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k Paper IF Citations

181 TheJyumanJαhenotypeJOntologyJinJcabhYJNucleiciAcidsiResearchVJ2017VJefVJuigfWuihg 20.1 507

180 rnimalJmodelsJforJmuscularJdystrophyJshowJdifferentJpatternsJofJsarcolemmalJdisruptionYJJournali
ofiCelliBiologyVJ1997VJbdjVJdhfWif 7.3 411

179 αrevalenceJofJgeneticJmuscleJdiseaseJinJNorthernJvnglandkJinWdepthJanalysisJofJaJmuscleJclinicJ
populationYJBrainVJ2009VJbdcVJdbhfWig 11.2 340

178 zmprovingJgeneticJdiagnosisJinJïendelianJdiseaseJwithJtranscriptomeJsequencingYJSciencei
TranslationaliMedicineVJ2017VJjVJ 17.5 338

177 TheJTδvrTWNïuJuïuJxlobalJuatabasekJanalysisJofJmoreJthanJhVaaaJuuchenneJmuscularJdystrophyJ
mutationsYJHumaniMutationVJ2015VJdgVJdjfWeac 4.7 338

176 δefiningJgenotypeJphenotypeJcorrelationsJinJmuscularJdystrophiesJwithJdefectiveJglycosylationJofJ
dystroglycanYJBrainVJ2007VJbdaVJchcfWdf 11.2 322

175 κafetyJandJefficacyJofJdrisapersenJforJtheJtreatmentJofJuuchenneJmuscularJdystrophyJRuvïrNuJzzSkJ
anJexploratoryVJrandomisedVJplaceboWcontrolledJphaseJcJstudyYJLancetiNeurologywiTheVJ2014VJbdVJjihWjg 24.1 249

174 ïanagingJuuchenneJmuscularJdystrophyWWtheJadditiveJeffectJofJspinalJsurgeryJandJhomeJnocturnalJ
ventilationJinJimprovingJsurvivalYJNeuromusculariDisordersVJ2007VJbhVJehaWf 2.9 215

173 ïutationsJinJtheJw δαJgeneJcanJcauseJmuscleWeyeWbrainJdiseaseJandJWalkerWWarburgJsyndromeYJ
JournaliofiMedicaliGeneticsVJ2004VJebVJegb 5.8 197

172 αhenotypicJspectrumJassociatedJwithJmutationsJinJtheJfukutinWrelatedJproteinJgeneYJAnnalsiofi
NeurologyVJ2003VJfdVJfdhWec 9.4 193

171 rJfounderJmutationJinJrnoctaminJfJisJaJmajorJcauseJofJlimbWgirdleJmuscularJdystrophyYJBrainVJ2011VJ
bdeVJbhbWbic 11.2 157

170 κecondaryJcalpaindJdeficiencyJinJcqWlinkedJmuscularJdystrophykJtitinJisJtheJcandidateJgeneYJ
NeurologyVJ2001VJfgVJigjWhh 6.5 151

169 LongWtermJbenefitsJandJadverseJeffectsJofJintermittentJversusJdailyJglucocorticoidsJinJboysJwithJ
uuchenneJmuscularJdystrophyYJJournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2013VJieVJgjiWhaf 5.5 146

168 tlinicalJandJgeneticJfindingsJinJaJlargeJcohortJofJpatientsJwithJryanodineJreceptorJbJgeneWassociatedJ
myopathiesYJHumaniMutationVJ2012VJddVJjibWi 4.7 119

167 βuantitativeJmuscleJïδzJasJanJassessmentJtoolJforJmonitoringJdiseaseJprogressionJinJLxïuczkJaJ
multicentreJlongitudinalJstudyYJPLoSiONEVJ2013VJiVJehajjd 3.7 116

166 xenotypeWphenotypeJcorrelationJinJaJlargeJpopulationJofJmuscularJdystrophyJpatientsJwithJLrïrcJ
mutationsYJNeuromusculariDisordersVJ2010VJcaVJcebWfa 2.9 114

165 κerumJmatrixJmetalloproteinaseWjJRïïαWjSJasJaJbiomarkerJforJmonitoringJdiseaseJprogressionJinJ
uuchenneJmuscularJdystrophyJRuïuSYJNeuromusculariDisordersVJ2011VJcbVJfgjWhi 2.9 110

