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k Paper IF Citations

141 uodyLmassLindexLinLtypeLeLspinalLmuscularLatrophymLaLlongitudinalLstudyaaLEuropeannJournalnofn
PediatricsXL2022XLd 4.1 0

140
xxpandingLtheLclinicalYpathologicalLandLgeneticLspectrumLofLRYRdYrelatedLcongenitalLmyopathiesL
withLcoresLandLminicoresmLanLItalianLpopulationLstudyaaLActanNeuropathologicanCommunicationsXL2022
XLdcXLhg

7.3 1

139 zeneticLmodifiersLofLupperLlimbLfunctionLinLwuchenneLmuscularLdystrophyaaLJournalnofnNeurologyXL
2022XLd 5.5 1

138 HepatobiliaryLdiseaseLinLXLMTMmLaLcommonLcomorbidityLwithLpotentialLimpactLonLtreatmentL
strategiesaLOrphanetnJournalnofnRarenDiseasesXL2021XLdiXLgeh 4.2 2

137 InternationalLretrospectiveLnaturalLhistoryLstudyLofLYrelatedLcongenitalLmuscularLdystrophyaLBrainn
CommunicationsXL2021XLfXLfcabcjh 4.5 2

136 SpinalLmuscularLatrophymLstateLofLtheLartLandLnewLtherapeuticLstrategiesaLNeurologicalnSciencesXL
2021XLd 3.5 5

135 NusinersenLinLpediatricLandLadultLpatientsLwithLtypeLIIILspinalLmuscularLatrophyaLAnnalsnofnClinicaln
andnTranslationalnNeurologyXL2021XLkXLdieeYdifg 5.3 6

134 NorthLStarLtmbulatoryLtssessmentLchangesLinLambulantLwuchenneLboysLamenableLtoLskipLexonsL
ggXLghXLhdXLandLhfmLtLfLyearLfollowLupaLPLoSnONEXL2021XLdiXLecehfkke 3.7 1

133 vircadianLzenesLasLxxploratoryLuiomarkersLinLwMwmLResultsLyromLuothLtheLMouseLModelLandL
PatientsaLFrontiersninnPhysiologyXL2021XLdeXLijkljg 4.6 0

132 RespiratoryLTrajectoriesLinLTypeLeLandLfLSpinalLMuscularLttrophyLinLtheLiSMtvLvohortLStudyaL
NeurologyXL2021XLliXLehkjYehll 6.5 12

131 tgeLrelatedLtreatmentLeffectLinLtypeLIILSpinalLMuscularLttrophyLpediatricLpatientsLtreatedLwithL
nusinersenaLNeuromuscularnDisordersXL2021XLfdXLhliYice 2.9 9

130 tgeYrelatedLsensoryLneuropathyLinLpatientsLwithLspinalLmuscularLatrophyLtypeLdaLMusclenandnNerveXL
2021XLigXLhllYicf 3.4

129 zrowthLpatternsLinLchildrenLwithLspinalLmuscularLatrophyaLOrphanetnJournalnofnRarenDiseasesXL2021XL
diXLfjh 4.2 3

128 LongYTermLSafetyLandLUsefulnessLofLMexiletineLinLaLLargeLvohortLofLPatientsLtffectedLbyL
NonYdystrophicLMyotoniasaLFrontiersninnNeurologyXL2020XLddXLfcc 4.1 8

127 PredictiveLenergyLequationsLforLspinalLmuscularLatrophyLtypeLILchildrenaLAmericannJournalnofnClinicaln
NutritionXL2020XLdddXLlkfYlli 7 4

126 wiagnosticLjourneyLinLSpinalLMuscularLttrophymLIsLitLstillLanLodysseyraLPLoSnONEXL2020XLdhXLecefcijj 3.7 15

