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l Paper IF Citations

142 –utationsHinHprionUlikeHdomainsHinHhné PoZpYHandHhné PoYHcauseHmultisystemHproteinopathyHandH
ozöVHNatureTH2013THbgcTHbdeUea 50.4 965

141  usinersenHversusHöhamHqontrolHinHwnfantileUOnsetHöpinalH–uscularHotrophyVHNewPEnglandPJournalP
ofPMedicineTH2017THaeeTHYeZaUYeaZ 59.2 957

140  usinersenHversusHöhamHqontrolHinHzaterUOnsetHöpinalH–uscularHotrophyVHNewPEnglandPJournalPofP
MedicineTH2018THaefTHdZcUdac 59.2 617

139 riagnosisHandHmanagementHofHspinalHmuscularHatrophyhHPartHYhHéecommendationsHforHdiagnosisTH
rehabilitationTHorthopedicHandHnutritionalHcareVHNeuromuscularPDisordersTH2018THZfTHYXaUYYc 2.9 319

138
βseHofHwholeUexomeHsequencingHtoHdetermineHtheHgeneticHbasisHofHmultipleHmitochondrialH
respiratoryHchainHcomplexHdeficienciesVHJAMAPhPJournalPofPthePAmericanPMedicalPAssociationTH2014TH
aYZTHdfUee

27.4 244

137 OéowYHdeficiencyHandHlackHofHstoreUoperatedHqaZSHentryHcauseHimmunodeficiencyTHmyopathyTHandH
ectodermalHdysplasiaVHJournalPofPAllergyPandPClinicalPImmunologyTH2009THYZbTHYaYYUYaYfVee 11.5 238

136 otalurenHinHpatientsHwithHnonsenseHmutationHruchenneHmuscularHdystrophyHPoqüHr–rQhHaH
multicentreTHrandomisedTHdoubleUblindTHplaceboUcontrolledTHphaseHaHtrialVHLancetgPTheTH2017THagXTHYbfgUYbgf40 237

135
riagnosisHandHmanagementHofHspinalHmuscularHatrophyhHPartHZhHPulmonaryHandHacuteHcareiH
medicationsTHsupplementsHandHimmunizationsiHotherHorganHsystemsiHandHethicsVHNeuromuscularP
DisordersTH2018THZfTHYgeUZXe

2.9 236

134  usinersenHinitiatedHinHinfantsHduringHtheHpresymptomaticHstageHofHspinalHmuscularHatrophyhHwnterimH
efficacyHandHsafetyHresultsHfromHtheHPhaseHZH βéüβésHstudyVHNeuromuscularPDisordersTH2019THZgTHfbZUfcd2.9 188

133 zackHofHtheHmitochondrialHproteinHacylglycerolHkinaseHcausesHöengersHsyndromeVHAmericanPJournalP
ofPHumanPGeneticsTH2012THgXTHaYbUZX 11 160

132 vexosamineHbiosyntheticHpathwayHmutationsHcauseHneuromuscularHtransmissionHdefectVHAmericanP
JournalPofPHumanPGeneticsTH2011THffTHYdZUeZ 11 124

131 wntravenouslyHadministeredHimmunoglobulinHinHtheHtreatmentHofHchildhoodHuuillainUparrˆ'H
syndromehHaHrandomizedHtrialVHPediatricsTH2005THYYdTHfUYb 7.4 122

130 qlinicalHandHmorphologicalHphenotypeHofHtheHfilaminHmyopathyhHaHstudyHofHaYHuermanHpatientsVH
BrainTH2007THYaXTHaZcXUdb 11.2 120

129 qlinicalHandHgeneticHfindingsHinHaHlargeHcohortHofHpatientsHwithHryanodineHreceptorHYHgeneUassociatedH
myopathiesVHHumanPMutationTH2012THaaTHgfYUf 4.7 119

128 ProteomicHidentificationHofHtvzYHasHtheHproteinHmutatedHinHhumanHreducingHbodyHmyopathyVH
JournalPofPClinicalPInvestigationTH2008THYYfTHgXbUYZ 15.9 108

127 PeripheralHnerveHdemyelinationHcausedHbyHaHmutantHéhoHuüPaseHguanineHnucleotideHexchangeH
factorTHfrabinWturbVHAmericanPJournalPofPHumanPGeneticsTH2007THfYTHYcfUdb 11 107

