetabolicFinformationFserviceFinFnrazilTFPublicdHealthdGenomicsRF2006RFeRFWXcSYX1.9 4
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100 áheFxatinSmmericanFnetworkFofFhumanFgeneticsTFPublicdHealthdGenomicsRF2004RFcRFcZSa 1.9 4

99 SpecificityFandFsensitivityFofFSWVVnFlevelsFinFamnioticFfluidFforFpownFsyndromeFdiagnosisTFLifed
SciencesRF2004RFcbRFYceSdZ 6.8 4

98 petectionFofFmucopolysaccharidosisFtypeFuFheterozygotesFonFtheFbasisFofFtheFbiochemicalF
propertiesFofFplasmaFalphaSxSiduronidaseTFClinicadChimicadActaRF2001RFYWXRFdWSb 6.2 4

97 yelanomaFhereditˆ¡riofFprevalˆ“nciaFdeFfatoresFdeFriscoFemFumFgrupoFdeFpacientesFnoFSulFdoFnrasilTF
AnaisdBrasileirosdDedDermatologiaRF2004RFceRFaYSbV 1.6 4

96 mFusefulFroutineFforFbiochemicalFdetectionFandFdiagnosisFofFmucopolysaccharidosesTFGeneticsdandd
MoleculardBiologyRF1998RFXWRFWbYSWbc 2 4

95 mpplicationFofFaFglycinatedFbileFacidFbiomarkerFforFdiagnosisFandFassessmentFofFresponseFtoF
treatmentFinFziemannSpickFdiseaseFtypeFoWTFMoleculardGeneticsdanddMetabolismRF2020RFWYWRFZVaSZWc 3.7 4

94
yultiplexFtestingFforFtheFscreeningFofFlysosomalFstorageFdiseaseFinFurinefFSulfatidesFandF
glycosaminoglycanFprofilesFinFZVFcasesFofFsulfatiduriaTFMoleculardGeneticsdanddMetabolismRF2020RF
WXeRFWVbSWWV

3.7 4

93 senotypeSphenotypeFstudiesFinFaFlargeFcohortFofFnrazilianFpatientsFwithFtunterFsyndromeTF
AmericandJournaldofdMedicaldGeneticsqdPartdC:dSeminarsdindMedicaldGeneticsRF2021RFWdcRFYZeSYab 3.1 4

92 peleteriousFeffectsFofFinterruptionFfollowedFbyFreintroductionFofFenzymeFreplacementFtherapyFonFaF
lysosomalFstorageFdisorderTFTranslationaldResearchRF2016RFWcbRFXeSYcTeW 11 4

91
tunterFsyndromefFxongStermFidursulfaseFtreatmentFdoesFnotFprotectFpatientsFagainstFpzmF
oxidationFandFcytogeneticFdamageTFMutationdResearchdrdGeneticdToxicologydanddEnvironmentald
MutagenesisRF2018RFdYaRFXWSXZ

3 4

90 PopulationFmedicalFgeneticsfFtranslatingFscienceFtoFtheFcommunityTFGeneticsdanddMoleculardBiologyRF
2019RFZXRFYWXSYXV 2 3

89 ProgressiveFeyeFpathologyFinFmucopolysaccharidosisFtypeFuFmiceFandFeffectsFofFenzymeF
replacementFtherapyTFClinicaldanddExperimentaldOphthalmologyRF2020RFZdRFYYZSYZX 2.4 3

88 oorrelationFofFoSrFflowFusingFphaseScontrastFy®uFwithFventriculomegalyFandFoSrFopeningFpressureF
inFmucopolysaccharidosesTFFluidsdanddBarriersdofdthedCNSRF2017RFWZRFXY 7 3

87 xessonsFfromFmolecularFmodelingFhumanF˛–SxSiduronidaseTFJournaldofdMoleculardGraphicsdandd
ModellingRF2014RFaZRFWVcSWY 2.8 3

86 rabryFdiseasefFqvidenceFforFaFregionalFfounderFeffectFofFtheFgeneFmutationFYVdelsFinFnrazilianF
patientsTFMoleculardGeneticsdanddMetabolismdReportsRF2014RFWRFZWZSZXW 1.8 3

85 oorrelationFnetweenFrlexibleFriberopticFxaryngoscopicFandFPolysomnographicFrindingsFinFPatientsF
withFyucopolysaccharidosisFáypeFçuTFJIMDdReportsRF2016RFXeRFaYSad 1.9 3