125 vytokineLProfileLinLStriatedLMuscleLLaminopathiesmLNewLPromisingLuiomarkersLforLwiseaseL
PredictionaLCellsXL2020XLlXL 7.9 2
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124 zeneticLmodifiersLofLrespiratoryLfunctionLinLwuchenneLmuscularLdystrophyaLAnnalsnofnClinicalnandn
TranslationalnNeurologyXL2020XLjXLjkiYjlk 5.3 14

123 wuchenneLwilatedLvardiomyopathymLvardiacLManagementLfromLPreventionLtoLtdvancedL
vardiovascularLTherapiesaLJournalnofnClinicalnMedicineXL2020XLlXL 5.1 10

122
tLRecurrentLPathogenicLVariantLofLUnderliesLtutosomalLRecessiveLvongenitalLMuscularLwystrophyL
WithLvataractsLandLIntellectualLwisabilitymLxvidenceLforLaLyounderLxffectLinLSouthernLItalyaLFrontiersn
innGeneticsXL2020XLddXLhihkik

4.5 2

121 vlinicalLVariabilityLinLSpinalLMuscularLttrophyLTypeLIIIaLAnnalsnofnNeurologyXL2020XLkkXLddclYdddj 9.4 14

120 HeartLrateLreductionLstrategyLusingLivabradineLinLendYstageLwuchenneLcardiomyopathyaL
InternationalnJournalnofnCardiologyXL2019XLekcXLllYdcf 3.2 9

119 LongYtermLnaturalLhistoryLdataLinLwuchenneLmuscularLdystrophyLambulantLpatientsLwithLmutationsL
amenableLtoLskipLexonsLggXLghXLhdLandLhfaLPLoSnONEXL2019XLdgXLecedkikf 3.7 21

118 XYlinkedLmyotubularLmyopathymLtLprospectiveLinternationalLnaturalLhistoryLstudyaLNeurologyXL2019XL
leXLedkheYedkij 6.5 33

117 vlinicalYgeneticLfeaturesLandLpeculiarLmuscleLhistopathologyLinLinfantileLwNMdLYrelatedL
mitochondrialLepilepticLencephalopathyaLHumannMutationXL2019XLgcXLicdYidk 4.7 22

116 StmishLNemalineLMyopathySLinLeLItalianLsiblingsLharbouringLaLnovelLhomozygousLmutationLinL
TroponinYILgeneaLNeuromuscularnDisordersXL2019XLelXLjiiYjjc 2.9 8

115 xvaluationLofLgaitLinLwuchenneLMuscularLwystrophymLRelationLofLfwLgaitLanalysisLtoLclinicalL
assessmentaLNeuromuscularnDisordersXL2019XLelXLlecYlel 2.9 4

114 wevelopmentLofLanLacademicLdiseaseLregistryLforLspinalLmuscularLatrophyaLNeuromuscularnDisordersXL
2019XLelXLjlgYjll 2.9 17

113 LongitudinalLnaturalLhistoryLinLyoungLboysLwithLwuchenneLmuscularLdystrophyaLNeuromuscularn
DisordersXL2019XLelXLkhjYkie 2.9 12

112 vardiacLandLNeuromuscularLyeaturesLofLPatientsLWithLLMNtYRelatedLvardiomyopathyaLAnnalsnofn
InternalnMedicineXL2019XLdjdXLghkYgif 8 22

111 ItalianLrecommendationsLforLdiagnosisLandLmanagementLofLcongenitalLmyasthenicLsyndromesaL
NeurologicalnSciencesXL2019XLgcXLghjYgik 3.5 16

110 UpperLlimbLfunctionLinLwuchenneLmuscularLdystrophymLegLmonthLlongitudinalLdataaLPLoSnONEXL2018XL
dfXLecdlleef 3.7 28

109 tnLobservationalLstudyLofLfunctionalLabilitiesLinLinfantsXLchildrenXLandLadultsLwithLtypeLdLSMtaL
NeurologyXL2018XLldXLeiliYejcf 6.5 12