126  usinersenHinHadultsHwithHcqHspinalHmuscularHatrophyhHaHnonUinterventionalTHmulticentreTH
observationalHcohortHstudyVHLancetPNeurologygPTheTH2020THYgTHaYeUaZc 24.1 98
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125 qlinicalHOutcomesHinHruchenneH–uscularHrystrophyhHoHötudyHofHcabcHPatientsHfromHtheHüésoüU –rH
r–rHulobalHratabaseVHJournalPofPNeuromuscularPDiseasesTH2017THbTHZgaUaXd 5 84

124 odultUonsetHcerebellarHataxiaHdueHtoHmutationsHinHqopqYWorqyaVHJournalPofPNeurologygP
NeurosurgeryPandPPsychiatryTH2012THfaTHYebUf 5.5 82

123 öafetyHandHüreatmentHsffectsHofH usinersenHinHzongstandingHodultHcqUö–oHüypeHaHUHoHProspectiveH
ObservationalHötudyVHJournalPofPNeuromuscularPDiseasesTH2019THdTHbcaUbdc 5 75

122 –itochondrialHtubulopathyHinHtenofovirHdisoproxilHfumarateUtreatedHratsVHJournalPofPAcquiredP
ImmunePDeficiencyPSyndromesPcmuuudTH2009THcYTHZcfUda 3.1 75

121
öafetyHandHefficacyHofHolesoximeHinHpatientsHwithHtypeHZHorHnonUambulatoryHtypeHaHspinalHmuscularH
atrophyhHaHrandomisedTHdoubleUblindTHplaceboUcontrolledHphaseHZHtrialVHLancetPNeurologygPTheTH2017TH
YdTHcYaUcZZ

24.1 74

120 βllrichHcongenitalHmuscularHdystrophyhHconnectiveHtissueHabnormalitiesHinHtheHskinHsupportHoverlapH
withHshlersUranlosHsyndromesH2005THYaZoTHZgdUaXY 74

119 oHrandomizedHplaceboUcontrolledHphaseHaHtrialHofHanHantisenseHoligonucleotideTHdrisapersenTHinH
ruchenneHmuscularHdystrophyVHNeuromuscularPDisordersTH2018THZfTHbUYc 2.9 68

118 PontocerebellarHhypoplasiaHtypeHYhHclinicalHspectrumHandHrelevanceHofHsXOöqaHmutationsVH
NeurologyTH2013THfXTHbafUbd 6.5 65

117 slevatedHsatelliteHcellHnumberHinHruchenneHmuscularHdystrophyVHCellPandPTissuePResearchTH2010THabXTHcbYUf4.2 63

116
oHcombinedHlaserHmicrodissectionHandHmassHspectrometryHapproachHrevealsHnewHdiseaseHrelevantH
proteinsHaccumulatingHinHaggregatesHofHfilaminopathyHpatientsVHMolecularPandPCellularPProteomicsTH
2013THYZTHZYcUZe

7.6 59

115 qongenitalHmyasthenicHsyndromeHwithHtubularHaggregatesHcausedHbyHutPüYHmutationsVHJournalPofP
NeurologyTH2012THZcgTHfafUcX 5.5 58

114 öwzYHmutationsHandHclinicalHspectrumHinHpatientsHwithH–arinescoUöjogrenHsyndromeVHBrainTH2013TH
YadTHadabUbb 11.2 58

113 svaluationHofHqhildrenHwithHö–oHüypeHYHβnderHüreatmentHwithH usinersenHwithinHtheHsxpandedH
occessHProgramHinHuermanyVHJournalPofPNeuromuscularPDiseasesTH2018THcTHYacUYba 5 57

112 oHmultiUsourceHapproachHtoHdetermineHö–oHincidenceHandHresearchHreadyHpopulationVHJournalPofP
NeurologyTH2017THZdbTHYbdcUYbea 5.5 56

111 üheHcongenitalHandHlimbUgirdleHmuscularHdystrophieshHsharpeningHtheHfocusTHblurringHtheH
boundariesVHArchivesPofPNeurologyTH2004THdYTHYfgUgg 52