Volker Straub

2



164 TheJburdenJofJuuchenneJmuscularJdystrophykJanJinternationalVJcrossWsectionalJstudyYJNeurologyVJ
2014VJidVJfcjWdg 6.5 108

163 uevelopmentJofJvxonJκkippingJTherapiesJforJuuchenneJïuscularJuystrophykJrJtriticalJδeviewJandJ
aJαerspectiveJonJtheJOutstandingJzssuesYJNucleiciAcidiTherapeuticsVJ2017VJchVJcfbWcfj 4.8 100

162 tlinicalJOutcomesJinJuuchenneJïuscularJuystrophykJrJκtudyJofJfdefJαatientsJfromJtheJTδvrTWNïuJ
uïuJxlobalJuatabaseYJJournaliofiNeuromusculariDiseasesVJ2017VJeVJcjdWdag 5 84

161 rffinityJproteomicsJwithinJrareJdiseaseskJaJszOWNïuJstudyJforJbloodJbiomarkersJofJmuscularJ
dystrophiesYJEMBOiMoleculariMedicineVJ2014VJgVJjbiWdg 12 81

160
TowardsJharmonizationJofJprotocolsJforJïδzJoutcomeJmeasuresJinJskeletalJmuscleJstudieskJ
consensusJrecommendationsJfromJtwoJTδvrTWNïuJNïδJworkshopsVJcJïayJcabaVJκtockholmVJ
κwedenVJbWcJOctoberJcaajVJαarisVJwranceYJNeuromusculariDisordersVJ2012VJccJκupplJcVJκfeWgh

2.9 81

159 TheJTδvrTWNïuJuuchenneJmuscularJdystrophyJregistrieskJconceptionVJdesignVJandJutilizationJbyJ
industryJandJacademiaYJHumaniMutationVJ2013VJdeVJbeejWfh 4.7 78

158 znheritanceJpatternsJandJphenotypicJfeaturesJofJmyofibrillarJmyopathyJassociatedJwithJaJsrxdJ
mutationYJNeuromusculariDisordersVJ2010VJcaVJediWec 2.9 77

157 TδvrTWNïuJworkshopkJpatternJrecognitionJinJgeneticJmuscleJdiseasesJusingJmuscleJïδzkJcfWcgJ
webruaryJcabbVJδomeVJztalyYJNeuromusculariDisordersVJ2012VJccJκupplJcVJκecWfd 2.9 73

156 ïuscleJmagneticJresonanceJimagingJinJcongenitalJmyopathiesJdueJtoJryanodineJreceptorJtypeJbJ
geneJmutationsYJArchivesiofiNeurologyVJ2011VJgiVJbbhbWj 72

155 NewJaspectsJonJpatientsJaffectedJbyJdysferlinJdeficientJmuscularJdystrophyYJJournaliofiNeurologywi
NeurosurgeryiandiPsychiatryVJ2010VJibVJjegWfd 5.5 63

154 ïagneticJresonanceJimagingJinJuuchenneJmuscularJdystrophykJlongitudinalJassessmentJofJnaturalJ
historyJoverJbiJmonthsYJMuscleiandiNerveVJ2013VJeiVJfigWi 3.4 62

153 βuantitativeJmagneticJresonanceJimagingJinJlimbWgirdleJmuscularJdystrophyJczkJaJmultinationalJ
crossWsectionalJstudyYJPLoSiONEVJ2014VJjVJejadhh 3.7 62

152 ValidationJofJgeneticJmodifiersJforJuuchenneJmuscularJdystrophykJaJmulticentreJstudyJassessingJ
κααbJandJLTsαeJvariantsYJJournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2015VJigVJbagaWf 5.5 61

151 ïappingJtheJdifferencesJinJcareJforJfVaaaJspinalJmuscularJatrophyJpatientsVJaJsurveyJofJceJnationalJ
registriesJinJNorthJrmericaVJrustralasiaJandJvuropeYJJournaliofiNeurologyVJ2014VJcgbVJbfcWgd 5.5 60

150 ïuscleJïδzJfindingsJinJlimbJgirdleJmuscularJdystrophyJtypeJcLYJNeuromusculariDisordersVJ2012VJccJ
κupplJcVJκbccWj 2.9 60