108 ImplicitLlearningLdeficitLinLchildrenLwithLwuchenneLmuscularLdystrophymLxvidenceLforLaLcerebellarL
cognitiveLimpairmentraLPLoSnONEXL2018XLdfXLecdlddig 3.7 13

107 uroadLphenotypicLspectrumLandLgenotypeYphenotypeLcorrelationsLinLzMPPuYrelatedL
dystroglycanopathiesmLanLItalianLcrossYsectionalLstudyaLOrphanetnJournalnofnRarenDiseasesXL2018XLdfXLdjc 4.2 21

(2018-2020)
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106 vopyLNumberLVariantsLtccountLforLaLTinyLyractionLofLUndiagnosedLMyopathicLPatientsaLGenesXL2018
XLlXL 4.2 4

105 wiagnosisLofLwuchenneLMuscularLwystrophyLinLItalyLinLtheLlastLdecademLvriticalLissuesLandLareasLforL
improvementsaLNeuromuscularnDisordersXL2017XLejXLggjYghd 2.9 24

104 MuscleLMRILinLneutralLlipidLstorageLdiseaseLTNLSwUaLJournalnofnNeurologyXL2017XLeigXLdffgYdfge 5.5 11

103 SomaticLmosaicismLrepresentsLanLunderestimatedLeventLunderlyingLcollagenLiYrelatedLdisordersaL
EuropeannJournalnofnPaediatricnNeurologyXL2017XLedXLkjfYkkf 3.8 4

102 NeutralLLipidLStorageLwiseasesmLclinicalbgeneticLfeaturesLandLnaturalLhistoryLinLaLlargeLcohortLofL
ItalianLpatientsaLOrphanetnJournalnofnRarenDiseasesXL2017XLdeXLlc 4.2 34

101 IntegratedLcareLofLmuscularLdystrophiesLinLItalyaLPartLdaLPharmacologicalLtreatmentLandL
rehabilitativeLinterventionsaLActanMyologicaXL2017XLfiXLdlYeg 1.6 2

100 tLnovelLtIyMdLmutationLexpandsLtheLphenotypeLtoLanLinfantileLmotorLneuronLdiseaseaLEuropeann
JournalnofnHumannGeneticsXL2016XLegXLgifYi 5.3 36

99 NovelLfindingsLassociatedLwithLMTMdLsuggestLaLhigherLnumberLofLfemaleLsymptomaticLcarriersaL
NeuromuscularnDisordersXL2016XLeiXLeleYl 2.9 20

98 PatternsLofLdiseaseLprogressionLinLtypeLeLandLfLSMtmLImplicationsLforLclinicalLtrialsaLNeuromuscularn
DisordersXL2016XLeiXLdeiYfd 2.9 105

97 HealthYrelatedLqualityLofLlifeLandLfunctionalLchangesLinLwMwmLtLdeYmonthLlongitudinalLcohortLstudyaL
NeuromuscularnDisordersXL2016XLeiXLdklYli 2.9 20

96 RevisedLNorthLStarLtmbulatoryLtssessmentLforLYoungLuoysLwithLwuchenneLMuscularLwystrophyaL
PLoSnONEXL2016XLddXLecdicdlh 3.7 27

95 TimedLRiseLfromLyloorLasLaLPredictorLofLwiseaseLProgressionLinLwuchenneLMuscularLwystrophymLtnL
ObservationalLStudyaLPLoSnONEXL2016XLddXLecdhdggh 3.7 22

94 NewLMutationsLinLNxuLzeneLwiscoveredLbyLTargetedLNextYzenerationLSequencingLinLNemalineL
MyopathyLItalianLPatientsaLJournalnofnMolecularnNeuroscienceXL2016XLhlXLfhdYl 3.3 13

93 weepLRNtLprofilingLidentifiedLvLOvKLandLmolecularLclockLgenesLasLpathophysiologicalLsignaturesL
inLcollagenLVILmyopathyaLJournalnofnCellnScienceXL2016XLdelXLdijdYkg 5.3 12