110 pVöYbatHmutationHinHlaminHoWqhHaHnewHphenotypeHcombiningHmyopathyHandHprogeriaVHAnnalsPofP
NeurologyTH2005THceTHYbfUcY 9.4 51

109 svaluationHofHbotulinumHtoxinHoHtherapyHinHchildrenHwithHadductorHspasmHbyHgrossHmotorHfunctionH
measureVHJournalPofPChildPNeurologyTH2000THYcTHZYbUe 2.5 49

108 odvancesHinHüreatmentHofHöpinalH–uscularHotrophyHUH ewHPhenotypesTH ewHqhallengesTH ewH
wmplicationsHforHqareVHJournalPofPNeuromuscularPDiseasesTH2020THeTHYUYa 5 47
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107 –yopathyHinH–arinescoUöjˆ¶grenHsyndromeHlinksHendoplasmicHreticulumHchaperoneHdysfunctionHtoH
nuclearHenvelopeHpathologyVHActaPNeuropathologicaTH2014THYZeTHedYUee 14.3 46

106 üreatmentHofHruchenneHmuscularHdystrophyHwithHciclosporinHohHaHrandomisedTHdoubleUblindTH
placeboUcontrolledHmulticentreHtrialVHLancetPNeurologygPTheTH2010THgTHYXcaUg 24.1 46

105 zifeHexpectancyHatHbirthHinHruchenneHmuscularHdystrophyhHaHsystematicHreviewHandHmetaUanalysisVH
EuropeanPJournalPofPEpidemiologyTH2020THacTHdbaUdca 12.1 44

104
–utationsHinHöubunitsHofHtheHoctivatingHöignalHqointegratorHYHqomplexHoreHossociatedHwithH
PrenatalHöpinalH–uscularHotrophyHandHqongenitalHponeHtracturesVHAmericanPJournalPofPHumanP
GeneticsTH2016THgfTHbeaUbfg

11 42

103 oHhomozygousHspliceUsiteHmutationHinHqoéöZHisHassociatedHwithHprogressiveHmyoclonicHepilepsyVH
NeurologyTH2014THfaTHZYfaUe 6.5 42

102 oHnovelHmechanismHcausingHimbalanceHofHmitochondrialHfusionHandHfissionHinHhumanHmyopathiesVH
HumanPMolecularPGeneticsTH2018THZeTHYYfdUYYgc 5.6 40

101 revelopingHstandardizedHcorticosteroidHtreatmentHforHruchenneHmuscularHdystrophyVH
ContemporaryPClinicalPTrialsTH2017THcfTHabUag 2.3 39

100 öarcoglycanopathiesVHHandbookPofPClinicalPNeurologyPkPEditedPByPPPJPVinkenPandPGPWPBruynTH2011TH
YXYTHbYUd 3 37

99 suropeanHqrossUöectionalHöurveyHof´ qurrentHqareHPracticesHforHruchenneH–uscularHrystrophyH
éevealsHéegionalHand´ ogeUrependentHrifferencesVHJournalPofPNeuromuscularPDiseasesTH2016THaTHcYeUcZe 5 36

98 suropeanHadUhocHconsensusHstatementHonHgeneHreplacementHtherapyHforHspinalHmuscularHatrophyVH
EuropeanPJournalPofPPaediatricPNeurologyTH2020THZfTHafUba 3.8 35

97 rrugHtreatmentHofHruchenneHmuscularHdystrophyhHavailableHevidenceHandHperspectivesVHActaP
MyologicaTH2012THaYTHbUf 1.6 35

96 recompressiveHcraniectomyHafterHsevereHtraumaticHbrainHinjuryHinHchildrenhHcomplicationsHandH
outcomeVHNeuropediatricsTH2015THbdTHcUYZ 1.6 34

95 ö–ortqoés´ U´ oHplatformHtoHcollectHrealUlifeHoutcomeHdataHofHpatientsHwithHspinalHmuscularHatrophyVH
OrphanetPJournalPofPRarePDiseasesTH2019THYbTHYf 4.2 33

94 odultHcareHforHruchenneHmuscularHdystrophyHinHtheHβyVHJournalPofPNeurologyTH2015THZdZTHdZgUbY 5.5 33