149 tongenitalJTitinopathykJtomprehensiveJcharacterizationJandJpathogenicJinsightsYJAnnalsiofi
NeurologyVJ2018VJidVJbbafWbbce 9.4 59

148 κtakeholderJcooperationJtoJovercomeJchallengesJinJorphanJmedicineJdevelopmentkJtheJexampleJofJ
uuchenneJmuscularJdystrophyYJLancetiNeurologywiTheVJ2016VJbfVJiicWija 24.1 58

147 TitinJfounderJmutationJisJaJcommonJcauseJofJmyofibrillarJmyopathyJwithJearlyJrespiratoryJfailureYJ
JournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2014VJifVJddbWi 5.5 58
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146 tongenitalJmyasthenicJsyndromeJwithJtubularJaggregatesJcausedJbyJxwαTbJmutationsYJJournaliofi
NeurologyVJ2012VJcfjVJidiWfa 5.5 58

145 tontrastJagentWenhancedJmagneticJresonanceJimagingJofJskeletalJmuscleJdamageJinJanimalJmodelsJ
ofJmuscularJdystrophyYJMagneticiResonanceiiniMedicineVJ2000VJeeVJgffWj 4.4 58

144 βuantifyingJtheJburdenJofJcaregivingJinJuuchenneJmuscularJdystrophyYJJournaliofiNeurologyVJ2016VJ
cgdVJjagWjbf 5.5 56

143 rJheterozygousJcbWbpJdeletionJinJtrαNdJcausesJdominantlyJinheritedJlimbJgirdleJmuscularJ
dystrophyYJBrainVJ2016VJbdjVJcbfeWgd 11.2 56

142 wibronectinJisJaJserumJbiomarkerJforJuuchenneJmuscularJdystrophyYJProteomicsixiClinicali
ApplicationsVJ2014VJiVJcgjWhi 3.1 55

141 LimbWgirdleJmuscularJdystrophiesJWJinternationalJcollaborationsJforJtranslationalJresearchYJNaturei
ReviewsiNeurologyVJ2016VJbcVJcjeWdaj 15 55

140 ïδJimagingJinJuuchenneJmuscularJdystrophykJquantificationJofJTbWweightedJsignalVJcontrastJ
uptakeVJandJtheJeffectsJofJexerciseYJJournaliofiMagneticiResonanceiImagingVJ2009VJdaVJbbdaWi 5.6 54

139 yealthWrelatedJqualityJofJlifeJinJpatientsJwithJuuchenneJmuscularJdystrophykJaJmultinationalVJ
crossWsectionalJstudyYJDevelopmentaliMedicineiandiChildiNeurologyVJ2016VJfiVJfaiWbf 3.3 54

138 tongenitalJmuscularJdystrophiesJinJtheJU JpopulationkJtlinicalJandJmolecularJspectrumJofJaJlargeJ
cohortJdiagnosedJoverJaJbcWyearJperiodYJNeuromusculariDisordersVJ2017VJchVJhjdWiad 2.9 53

137 siochemicalJcharacterizationJofJpatientsJwithJinWframeJorJoutWofWframeJuïuJdeletionsJpertinentJtoJ
exonJeeJorJefJskippingYJJAMAiNeurologyVJ2014VJhbVJdcWea 17.2 52

136
tongenitalJmuscularJdystrophyJwithJlamininJalphaJcJchainJdeficiencykJidentificationJofJaJnewJ
intermediateJphenotypeJandJcorrelationJofJclinicalJfindingsJtoJmuscleJimmunohistochemistryYJ
EuropeaniJournaliofiPediatricsVJ1996VJbffVJjgiWhg

4.1 52

135 uystrophinJquantificationkJsiologicalJandJtranslationalJresearchJimplicationsYJNeurologyVJ2014VJidVJcagcWj6.5 51

134 ïuscleWuerivedJαroteinsJasJκerumJsiomarkersJforJïonitoringJuiseaseJαrogressionJinJThreeJwormsJ
ofJïuscularJuystrophyYJJournaliofiNeuromusculariDiseasesVJ2015VJcVJcebWcff 5 50

133 zmprovingJrecognitionJofJuuchenneJmuscularJdystrophykJaJretrospectiveJcaseJnoteJreviewYJArchivesi
ofiDiseaseiiniChildhoodVJ2014VJjjVJbaheWh 2.2 48