92 TranslationalLapproachLtoLaddressLtherapyLinLmyotoniaLpermanensLdueLtoLaLnewLSvNgtLmutationaL
NeurologyXL2016XLkiXLedccYk 6.5 15

91 HistologicalLeffectsLofLgivinostatLinLboysLwithLwuchenneLmuscularLdystrophyaLNeuromuscularn
DisordersXL2016XLeiXLigfYigl 2.9 96

90 TuvxLMutationsLvauseLxarlyYOnsetLProgressiveLxncephalopathyLwithLwistalLSpinalLMuscularL
ttrophyaLAmericannJournalnofnHumannGeneticsXL2016XLllXLljgYlkf 11 37

89
uenefitsLofLglucocorticoidsLinLnonYambulantLboysbmenLwithLwuchenneLmuscularLdystrophymLtL
multicentricLlongitudinalLstudyLusingLtheLPerformanceLofLUpperLLimbLtestaLNeuromuscularnDisordersXL
2015XLehXLjglYhf

2.9 35
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88 vardiacLfunctionLinLtypesLIILandLIIILspinalLmuscularLatrophymLshouldLweLchangeLstandardsLofLcareraL
NeuropediatricsXL2015XLgiXLffYi 1.6 9

87 yunctionalLandLMorphologicalLImprovementLofLwystrophicLMuscleLbyLInterleukinLiLReceptorL
ulockadeaLEBioMedicineXL2015XLeXLekhYlf 8.8 47

86 LongLtermLfollowYupLtoLevaluateLtheLefficacyLofLmiglustatLtreatmentLinLItalianLpatientsLwithL
NiemannYPickLdiseaseLtypeLvaLOrphanetnJournalnofnRarenDiseasesXL2015XLdcXLee 4.2 45

85 MuscleLimagingLinLfibrodysplasiaLossificansLprogressivamLTheLneurologistSsLperspectiveaL
NeuromuscularnDisordersXL2015XLehXLijeYf 2.9 1

84 ventronuclearLmyopathiesmLgenotypeYphenotypeLcorrelationLandLfrequencyLofLdefinedLgeneticL
formsLinLanLItalianLcohortaLJournalnofnNeurologyXL2015XLeieXLdjekYgc 5.5 42

83 HistologicLmuscularLhistoryLinLsteroidYtreatedLandLuntreatedLpatientsLwithLwuchenneLdystrophyaL
NeurologyXL2015XLkhXLdkkiYlf 6.5 29

82 wevelopmentalLlagLofLvisuospatialLattentionLinLwuchenneLmuscularLdystrophyaLResearchninn
DevelopmentalnDisabilitiesXL2015XLfivXLhhYid 2.7 5

81 SpinalLmuscularLatrophyLassociatedLwithLprogressiveLmyoclonicLepilepsymLtLrareLconditionLcausedLbyL
mutationsLinLtStHdaLEpilepsiaXL2015XLhiXLileYk 6.4 25

80 OldLmeasuresLandLnewLscoresLinLspinalLmuscularLatrophyLpatientsaLMusclenandnNerveXL2015XLheXLgfhYj 3.4 5

79 xarlyLNeurodevelopmentalLyindingsLPredictLSchoolLtgeLvognitiveLtbilitiesLinLwuchenneLMuscularL
wystrophymLtLLongitudinalLStudyaLPLoSnONEXL2015XLdcXLecdffedg 3.7 16

78 MuscleLimagingLinLpatientsLwithLtubularLaggregateLmyopathyLcausedLbyLmutationsLinLSTIMdaL
NeuromuscularnDisordersXL2015XLehXLklkYlcf 2.9 9

77 SuitabilityLofLNorthLStarLtmbulatoryLtssessmentLinLyoungLboysLwithLwuchenneLmuscularLdystrophyaL
NeuromuscularnDisordersXL2015XLehXLdgYk 2.9 24