93 WholeUbodyHvibrationHtrainingHinHchildrenHwithHruchenneHmuscularHdystrophyHandHspinalHmuscularH
atrophyVHEuropeanPJournalPofPPaediatricPNeurologyTH2014THYfTHYbXUg 3.8 32

92 βridineHsupplementationHantagonizesHzalcitabineUinducedHmicrovesicularHsteatohepatitisHinHmiceVH
HepatologyTH2007THbcTHeZUg 11.2 32

91 ruchenneHmuscularHdystrophyHandHcaregiverHburdenhHaHsystematicHreviewVHDevelopmentalPMedicineP
andPChildPNeurologyTH2018THdXTHgfeUggd 3.3 31

90 qongenitalH–uscularHrystrophiesHandH–yopathieshHonHOverviewHandHβpdateVHNeuropediatricsTH2017TH
bfTHZbeUZdY 1.6 31
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89 obsenceHofHtranscallosalHinhibitionHinHadolescentsHwithHdiplegicHcerebralHpalsyVHMusclePandPNerveTH
1999THZZTHZccUe 3.4 29

88 wnfectionsHandHvaccinationsHprecedingHchildhoodHuuillainUparrˆ'HsyndromehHaHprospectiveHstudyVH
EuropeanPJournalPofPPediatricsTH2006THYdcTHdXcUYZ 4.1 28

87 qharacterizationHofHpulmonaryHfunctionHinHYXUYfHyearHoldHpatientsHwithHruchenneHmuscularH
dystrophyVHNeuromuscularPDisordersTH2017THZeTHaXeUaYb 2.9 27

86 äualityHofHlifeHofHpatientsHwithHspinalHmuscularHatrophyhHoHsystematicHreviewVHEuropeanPJournalPofP
PaediatricPNeurologyTH2019THZaTHabeUacd 3.8 27

85 βridineHsupplementationHantagonizesHzidovudineUinducedHmitochondrialHmyopathyHandH
hyperlactatemiaHinHmiceVHArthritisPandPRheumatismTH2008THcfTHaYfUZd 26

84 VariableHimpairmentHofHplateletHfunctionsHinHpatientsHwithHsevereTHgeneticallyHlinkedHimmuneH
deficienciesVHHaematologicaTH2018THYXaTHcbXUcbg 6.6 25

83 PredominantHfiberHatrophyHandHfiberHtypeHdisproportionHinHearlyHullrichHdiseaseVHMusclePandPNerveTH
2008THafTHYYfbUgY 3.4 25

82 éespiratoryHchainHdeficiencyHprecedesHtheHdisruptedHcalciumHhomeostasisHinHchronicHdoxorubicinH
cardiomyopathyVHCardiovascularPPathologyTH2010THYgTHeYdeUeb 3.8 24

81 öingleUcenterHexperienceHwithHintrathecalHadministrationHofH usinersenHinHchildrenHwithHspinalH
muscularHatrophyHtypeHYVHEuropeanPJournalPofPPaediatricPNeurologyTH2018THZZTHYZZUYZe 3.8 24

80 riscrepancyHinHredeterminationHofHcopyHnumbersHinHchildrenHwithHö–oVHNeurologyTH2019THgaTHZdeUZdg 6.5 23

79 üargetedHsequencingHwithHexpandedHgeneHprofileHenablesHhighHdiagnosticHyieldHinHnonUcqUspinalH
muscularHatrophiesVHHumanPMutationTH2018THagTHYZfbUYZgf 4.7 22

78 üheHüésoüU –rHcareHandHtrialHsiteHregistryhHanHonlineHregistryHtoHfacilitateHclinicalHresearchHforH
neuromuscularHdiseasesVHOrphanetPJournalPofPRarePDiseasesTH2013THfTHYeY 4.2 22

77 sxpandingHPhenotypeHofHreH ovoH–utationsHinHu oOYhHtourH ewHqasesHandHéeviewHofHziteratureVH
NeuropediatricsTH2017THbfTHaeYUaee 1.6 21

76 üP–aHdeletionsHcauseHaHhypercontractileHcongenitalHmuscleHstiffnessHphenotypeVHAnnalsPofP
NeurologyTH2015THefTHgfZUggb 9.4 21