132 ïutationsJinJtheJïitochondrialJtitrateJtarrierJκLtcfrbJareJrssociatedJwithJzmpairedJ
NeuromuscularJTransmissionYJJournaliofiNeuromusculariDiseasesVJ2014VJbVJhfWja 5 47

131 TheJtlassificationVJNaturalJyistoryJandJTreatmentJofJtheJLimbJxirdleJïuscularJuystrophiesYJJournali
ofiNeuromusculariDiseasesVJ2015VJcVJκhWκbj 5 47

130 TheJtlinicalJOutcomeJκtudyJforJdysferlinopathykJrnJinternationalJmulticenterJstudyYJNeurology:i
GeneticsVJ2016VJcVJeij 3.8 44

129 LateJonsetJinJdysferlinopathyJwidensJtheJclinicalJspectrumYJNeuromusculariDisordersVJ2008VJbiVJciiWja 2.9 44
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128 κhortJstatureJandJpubertalJdelayJinJuuchenneJmuscularJdystrophyYJArchivesiofiDiseaseiiniChildhoodVJ
2016VJbabVJbabWg 2.2 43

127 ïuscleJïδzJinJpatientsJwithJdysferlinopathykJpatternJrecognitionJandJimplicationsJforJclinicalJtrialsYJ
JournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2018VJijVJbahbWbaib 5.5 43

126 rssociationJκtudyJofJvxonJVariantsJinJtheJNwW˛”sJandJTxw˛†JαathwaysJzdentifiesJtueaJasJaJïodifierJ
ofJuuchenneJïuscularJuystrophyYJAmericaniJournaliofiHumaniGeneticsVJ2016VJjjVJbbgdWbbhb 11 42

125 αrevalenceJofJαompeJdiseaseJinJdVahgJpatientsJwithJhypert emiaJandJlimbWgirdleJmuscularJ
weaknessYJNeurologyVJ2016VJihVJcjfWi 6.5 42

124 WhyJareJsomeJpatientsJwithJuuchenneJmuscularJdystrophyJdyingJyoungkJrnJanalysisJofJcausesJofJ
deathJinJNorthJvastJvnglandYJEuropeaniJournaliofiPaediatriciNeurologyVJ2016VJcaVJjaeWjaj 3.8 41

123
ïutationsJinJzNααf VJvncodingJaJαhosphoinositideJfWαhosphataseVJtauseJtongenitalJïuscularJ
uystrophyJwithJtataractsJandJïildJtognitiveJzmpairmentYJAmericaniJournaliofiHumaniGeneticsVJ
2017VJbaaVJfcdWfdg

11 40

122 tomplianceJtoJtareJxuidelinesJforJuuchenneJïuscularJuystrophyYJJournaliofiNeuromusculari
DiseasesVJ2015VJcVJgdWhc 5 40

121 uevelopingJstandardizedJcorticosteroidJtreatmentJforJuuchenneJmuscularJdystrophyYJ
ContemporaryiClinicaliTrialsVJ2017VJfiVJdeWdj 2.3 39

120 znterventionsJforJmuscularJdystrophykJmolecularJmedicinesJenteringJtheJclinicYJLancetwiTheVJ2009VJ
dheVJbiejWfg 40 36

119 δeducedJserumJmyostatinJconcentrationsJassociatedJwithJgeneticJmuscleJdiseaseJprogressionYJ
JournaliofiNeurologyVJ2017VJcgeVJfebWffd 5.5 34

118 ïδzJinJsarcoglycanopathieskJaJlargeJinternationalJcohortJstudyYJJournaliofiNeurologywiNeurosurgeryi
andiPsychiatryVJ2018VJijVJhcWhh 5.5 34

117
αrospectiveJexploratoryJmuscleJbiopsyVJimagingVJandJfunctionalJassessmentJinJpatientsJwithJ
lateWonsetJαompeJdiseaseJtreatedJwithJalglucosidaseJalfakJTheJvïsrκκYJκtudyYJMoleculariGeneticsi
andiMetabolismVJ2016VJbbjVJbbfWcd

3.7 34

116 rlbuminJtargetingJofJdamagedJmuscleJfibresJinJtheJmdxJmouseJcanJbeJmonitoredJbyJïδzYJ
NeuromusculariDisordersVJ2004VJbeVJhjbWg 2.9 33