76 PrevalenceLofLcongenitalLmuscularLdystrophyLinLItalymLaLpopulationLstudyaLNeurologyXL2015XLkgXLlcgYdd 6.5 49

75 xffectLofLmexiletineLonLtransitoryLdepressionLofLcompoundLmotorLactionLpotentialLinLrecessiveL
myotoniaLcongenitaaLClinicalnNeurophysiologyXL2015XLdeiXLfllYgcf 4.3 18

74 vhildhoodLonsetLtubularLaggregateLmyopathyLassociatedLwithLdeLnovoLSTIMdLmutationsaLJournalnofn
NeurologyXL2014XLeidXLkjcYi 5.5 41

73 HammersmithLyunctionalLMotorLScaleLandLMotorLyunctionLMeasureYecLinLnonLambulantLSMtL
patientsaLNeuromuscularnDisordersXL2014XLegXLfgjYhe 2.9 32

72 PersistentLpulmonaryLarterialLhypertensionLinLtheLnewbornLTPPHNUmLaLfrequentLmanifestationLofL
TMxMjcLdefectiveLpatientsaLMolecularnGeneticsnandnMetabolismXL2014XLdddXLfhfYfhl 3.7 28

71 MuscleLmagneticLresonanceLimagingLandLhistopathologyLinLtvTtdYrelatedLcongenitalLnemalineL
myopathyaLMusclenandnNerveXL2014XLhcXLdcddYi 3.4 11

(2014-2015)
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70 LongLtermLnaturalLhistoryLdataLinLambulantLboysLwithLwuchenneLmuscularLdystrophymLfiYmonthL
changesaLPLoSnONEXL2014XLlXLedckech 3.7 82

69 LMNtYassociatedLmyopathiesmLtheLItalianLexperienceLinLaLlargeLcohortLofLpatientsaLNeurologyXL2014XL
kfXLdifgYgg 6.5 45

68 iLMinuteLwalkLtestLinLwuchenneLMwLpatientsLwithLdifferentLmutationsmLdeLmonthLchangesaLPLoSn
ONEXL2014XLlXLekfgcc 3.7 56

67 ReliabilityLofLtheLPerformanceLofLUpperLLimbLassessmentLinLwuchenneLmuscularLdystrophyaL
NeuromuscularnDisordersXL2014XLegXLecdYi 2.9 68

66 LeiomodinYfLdysfunctionLresultsLinLthinLfilamentLdisorganizationLandLnemalineLmyopathyaLJournalnofn
ClinicalnInvestigationXL2014XLdegXLgilfYjck 15.9 118

65 TheLiLminuteLwalkLtestLandLperformanceLofLupperLlimbLinLambulantLduchenneLmuscularLdystrophyL
boysaLPLOSnCurrentsXL2014XLiXL 21

64
vharacterizationLofLaLrareLcaseLofLUllrichLcongenitalLmuscularLdystrophyLdueLtoLtruncatingL
mutationsLwithinLtheLvOLitdLgeneLvYterminalLdomainmLaLcaseLreportaLBMCnMedicalnGeneticsXL2013XL
dgXLhl

2.1 9

63 SixLminuteLwalkLtestLinLtypeLIIILspinalLmuscularLatrophymLaLdemonthLlongitudinalLstudyaL
NeuromuscularnDisordersXL2013XLefXLiegYk 2.9 35

62 PontocerebellarLhypoplasiaLtypeLiLcausedLbyLmutationsLinLRtRSemLdefinitionLofLtheLclinicalL
spectrumLandLmolecularLfindingsLinLfiveLpatientsaLJournalnofnInheritednMetabolicnDiseaseXL2013XLfiXLgfYhf 5.4 62

61 ventronuclearLmyopathyLrelatedLtoLdynaminLeLmutationsmLclinicalXLmorphologicalXLmuscleLimagingL
andLgeneticLfeaturesLofLanLItalianLcohortaLNeuromuscularnDisordersXL2013XLefXLeelYfk 2.9 45