75 odvancesHinHtheHdiagnosisHofHinheritedHneuromuscularHdiseasesHandHimplicationsHforHtherapyH
developmentVHLancetPNeurologygPTheTH2020THYgTHcZZUcaZ 24.1 21

74
otalurenHuseHinHpatientsHwithHnonsenseHmutationHruchenneHmuscularHdystrophyhHpatientH
demographicsHandHcharacteristicsHfromHtheHöüéwrsHéegistryVHJournalPofPComparativePEffectivenessP
ResearchTH2019THfTHYYfeUYZXX

2.1 21

73 éespiratoryHchainHdeficiencyHinHnonmitochondrialHdiseaseVHNeurologyvPGeneticsTH2015THYTHed 3.8 19

72 –uscleUfiberHtransdifferentiationHinHanHexperimentalHmodelHofHrespiratoryHchainHmyopathyVHArthritisP
ResearchPandPTherapyTH2012THYbTHéZaa 5.7 19

(2012-1999)

5



71 –etaUanalysesHofHatalurenHrandomizedHcontrolledHtrialsHinHnonsenseHmutationHruchenneHmuscularH
dystrophyVHJournalPofPComparativePEffectivenessPResearchTH2020THgTHgeaUgfb 2.1 19

70  ovelHhomozygousHéoéöZHmutationHinHtwoHsiblingsHwithoutHpontocerebellarHhypoplasiaHUHfurtherH
expansionHofHtheHphenotypicHspectrumVHOrphanetPJournalPofPRarePDiseasesTH2016THYYTHYbX 4.2 18

69 öomatropinHtreatmentHofHspinalHmuscularHatrophyhHaHplaceboUcontrolledTHdoubleUblindHcrossoverH
pilotHstudyVHNeuromuscularPDisordersTH2014THZbTHYabUbZ 2.9 18

68 qongenitalHmuscularHdystrophiesVHHandbookPofPClinicalPNeurologyPkPEditedPByPPPJPVinkenPandPGPWP
BruynTH2013THYYaTHYaeeUfc 3 18

67 potulinumHtoxinHtreatmentHinHcerebralHpalsyhHevidenceHforHaHnewHtreatmentHoptionVHJournalPofP
NeurologyTH2001THZbfHöupplHYTHZfUaX 5.5 18

66 oHchecklistHforHclinicalHtrialsHinHrareHdiseasehHobstaclesHandHanticipatoryHactionsUlessonsHlearnedHfromH
theHtOéUr–rHtrialVHTrialsTH2018THYgTHZgY 2.8 17

65 vighHcreatineHkinaseHlevelsHandHwhiteHmatterHchangeshHclinicalHandHgeneticHspectrumHofHcongenitalH
muscularHdystrophiesHwithHlamininHalphaUZHdeficiencyVHMolecularPandPCellularPProbesTH2014THZfTHYYfUZZ 3.3 17

64 OralHuridineHsupplementationHantagonizesHtheHperipheralHneuropathyHandHencephalopathyHinducedH
byHantiretroviralHnucleosideHanaloguesVHAidsTH2010THZbTHabcUcZ 3.5 17

63 qlinicalHpresentationHandHproteomicHsignatureHofHpatientsHwithHüo uOZHmutationsVHJournalPofP
InheritedPMetabolicPDiseaseTH2020THbaTHZgeUaXf 5.4 17

62 oHcaseHofHchildhoodHPompeHdiseaseHdemonstratingHphenotypicHvariabilityHofHpVospdbcosnVH
NeuromuscularPDisordersTH2004THYbTHaeYUb 2.9 16

61 PredictorsHofHvealthUéelatedHäualityHofHzifeHinHboysHwithHruchenneHmuscularHdystrophyHfromHsixH
suropeanHcountriesVHJournalPofPNeurologyTH2017THZdbTHeXgUeZa 5.5 15

60 OWhyHdoHchildrenHwithHcerebralHpalsyHdiscontinueHtherapyHwithHbotulinumHtoxinHomOVHDevelopmentalP
MedicinePandPChildPNeurologyTH2006THbfTHaYgUZX 3.3 14

59 odductorHspasticityHinHchildrenHwithHcerebralHpalsyHandHtreatmentHwithHbotulinumHtoxinHtypeHohHtheH
parentsOHviewHofHfunctionalHoutcomeVHEuropeanPJournalPofPNeurologyTH1999THdTHsbeUscX 6 14