115
vxplorationJofJNewJtontrastsVJTargetsVJandJïδJzmagingJandJκpectroscopyJTechniquesJforJ
NeuromuscularJuiseaseJWJrJWorkshopJδeportJofJWorkingJxroupJdJofJtheJsiomedicineJandJïolecularJ
siosciencesJtOκTJrctionJsïbdaeJïYOWïδzYJJournaliofiNeuromusculariDiseasesVJ2019VJgVJbWda

5 32

114 TrackingJdiseaseJprogressionJnonWinvasivelyJinJuuchenneJandJseckerJmuscularJdystrophiesYJJournali
ofiCachexiawiSarcopeniaiandiMuscleVJ2018VJjVJhbfWhcg 10.3 32

113
wracturesJandJLinearJxrowthJinJaJNationwideJtohortJofJsoysJWithJuuchenneJïuscularJuystrophyJ
WithJandJWithoutJxlucocorticoidJTreatmentkJδesultsJwromJtheJU JNorthκtarJuatabaseYJJAMAi
NeurologyVJ2019VJhgVJhabWhaj

17.2 29

112
uevelopmentJandJrpplicationJofJanJUltrasensitiveJyybridizationWsasedJvLzκrJïethodJforJtheJ
ueterminationJofJαeptideWtonjugatedJαhosphorodiamidateJïorpholinoJOligonucleotidesYJNucleici
AcidiTherapeuticsVJ2015VJcfVJchfWie

4.8 29

111 vxomeJsequencesJversusJsequentialJgeneJtestingJinJtheJU JhighlyJspecialisedJκerviceJforJLimbJ
xirdleJïuscularJuystrophyYJOrphanetiJournaliofiRareiDiseasesVJ2017VJbcVJbfb 4.2 27

(2017-2016)
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110
κafetyVJtolerabilityVJpharmacokineticsVJpharmacodynamicsVJandJexploratoryJefficacyJofJtheJnovelJ
enzymeJreplacementJtherapyJavalglucosidaseJalfaJRneoxrrSJinJtreatmentWnaˆflveJandJalglucosidaseJ
alfaWtreatedJpatientsJwithJlateWonsetJαompeJdiseasekJrJphaseJbVJopenWlabelVJmulticenterVJ
multinationalVJascendingJdoseJstudyYJNeuromusculariDisordersVJ2019VJcjVJbghWbig

2.9 27

109 NovelJmutationsJinJuNr–sgJgeneJcauseJaJveryJsevereJearlyWonsetJlimbWgirdleJmuscularJdystrophyJ
buJdiseaseYJNeuromusculariDisordersVJ2015VJcfVJidfWec 2.9 26

108
uetectionJofJvariantsJinJdystroglycanopathyWassociatedJgenesJthroughJtheJapplicationJofJtargetedJ
wholeWexomeJsequencingJanalysisJtoJaJlargeJcohortJofJpatientsJwithJunexplainedJlimbWgirdleJmuscleJ
weaknessYJSkeletaliMuscleVJ2018VJiVJcd

5.1 26

107 κequentialJtargetedJexomeJsequencingJofJbaabJpatientsJaffectedJbyJunexplainedJlimbWgirdleJ
weaknessYJGeneticsiiniMedicineVJ2020VJccVJbehiWbeii 8.1 25

106 δespiratoryJinvolvementJinJambulantJandJnonWambulantJpatientsJwithJfacioscapulohumeralJ
muscularJdystrophyYJJournaliofiNeurologyVJ2017VJcgeVJbchbWbcia 5.5 24

105 αrophylacticJoralJbisphosphonateJtherapyJinJduchenneJmuscularJdystrophyYJMuscleiandiNerveVJ2016
VJfeVJhjWif 3.4 24

104 WhereJdoJweJstandJinJtrialJreadinessJforJautosomalJrecessiveJlimbJgirdleJmuscularJdystrophiespYJ
NeuromusculariDisordersVJ2016VJcgVJbbbWcf 2.9 24

103 tomplexJphenotypesJassociatedJwithJκTzïbJmutationsJinJbothJcoiledJcoilJandJvwWhandJdomainsYJ
NeuromusculariDisordersVJ2017VJchVJigbWihc 2.9 23

102 ïYOWïδzJdiagnosticJprotocolsJinJgeneticJmyopathiesYJNeuromusculariDisordersVJ2019VJcjVJichWieb 2.9 23