84 ®qxmstFSFáheFchallengeFofFhavingFaFscientificFnetworkFinFxatinFmmericafFmnFaccountFfromFtheF
presidentsTFGeneticsdanddMoleculardBiologyRF2014RFYcRFYVaSe 2 3

83 qmergingFtreatmentFoptionsFforFtheFmucopolysaccharidosesTFResearchdanddReportsdindEndocrined
DisordersRF2012RFaY 3

(2012-2004)
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82 zonFçiralFseneFáransferFmpproachesFforFxysosomalFStorageFpisordersF2011RF 3

81 qnzymeFreplacementFtherapyFforFmucopolysaccharidosisFufFlaronidaseTFPediatricdHealthRF2010RFZRFWYYSWZa 3

80 mnalysisFofFcpzmFmoleculesFisFnotFsuitableFforFtheFmolecularFdiagnosisFofFyucopolysaccharidosisF
typeFuTFDiagnosticdMoleculardPathologyRF2012RFXWRFaYSa 3

79
oomparisonFofFtheFmeasurementFofFlysosomalFhydrolaseFactivityFinFmycoplasmaScontaminatedFandF
nonScontaminatedFhumanFfibroblastFculturesFtreatedFwithFmycoplasmaFremovalFagentTFClinicald
BiochemistryRF2007RFZVRFaXWSa

3.5 3

78 oonventionalFy®uFandFy®FspectroscopyFinFnonclassicalFmitochondrialFdiseasefFreportFofFthreeF
patientsFwithFmitochondrialFpzmFdeletionTFChildlsdNervousdSystemRF2006RFXXRFWYaaSe 1.7 3

77 mpplicationFofFaFprotocolFforFtheFdetectionFofFdisordersFofFsialicFacidFmetabolismFtoFWXZFhighSriskF
nrazilianFpatientsTFAmericandJournaldofdMedicaldGeneticsdPartdARF2003RFWWemRFYZdSaW 3

76 mspartameFloadingFtestFinFPwãFheterozygousFindividualsFbearingFsevereFandFmoderateFmutationsTF
ClinicaldGeneticsRF2000RFadRFdbSd 4 3

75 oongenitalFmalformationsFdetectedFinFcYWFautopsiesFofFchildrenFagedFVFtoFWZFyearsTFTeratologyRF
1987RFYaRFYVaSc 3

74 áetrahydrobiopterinFresponsivenessFofFpatientsFwithFphenylalanineFhydroxylaseFdeficiencyTFJornald
DedPediatriaRF2011RFdcRFXZaSaW 2.6 3

73
PrevalenceFandFPhenotypicFqxpressionFofFyutationsFinFtheFyótcRFyónPoYFandFázzáXFsenesFinF
ramiliesFwithFtypertrophicFoardiomyopathyFinFtheFSouthFofFnrazilfFmForossSSectionalFStudyTF
ArquivosdBrasileirosdDedCardiologiaRF2016RFWVcRFXacSXba

1.2 3

72
qnzymeF®eplacementFáherapyFwithFPabinafuspFmlfaFforFzeuronopathicFyucopolysaccharidosisFuufF
mnFuntegratedFmnalysisFofFPreclinicalFandFolinicalFpataTFInternationaldJournaldofdMoleculardSciencesRF
2021RFXXRF

6.3 3

71 qstimatedFprevalenceFofFmucopolysaccharidosesFfromFpopulationSbasedFexomesFandFgenomesTF
OrphanetdJournaldofdRaredDiseasesRF2020RFWaRFYXZ 4.2 3

70 qncapsulatedFêholeFnoneFyarrowFoellsFumproveFSurvivalFinFêistarF®atsFafterFeVKFPartialF
tepatectomyTFStemdCellsdInternationalRF2016RFXVWbRFZdYWaXZ 5 3

69 mFcharitableFaccessFprogramFforFpatientsFwithFlysosomalFstorageFdisordersFinFunderservedF
communitiesFworldwideTFOrphanetdJournaldofdRaredDiseasesRF2021RFWbRFd 4.2 3

68 xongStermFfollowSupFofFrenalFfunctionFinFpatientsFtreatedFwithFmigalastatFforFrabryFdiseaseTF
MoleculardGeneticsdanddMetabolismdReportsRF2021RFXdRFWVVcdb 1.8 3