58 riagnosisHandH ewHüreatmentHovenuesHinHöpinalH–uscularHotrophyVHNeuropediatricsTH2017THbfTHZeaUZfY 1.6 13

57
sffectHandHsafetyHofHtreatmentHwithHoqsUinhibitorHsnalaprilHandH˛†UblockerHmetoprololHonHtheHonsetH
ofHleftHventricularHdysfunctionHinHruchenneHmuscularHdystrophyHUHaHrandomizedTHdoubleUblindTH
placeboUcontrolledHtrialVHOrphanetPJournalPofPRarePDiseasesTH2019THYbTHYXc

4.2 13

56 öevereHnemalineHmyopathyHassociatedHwithHconsecutiveHmutationsHsebrHandHvecYHonHaHsingleH
oqüoYHalleleVHNeuromuscularPDisordersTH2009THYgTHbfYUb 2.9 13

55 reUduplicatingHpatientHrecordsHfromHthreeHindependentHdataHsourcesHrevealsHtheHincidenceHofHrareH
neuromuscularHdisordersHinHuermanyVHOrphanetPJournalPofPRarePDiseasesTH2019THYbTHYcZ 4.2 12

54 uuidanceHinHsocialHandHethicalHissuesHrelatedHtoHclinicalTHdiagnosticHcareHandHnovelHtherapiesHforH
hereditaryHneuromuscularHrareHdiseaseshHJtranslatingJHtheHtranslationalVHPLOSPCurrentsTH2013THcTH 12
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53 zateUonsetHautosomalHdominantHlimbHgirdleHmuscularHdystrophyHandHPagetOsHdiseaseHofHboneH
unlinkedHtoHtheHVqPHgeneHlocusVHJournalPofPthePNeurologicalPSciencesTH2010THZgYTHegUfc 3.2 11

52 zongUüermHtollowUβpHonHvealthUéelatedHäualityHofHzifeHofterH–echanicalHqirculatoryHöupportHinH
qhildrenVHPediatricPCriticalPCarePMedicineTH2017THYfTHYedUYfZ 3 10

51 éoleHofHpyrimidineHdepletionHinHtheHmitochondrialHcardiotoxicityHofHnucleosideHanalogueHreverseH
transcriptaseHinhibitorsVHJournalPofPAcquiredPImmunePDeficiencyPSyndromesPcmuuudTH2010THccTHccXUe 3.1 10

50 oHmildHcaseHofHmolybdenumHcofactorHdeficiencyHdefinesHanHalternativeHrouteHofH–OqöYHproteinH
maturationVHJournalPofPInheritedPMetabolicPDiseaseTH2018THbYTHYfeUYgd 5.4 9

49
öafetyHandHefficacyHofHonceUdailyHrisdiplamHinHtypeHZHandHnonUambulantHtypeHaHspinalHmuscularH
atrophyHPöβ twövHpartHZQhHaHphaseHaTHdoubleUblindTHrandomisedTHplaceboUcontrolledHtrialVVHLancetP
NeurologygPTheTH2022THZYTHbZUcZ

24.1 9

48 öafetyH–onitoringHofHueneHüherapyHforHöpinalH–uscularHotrophyHwithHOnasemnogeneHobeparvovecH
UoHöingleHqentreHsxperienceVHJournalPofPNeuromuscularPDiseasesTH2021THfTHZXgUZYd 5 9

47 vereditaryHneuralgicHamyotrophyHinHchildhoodHcausedHbyHduplicationHwithinHtheHösPügHgenehHoH
familyHstudyVHCytoskeletonTH2019THedTHYaYUYad 2.4 8

46 –itochondrialHfattyHacidHbiosynthesisHandHmuscleHfiberHplasticityHinHveryHlongUchainHacylUqooH
dehydrogenaseUdeficientHmiceVHFEBSPLettersTH2018THcgZTHZYgUZaZ 3.8 8

45 ésöüOéshHoHProspectiveH–ultinationalHéegistryHofHPatientsHwithHueneticallyHqonfirmedHöpinalH
–uscularHotrophyHUHéationaleHandHötudyHresignVHJournalPofPNeuromuscularPDiseasesTH2020THeTHYbcUYcZ 5 7