60 tLnewLdeLnovoLmissenseLmutationLinLMYHeLexpandsLclinicalLandLgeneticLfindingsLinLhereditaryL
myosinLmyopathiesaLNeuromuscularnDisordersXL2013XLefXLgfjYgc 2.9 15

59 wuchenneLmuscularLdystrophyLandLepilepsyaLNeuromuscularnDisordersXL2013XLefXLfdfYh 2.9 42

58 xfficacyLofLmiglustatLinLNiemannYPickLvLdiseasemLaLsingleLcentreLexperienceaLMolecularnGeneticsnandn
MetabolismXL2013XLddcXLfelYfh 3.7 16

57 NaturalLhistoryLofLpulmonaryLfunctionLinLcollagenLVIYrelatedLmyopathiesaLBrainXL2013XLdfiXLfiehYff 11.2 69

56 RiboflavinLtransporterLfLinvolvementLinLinfantileLurownYVialettoYVanLLaereLdiseasemLtwoLnovelL
mutationsaLJournalnofnMedicalnGeneticsXL2013XLhcXLdcgYj 5.8 27

55 egLmonthLlongitudinalLdataLinLambulantLboysLwithLwuchenneLmuscularLdystrophyaLPLoSnONEXL2013XL
kXLehehde 3.7 75

54 TheLuseLofLmuscleLbiopsyLinLtheLdiagnosisLofLundefinedLataxiaLwithLcerebellarLatrophyLinLchildrenaL
EuropeannJournalnofnPaediatricnNeurologyXL2012XLdiXLegkYhi 3.8 26

53 RituximabLinLaLchildhoodYonsetLidiopathicLrefractoryLchronicLinflammatoryLdemyelinatingL
polyneuropathyaLEuropeannJournalnofnPaediatricnNeurologyXL2012XLdiXLfcdYf 3.8 15
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52 tllelicLandLphenotypicLheterogeneityLinLglLItalianLpatientsLwithLtheLmuscleLformLofLvPTYIIL
deficiencyaLClinicalnGeneticsXL2012XLkeXLefeYl 4 33

51 tttentionLdeficitLhyperactivityLdisorderLandLcognitiveLfunctionLinLwuchenneLmuscularLdystrophymL
phenotypeYgenotypeLcorrelationaLJournalnofnPediatricsXL2012XLdidXLjchYlaed 3.6 82

50 yetalLacetylcholineLreceptorLinactivationLsyndromeLandLmaternalLmyastheniaLgravismLaLcaseLreportaL
NeuromuscularnDisordersXL2012XLeeXLhgiYk 2.9 13

49 RespiratoryLandLcardiacLfunctionLinLcongenitalLmuscularLdystrophiesLwithLalphaLdystroglycanL
deficiencyaLNeuromuscularnDisordersXL2012XLeeXLikhYl 2.9 26

48 IncreasedLmuscleLexpressionLofLinterleukinYdjLinLwuchenneLmuscularLdystrophyaLNeurologyXL2012XL
jkXLdfclYdg 6.5 34

47
zeneticLcharacterizationLinLsymptomaticLfemaleLwMwLcarriersmLlackLofLrelationshipLbetweenL
XYinactivationXLtranscriptionalLwMwLalleleLbalancingLandLphenotypeaLBMCnMedicalnGeneticsXL2012XL
dfXLjf

2.1 42

46 TheLempowermentLofLtranslationalLresearchmLlessonsLfromLlaminopathiesaLOrphanetnJournalnofnRaren
DiseasesXL2012XLjXLfj 4.2 5

45 xxonLghLskippingLthroughLUdYsnRNtLantisenseLmoleculesLrecoversLtheLwysYnNOSLpathwayLandL
muscleLdifferentiationLinLhumanLwMwLmyoblastsaLMolecularnTherapyXL2012XLecXLedfgYge 11.7 37