67 mnalysisFofFobSUoZSFratioFinFyorquioFsyndromeFtypeFmFpatientsTFMoleculardGeneticsdanddMetabolismRF
2015RFWWZRFSbb 3.7 2

66
áheFxatinFmmericanFSchoolFofFtumanFandFyedicalFseneticsfFpromotingFeducationFandFcollaborationF
inFgeneticsFandFethicsFappliedFtoFhealthFsciencesFacrossFtheFcontinentTFJournaldofdCommunityd
GeneticsRF2015RFbRFWdeSeW

2.5 2

65
piagnosingFyucopolysaccharidosisFtypeFuçFaFbyFtheFfluorometricFassayFofF
zSmcetylgalactosamineSbSsulfateFsulfataseFactivityTFJournaldofdDiabetesdanddMetabolicdDisordersRF
2017RFWbRFYc

2.5 2
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64
OutcomesFofFaFPhysicianFSurveyFonFtheFáypeRFProgressionRFmssessmentRFandFáreatmentFofF
zeurologicalFpiseaseFinFyucopolysaccharidosesTFFIREdForumdfordInternationaldResearchdindEducationRF
2018RFbRFXYXbZVedWdcaeYc

1.4 2

63 tighS®iskFScreeningFandFpiagnosisFofFunbornFqrrorsFofFyetabolismfFmFPracticalFsuideFforF
xaboratoriesTFFIREdForumdfordInternationaldResearchdindEducationRF2018RFbRFXYXbZVedWdceXVb 1.4 2

62 TFFIREdForumdfordInternationaldResearchdindEducationRF2017RFaRFXYXbZVedWcbeXYb 1.4 2

61 ziemannSPickFdiseaseFtypeFofFaFcaseFseriesFofFnrazilianFpatientsTFArquivosdDedNeurorPsiquiatriaRF2014
RFcXRFXWZSd 1.6 2

60 PolymorphicFvariationFofFmononucleotideFmicrosatellitesFinFhealthyFhumansFandFitsFimplicationFforF
microsatelliteFinstabilityFscreeningTFArquivosdDedGastroenterologiaRF2007RFZZRFbZSc 1.3 2

59 qffectFofFouolXRFzaolFandFqpámFonFtheFenzymeFalphaSxSiduronidaseFinFtheFplasmaFofFnormalF
individualsFandFheterozygotesFforFyPSFuTFClinicadChimicadActaRF2002RFYWdRFdYSe 6.2 2

58 olinicalFandFbiochemicalFfindingsFinFcFpatientsFwithFíSlinkedFadrenoleukodystrophyFtreatedFwithF
xorenzoMsFOilTFGeneticsdanddMoleculardBiologyRF2000RFXYRFbecScVW 2 2

57 íSlinkedFadrenoleukodystrophyfFclinicalFandFlaboratoryFfindingsFinFWaFnrazilianFpatientsTFGeneticsd
anddMoleculardBiologyRF2000RFXYRFXbWSXbZ 2 2

56 unbornFerrorsFofFmetabolismTFSensitivityFofFscreeningFtestsFinFhighFriskFpatientsTFClinicaldPediatricsRF
1989RFXdRFZeZSc 1.2 2

55 rrequencyFofFcystinuriaFamongFstoneSformingFpatientsFinFregionFofFnrazilTFUrologyRF1986RFXcRFYdSZV 1.6 2

54 oancerSrelatedFworryFandFriskFperceptionFinFnrazilianFindividualsFseekingFgeneticFcounselingFforF
hereditaryFbreastFcancerTFGeneticsdanddMoleculardBiologyRF2020RFZYRFeXVWeVVec 2 2

53 pevelopmentFofFaFolinicalFmlgorithmFforFtheFqarlyFpiagnosisFofFyucopolysaccharidosisFuuuTFJournaldofd
InborndErrorsdofdMetabolismdanddScreeningRdRF 0.8 2

52 yonitoringFofFPhenylalanineFxevelsFinFPatientsFwithFPhenylketonuriaFãsingFpriedFnloodFSpotsfFaF
oomparisonFofFáwoFyethodsTFJournaldofdInborndErrorsdofdMetabolismdanddScreeningRdRF 0.8 2