44 ZidovudineHinducesHvisceralHmitochondrialHtoxicityHandHintraUabdominalHfatHgainHinHaHrodentHmodelH
ofHlipodystrophyVHAntiviralPTherapyTH2014THYgTHefaUgZ 1.6 7

43 –itochondrialHr oHmutationHYbbfeülqHmanifestingHasHzeberOsHhereditaryHopticHneuropathyVH
JournalPofPNeurologyTH2015THZdZTHZeedUg 5.5 7

42 vealthUéelatedHäualityHofHzifeHinHPatientsHwithHodultUOnsetH–yotonicHrystrophyHüypeHYhHoH
öystematicHéeviewVHPatientTH2019THYZTHadcUaea 3.7 6

41 riagnoseHundHüherapieHderH–uskeldystrophieHruchenneVHMonatsschriftPFurPKinderheilkundeTH2012TH
YdXTHYeeUYfd 0.2 6

40 qongenitalHmyasthenicHsyndromeHwithHmildHintellectualHdisabilityHcausedHbyHaHrecurrentHözqZcoYH
variantVHEuropeanPJournalPofPHumanPGeneticsTH2020THZfTHaeaUaee 5.3 6

39 qrcgHdeficiencyHpresentingHasHpolyneuropathyHandH–oyamoyaHsyndromeHwithHendothelialH
abnormalitiesHofHsmallHbrainHvesselsVHEuropeanPJournalPofPPaediatricPNeurologyTH2018THZZTHfeXUfee 3.8 6

38
sffectHofHrifferentHqorticosteroidHrosingHéegimensHonHqlinicalHOutcomesHinHpoysHWithHruchenneH
–uscularHrystrophyhHoHéandomizedHqlinicalHürialVVHJAMAPhPJournalPofPthePAmericanPMedicalP
AssociationTH2022TH

27.4 6

37 –uscleHhypertrophyHofHtheHlowerHlegHcausedHbyHzcHradiculopathyVHJointPBonePSpineTH2009THedTHcdZUb 2.9 5

36 üreatmentHwithH usinersenHUHqhallengesHéegardingHtheHwndicationHforHqhildrenHwithHö–oHüypeHYVH
JournalPofPNeuromuscularPDiseasesTH2020THeTHbYUbd 5 5
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35 –zwPHcausesHrecessiveHmyopathyHwithHrhabdomyolysisTHmyalgiaHandHbaselineHelevated´ HserumH
creatineHkinaseVHBrainTH2021THYbbTHZeZZUZeaY 11.2 5

34 zongUtermHfollowUupHofHpatientsHwithHtypeHZHandHnonUambulantHtypeHaHspinalHmuscularHatrophyH
Pö–oQHtreatedHwithHolesoximeHinHtheHOzsOöHtrialVHNeuromuscularPDisordersTH2020THaXTHgcgUgdg 2.9 4

33 oHcomparativeHstudyHofHcareHpracticesHforHyoungHboysHwithHruchenneHmuscularHdystrophyHbetweenH
xapanHandHsuropeanHcountrieshHwmplicationsHofHearlyHdiagnosisVHNeuromuscularPDisordersTH2017THZeTHfgbUgXb2.9 4

32 zossHofHfunctionHmutationsHinHus–w cHcauseHaHneurodevelopmentalHdisorderVHNatureP
CommunicationsTH2021THYZTHZccf 17.4 4

31 reHnovoHvariantHinHöq boHcausesHneonatalHsodiumHchannelHmyotoniaHwithHgeneralHmuscleHstiffnessH
andHrespiratoryHfailureVHNeuromuscularPDisordersTH2019THZgTHgXeUgXg 2.9 3

30 üwoHnovelHnebulinHvariantsHinHanHadultHpatientHwithHcongenitalHnemalineHmyopathyVHNeuromuscularP
DisordersTH2015THZcTHagZUd 2.9 3

29 –easuringHmuscleHstrengthHinHclinicalHtrialsHâ��HouthorsOHreplyVHLancetPNeurologygPTheTH2010THgTHYYbdUYYbe 24.1 3

28 OutcomesHinHruchenneHmuscularHdystrophyhHnatureTHnurtureTHcultureUorHallHthreemVHDevelopmentalP
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