44 urownYVialettoYvanLLaereLandLyazioYLondeLoverlapLsyndromesmLaLclinicalXLbiochemicalLandLgeneticL
studyaLNeuromuscularnDisordersXL2012XLeeXLdcjhYke 2.9 32

43 vardiomyopathyLinLpatientsLwithLPOMTdYrelatedLcongenitalLandLlimbYgirdleLmuscularLdystrophyaL
EuropeannJournalnofnHumannGeneticsXL2012XLecXLdefgYl 5.3 23

42 ImportanceLofLSPPdLgenotypeLasLaLcovariateLinLclinicalLtrialsLinLwuchenneLmuscularLdystrophyaL
NeurologyXL2012XLjlXLdhlYie 6.5 62

41 zMdLgangliosidosisLandLMorquioLuLdiseasemLanLupdateLonLgeneticLalterationsLandLclinicalLfindingsaL
BiochimicanEtnBiophysicanActan-nMolecularnBasisnofnDiseaseXL2011XLdkdeXLjkeYlc 6.9 95

40 MosaicLcaveolinYfLexpressionLinLacquiredLripplingLmuscleLdiseaseLwithoutLevidenceLofLmyastheniaL
gravisLorLacetylcholineLreceptorLautoantibodiesaLNeuromuscularnDisordersXL2011XLedXLdlgYecf 2.9 15

39 LowYrateLrepetitiveLnerveLstimulationLprotocolLinLanLItalianLcohortLofLpatientsLaffectedLbyLrecessiveL
myotoniaLcongenitaaLJournalnofnClinicalnNeurophysiologyXL2011XLekXLflYgg 2.2 17

38 vongenitalLmuscularLdystrophiesmLaLbriefLreviewaLSeminarsninnPediatricnNeurologyXL2011XLdkXLejjYkk 2.9 68

37 tLnewLformLofLalphaYdystroglycanopathyLassociatedLwithLsevereLdrugYresistantLepilepsyLandL
unusualLxxzLfeaturesaLEpilepticnDisordersXL2011XLdfXLehlYie 1.9 4

36 SpinalLmuscularLatrophyaLOrphanetnJournalnofnRarenDiseasesXL2011XLiXLjd 4.2 223

35 miRNtsLasLserumLbiomarkersLforLwuchenneLmuscularLdystrophyaLEMBOnMolecularnMedicineXL2011XLfXLehkYih12 201

(2011-2012)
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34 SMNLtranscriptLlevelsLinLleukocytesLofLSMtLpatientsLdeterminedLbyLabsoluteLrealYtimeLPvRaL
EuropeannJournalnofnHumannGeneticsXL2010XLdkXLheYk 5.3 36

33 SalbutamolLincreasesLsurvivalLmotorLneuronLTSMNULtranscriptLlevelsLinLleucocytesLofLspinalLmuscularL
atrophyLTSMtULpatientsmLrelevanceLforLclinicalLtrialLdesignaLJournalnofnMedicalnGeneticsXL2010XLgjXLkhiYk 5.8 54

32 InheritanceLpatternsLandLphenotypicLfeaturesLofLmyofibrillarLmyopathyLassociatedLwithLaLutzfL
mutationaLNeuromuscularnDisordersXL2010XLecXLgfkYge 2.9 77

31 NorthLStarLtmbulatoryLtssessmentXLiYminuteLwalkLtestLandLtimedLitemsLinLambulantLboysLwithL
wuchenneLmuscularLdystrophyaLNeuromuscularnDisordersXL2010XLecXLjdeYi 2.9 134

30 MitochondrialLencephalomyopathiesLandLrelatedLsyndromesmLbriefLreviewaLCerebrovascularnDiseasesXL
2009XLdgXLfkYhe 3.2 3

29 IdentificationLandLcharacterizationLofLnovelLcollagenLVILnonYcanonicalLsplicingLmutationsLcausingL
UllrichLcongenitalLmuscularLdystrophyaLHumannMutationXL2009XLfcXLxiieYje 4.7 29