51
qvaluationFofFtheFlongStermFtreatmentFeffectsFofFintravenousFidursulfaseFinFpatientsFwithF
mucopolysaccharidosisFuuFNyPSFuuOFusingFstatisticalFmodelingfFdataFfromFtheFtunterFOutcomeFSurveyF
NtOSOTFOrphanetdJournaldofdRaredDiseasesRF2021RFWbRFZab

4.2 2

50 olinicalFrelevanceFofFendpointsFinFclinicalFtrialsFforFacidFsphingomyelinaseFdeficiencyFenzymeF
replacementFtherapyTFMoleculardGeneticsdanddMetabolismRF2020RFWYWRFWWbSWXY 3.7 2

49 zeonatalFScreeningFforFyPSFpisordersFinFxatinFmmericafFmFSurveyFofFPilotFunitiativesTFInternationald
JournaldofdNeonataldScreeningRF2020RFbRF 2.6 2

48 mssessingFtheFimpactFofFtheFfiveFsensesFonFqualityFofFlifeFinFmucopolysaccharidosesTFOrphanetd
JournaldofdRaredDiseasesRF2020RFWaRFec 4.2 2

47 SpinalFcordFissuesFinFadultFpatientsFwithFyPSfFtransitionFofFcareFsurveyTFChildlsdNervousdSystemRF2018
RFYZRFWcaeSWcba 1.7 2

(2018-2018)
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46 permalFmelanocytosisFassociatedFwithFsyWSgangliosidosisFtypeFWTFActadDermatorVenereologicaRF
2006RFdbRFWabSd 2.2 2

45 SimpleFandFefficientFscreeningFofFpatientsFwithFrabryFdiseaseFwithFhighFresolutionFmeltingTFClinicald
BiochemistryRF2018RFaYRFWbVSWbY 3.5 1

44 umportantFaspectsFinFtheFmolecularFdiagnosisFofFmucopolysaccharidosesTFJournaldofdInheritedd
MetabolicdDiseaseRF2013RFYbRFeVaSb 5.4 1

43 ohloramphenicolFqnhancesFupãmFmctivityFonFribroblastsFfromFyucopolysaccharidosisFuFPatientsTF
CurrentdPharmaceuticaldBiotechnologyRF2013RFWZRFWeZSWed 2.6 1

42 petectionFofFmetabolicFdisordersFinFhighSriskFpatientsTFmFpilotFstudyFinFSalvadorRFnahiaTFArquivosdDed
NeurorPsiquiatriaRF1997RFaaRFXVeSWX 1.6 1

41 oommonFzSacetylgalactosamineSbSsulfateFsulfataseFNsmxzSOFexonFmutationsFinFnrazilianFpatientsF
withFmucopolysaccharidosisFuçmFNyPSFuçmOTFGeneticsdanddMoleculardBiologyRF2007RFYVRFaXZSaXd 2 1

40 mvaliaˆ§ˆ£oFprospectivaFdeFWWFpacientesFbrasileirosFcomFmucopolissacaridoseFuuTFJornaldDedPediatriaRF
2006RFdXRFXcYSXcd 2.6 1

39 SWVVnFproteinFandFamnioticFfluidTFClinicadChimicadActaRF2003RFYYaRFWbaSbgFauthorFreplyFWbc 6.2 1

38 mpplicationFofFaFflowchartFforFtheFdetectionFofFlysosomalFstorageFdiseasesFinFWVaFhighSriskFnrazilianF
patientsTFAmericandJournaldofdMedicaldGeneticsdPartdARF1990RFYcRFaYZSd 1

37 nrainFandFvisceralFgeneFeditingFofFmucopolysaccharidosisFuFmiceFbyFnasalFdeliveryFofFtheF
o®uSP®UoaseFsystemTTFJournaldofdGenedMedicineRF2022RFeYZWV 3.5 1

36 SanfilippoFSyndromefFáheFáaleFofFaFohallengingFpiagnosisTFJournaldofdInborndErrorsdofdMetabolismd
anddScreeningRdRF 0.8 1

35 áherapeuticFOptionsFforFyucopolysaccharidosisFuuFNtunterFpiseaseOTFCurrentdPharmaceuticaldDesignRF
2020RFXbRFaWVVSaWVe 3.3 1

34 yorquioSlikeFdysostosisFmultiplexFpresentingFwithFneuronopathicFfeaturesFisFaFdistinctFSrelatedF
phenotypeTFJIMDdReportsRF2021RFbVRFXYSYW 1.9 1

33 ProspectiveFstudyFofFtheFnaturalFhistoryFofFchronicFacidFsphingomyelinaseFdeficiencyFinFchildrenFandF
adultsfFelevenFyearsFofFobservationTFOrphanetdJournaldofdRaredDiseasesRF2021RFWbRFXWX 4.2 1

32 yucopolysaccharidosisFçuuFinFnrazilfFnaturalFhistoryFandFclinicalFfindingsTFOrphanetdJournaldofdRared
DiseasesRF2021RFWbRFXYd 4.2 1

31 oardiacFpathologyFinFmucopolysaccharidosisFuFmicefFxosartanFmodifiesFq®wWUXFactivationFduringF
cardiacFremodelingTFJournaldofdInheriteddMetabolicdDiseaseRF2021RFZZRFcZVScaV 5.4 1

30 pisruptionFofFmorphogenicFandFgrowthFpathwaysFinFlysosomalFstorageFdiseasesTFWIREsdMechanismsd
ofdDiseaseRF2021RFWYRFeWaXW 0.3 1

29 yPSnasefFoomprehensiveFrepositoryFofFdifferentiallyFexpressedFgenesFforFmucopolysaccharidosesTF
MoleculardGeneticsdanddMetabolismRF2021RFWYYRFYcXSYcc 3.7 1
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28 yolecularFbasisFofFmucopolysaccharidosisFuçmFNyorquioFmFsyndromeOfFmFreviewFandFclassificationFofF
smxzSFgeneFvariantsFandFreportingFofFbdFnovelFvariantsTFHumandMutationRF2021RFZXRFWYdZSWYed 4.7 1

27 SchizophreniformFpresentationFandFabruptFneurologicFdeclineFinFaFpatientFwithFlateSonsetF
mucopolysaccharidosisFtypeFuuunTFPsychiatricdGeneticsRF2021RFYWRFWeeSXVZ 2.9 1

26
umpactFofFtheFoOçupSWeFpandemicFonFtheFstandardFofFcareFforFpatientsFwithFlysosomalFstorageF
diseasesfFmFsurveyFofFhealthcareFprofessionalsFinFtheFrabryRFsaucherRFandFtunterFOutcomeFSurveyF
registriesTFMoleculardGeneticsdanddMetabolismdReportsRF2021RFXdRFWVVcdd

1.8 1

25 qpidemiologyFofFrareFdiseasesFinFnrazilfFprotocolFofFtheFnrazilianF®areFpiseasesFzetworkF
N®m®mSSn®pzOTTFOrphanetdJournaldofdRaredDiseasesRF2022RFWcRFdZ 4.2 1

24 yucopolysaccharidosisFçuFandFeffectsFonFgrowthFofFtheFapicalFbasesfFaFcaseFreportTFSpecialdCaredind
DentistryRF2018RFYdRFWcbSWdZ 1.7 0

23 oOçupSWeFimpactFonFtheFdiagnosisFofFunbornFqrrorsFofFyetabolismfFpataFfromFaFreferenceFcenterFinF
nrazilTTFGeneticsdanddMoleculardBiologyRF2021RFZaRFeXVXWVXaY 2 0

22 ProgressionFofFoardiovascularFyanifestationsFinFmdultsFandFohildrenFêithFyucopolysaccharidosesF
êithFandFêithoutFqnzymeF®eplacementFáherapyTTFFrontiersdindCardiovasculardMedicineRF2021RFdRFdVWWZc 5.4 0

21 rifteenFyearsFofFenzymeFreplacementFtherapyFforFmucopolysaccharidosisFtypeFçuFNyaroteauxSxamyF
syndromeOfFaFcaseFreportTTFJournaldofdMedicaldCasedReportsRF2022RFWbRFZb 1.2 0

20 yeasurementFofFsulfatidesFinFtheFamnioticFfluidFsupernatantfFmFusefulFtoolFinFtheFprenatalFdiagnosisF
ofFmetachromaticFleukodystrophyTTFJIMDdReportsRF2022RFbYRFWbXSWbc 1.9 0