28 MolecularLanalysisLofLNPvdLandLNPveLgeneLinLfgLNiemannYPickLvLItalianLpatientsmLidentificationLandL
structuralLmodelingLofLnovelLmutationsaLNeurogeneticsXL2009XLdcXLeelYfl 3 33

27 ReliabilityLofLtheLNorthLStarLtmbulatoryLtssessmentLinLaLmulticentricLsettingaLNeuromuscularn
DisordersXL2009XLdlXLghkYid 2.9 125

26 HeartLtransplantationLinLaLchildLwithLLzMweILpresentingLasLisolatedLdilatedLcardiomyopathyaL
NeuromuscularnDisordersXL2008XLdkXLdhfYh 2.9 25

25 POMTdLandLPOMTeLmutationsLinLvMwLpatientsmLaLmulticentricLItalianLstudyaLNeuromuscularn
DisordersXL2008XLdkXLhihYjd 2.9 28

24 wailyLsalbutamolLinLyoungLpatientsLwithLSMtLtypeLIIaLNeuromuscularnDisordersXL2008XLdkXLhfiYgc 2.9 83

23 vlinicalLandLgeneticLcharacterizationLofLvhanarinYworfmanLsyndromeaLBiochemicalnandnBiophysicaln
ResearchnCommunicationsXL2008XLfilXLddehYk 3.4 60

22 vlinicalLandLmolecularLgeneticLfindingsLinLvOLQYmutantLcongenitalLmyasthenicLsyndromesaLBrainXL
2008XLdfdXLjgjYhl 11.2 112

21 vongenitalLmyopathiesaLCurrentnNeurologynandnNeurosciencenReportsXL2008XLkXLjfYl 6.6 22

20 weLnovoLLMNtLmutationsLcauseLaLnewLformLofLcongenitalLmuscularLdystrophyaLAnnalsnofnNeurologyXL
2008XLigXLdjjYki 9.4 213

19 MolecularLmechanismsLandLphenotypicLvariationLinLRYRdYrelatedLcongenitalLmyopathiesaLBrainXL
2007XLdfcXLecegYfi 11.2 138

18 RandomizedXLdoubleYblindXLplaceboYcontrolledLtrialLofLphenylbutyrateLinLspinalLmuscularLatrophyaL
NeurologyXL2007XLikXLhdYh 6.5 141

17 zeneLexpressionLprofilingLinLtheLearlyLphasesLofLwMwmLaLconstantLmolecularLsignatureLcharacterizesL
wMwLmuscleLfromLearlyLpostnatalLlifeLthroughoutLdiseaseLprogressionaLFASEBnJournalXL2007XLedXLdedcYei0.9 168
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16 TheLHammersmithLfunctionalLscoreLcorrelatesLwithLtheLSMNeLcopyLnumbermLaLmulticentricLstudyaL
NeuromuscularnDisordersXL2007XLdjXLgccYf 2.9 39

15 UllrichLmyopathyLphenotypeLwithLsecondaryLvolVILdefectLidentifiedLbyLconfocalLimagingLandL
electronLmicroscopyLanalysisaLNeuromuscularnDisordersXL2007XLdjXLhkjYli 2.9 20

14 NeonatalYonsetLnemalineLmyopathyLmimickingLcongenitalLdiaphragmaticLherniaaLJournalnofn
PediatricnSurgeryXL2007XLgeXLxdlYee 2.6 3

13 POMznTdLmutationsLinLcongenitalLmuscularLdystrophymLgenotypeYphenotypeLcorrelationLandL
expandedLclinicalLspectrumaLArchivesnofnNeurologyXL2006XLifXLdgldYh 30

12 xxpandingLtheLclinicalLspectrumLofLPOMTdLphenotypeaLNeurologyXL2006XLiiXLdhigYjnLdiscussionLdgid 6.5 50
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