19
PlasmaFneurofilamentFlightRFglialFfibrillaryFacidicFproteinFandFlysosphingolipidFbiomarkersFforF
pharmacodynamicsFandFdiseaseFmonitoringFofFsyXFandFsyWFgangliosidosesFpatientsTTFMoleculard
GeneticsdanddMetabolismdReportsRF2022RFYVRFWVVdZY

1.8 0

18 yagneticFresonanceFimagingFfindingsFofFtheFposteriorFfossaFinFZcFpatientsFwithF
mucopolysaccharidosesfFmFcrossSsectionalFanalysisTFJIMDdReportsRF2021RFbVRFYXSZW 1.9 0

17 áheFyucopolysaccharidosesF2022RFWXbcSWXdb 0

16 mFoaseFofFqarlyFunfantileFPompeFpiseaseFwithFmtypicalFyanifestationTFJournaldofdNeuromusculard
DiseasesRF2015RFXRFSWaSSWa 5

15 PunctateFcalcificationsFinFlysosomalFstorageFdisordersTFClinicaldDysmorphologyRF2009RFWdRFWcXSWcc 0.9

14 yicrosatelliteFinstabilityFtestingFinFgeneticallyFheterogeneousFpopulationsTFJournaldofdClinicald
OncologyRF2007RFXaRFeWYSZgFauthorFreplyFeWZSa 2.2

13 ohromosomeFanalysisFinFYWFcasesFofFbenignFandFmalignantFbreastFtumorsfFaFstudyFinFnrazilTF
HereditasRF2002RFWYcRFacSbZ 2.4

12 ®efFyetabolicFfactorsFinFurolithiasisfFaFstudyFinFnrazilTFJournaldofdUrologyRF1987RFWYcRFYXV 2.5

11 petectionFofFyosaicFçariantsFinFyothersFofFyPSFuuFPatientsFbyFzextFsenerationFSequencingTF
FrontiersdindMoleculardBiosciencesRF2021RFdRFcdeYaV 5.6

(2021-2021)
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10 oockayneFsyndromefFreportFofFaFnrazilianFfamilyFwithFconfirmationFofFimpairedF®zmFsynthesisFafterF
ãçSirradiationTFGeneticsdanddMoleculardBiologyRF2000RFXYRFXcYSXca 2

9 PrevalenceFofFtheFserpinFpeptidaseFinhibitorFNalphaSWSantitrypsinOFPuPSFandFPuPúFallelesFinFnrazilianF
childrenFwithFliverFdiseaseTFGeneticsdanddMoleculardBiologyRF2008RFYWRFZXYSZXb 2

8 qarlyFinfantileFformFofFgalactosialidosisFinFaFfemaleFbabyFwithFaFprenatalFdiagnosisFofFfetalFascitesfF
rirstFcaseFinFnrazilTFGeneticsdanddMoleculardBiologyRF1998RFXWRFZZYSZZb 2

7 OralRFdentalRFandFcraniofacialFfeaturesFinFchronicFacidFsphingomyelinaseFdeficiencyTFAmericand
JournaldofdMedicaldGeneticsqdPartdARF2020RFWdXRFXdeWSXeVW 2.5

6 pemographicRFclinicalRFandFancestryFcharacterizationFofFaFlargeFclusterFofFmucopolysaccharidosisFuçF
mFinFtheFnrazilianFzortheastFregionTFAmericandJournaldofdMedicaldGeneticsqdPartdARF2021RFWdaRFXeXeSXeZV 2.5

5 qvaluatingFenzymeFreplacementFtherapiesFforFmndersonSrabryFdiseasefFcommentaryFonFaFrecentF
reportTFGeneticsdanddMoleculardBiologyRF2018RFZWRFceVSceY 2

4 olinicalFtrialsFforFgeneticFdiseasesFinFxatinFmmericaTFAmericandJournaldofdMedicaldGeneticsqdPartdC:d
SeminarsdindMedicaldGeneticsRF2021RFWdcRFYdWSYdc 3.1

3 yucopolysaccharidosesF2021RFaVWSabX

2 senomeFeditingFinFlysosomalFdisordersTFProgressdindMoleculardBiologydanddTranslationaldScienceRF
2021RFWdXRFXdeSYXa 4

1 mFoaseFofFqarlyFunfantileFPompeFpiseaseFwithFmtypicalFyanifestationTFJournaldofdNeuromusculard
DiseasesRF2015RFXRFSWa 5
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