101 TwoJrecurrentJmutationsJareJassociatedJwithJxNvJmyopathyJinJtheJNorthJofJsritainYJJournaliofi
NeurologywiNeurosurgeryiandiPsychiatryVJ2014VJifVJbdfjWgf 5.5 23

100 αhenotypicJvariabilityJofJTδαVeJrelatedJneuropathiesYJNeuromusculariDisordersVJ2015VJcfVJfbgWcb 2.9 22

99 TheJuiagnosticJValueJofJïδzJαatternJδecognitionJinJuistalJïyopathiesYJFrontiersiiniNeurologyVJ2018VJ
jVJefg 4.1 22

98 TheJTδvrTWNïuJcareJandJtrialJsiteJregistrykJanJonlineJregistryJtoJfacilitateJclinicalJresearchJforJ
neuromuscularJdiseasesYJOrphanetiJournaliofiRareiDiseasesVJ2013VJiVJbhb 4.2 22

97 vlusiveJsourcesJofJvariabilityJofJdystrophinJrescueJbyJexonJskippingYJSkeletaliMuscleVJ2015VJfVJee 5.1 22

96 thildhoodJamyotrophicJlateralJsclerosisJcausedJbyJexcessJsphingolipidJsynthesisYJNatureiMedicineVJ
2021VJchVJbbjhWbcae 50.5 22

95 ïκTObJmutationsJcauseJmtuNrJdepletionVJmanifestingJasJmuscularJdystrophyJwithJcerebellarJ
involvementYJActaiNeuropathologicaVJ2019VJbdiVJbabdWbadb 14.3 20

94
δespiratoryJandJupperJlimbJfunctionJasJoutcomeJmeasuresJinJambulantJandJnonWambulantJsubjectsJ
withJuuchenneJmuscularJdystrophykJrJprospectiveJmulticentreJstudyYJNeuromusculariDisordersVJ
2019VJcjVJcgbWcgi

2.9 19

93 δeWevaluationJofJtheJphenotypeJcausedJbyJtheJcommonJïrTδdJpYκeriftysJmutationJinJaJnewJ
familyYJJournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2016VJihVJeeiWfa 5.5 19
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92 vuropeanJmuscleJïδzJstudyJinJlimbJgirdleJmuscularJdystrophyJtypeJδbZcrJRLxïuδbZLxïucrSYJ
JournaliofiNeurologyVJ2020VJcghVJefWfg 5.5 19

91 TheJU JïyotonicJuystrophyJαatientJδegistrykJfacilitatingJandJacceleratingJclinicalJresearchYJJournali
ofiNeurologyVJ2017VJcgeVJjhjWjii 5.5 18

90
zdentificationJofJxrrJvariantsJthroughJwholeJexomeJsequencingJtargetedJtoJaJcohortJofJgagJ
patientsJwithJunexplainedJlimbWgirdleJmuscleJweaknessYJOrphanetiJournaliofiRareiDiseasesVJ2017VJ
bcVJbhd

4.2 18

89 ïuscleJïδzJinJaJlargeJcohortJofJpatientsJwithJoculopharyngealJmuscularJdystrophyYJJournaliofi
NeurologywiNeurosurgeryiandiPsychiatryVJ2019VJjaVJfhgWfif 5.5 18

88 NaturalJhistoryJofJlimbJgirdleJmuscularJdystrophyJδjJoverJg´ yearskJsearchingJforJtrialJendpointsYJ
AnnalsiofiClinicaliandiTranslationaliNeurologyVJ2019VJgVJbaddWbaef 5.3 17

87 rJchecklistJforJclinicalJtrialsJinJrareJdiseasekJobstaclesJandJanticipatoryJactionsWlessonsJlearnedJfromJ
theJwOδWuïuJtrialYJTrialsVJ2018VJbjVJcjb 2.8 17

86 tlinicalJandJneuroimagingJfindingsJinJtwoJbrothersJwithJlimbJgirdleJmuscularJdystrophyJdueJtoJ
LrïrcJmutationsYJNeuromusculariDisordersVJ2017VJchVJbhaWbhe 2.9 17

85 tonservedJexpressionJofJtruncatedJtelethoninJinJaJpatientJwithJlimbWgirdleJmuscularJdystrophyJcxYJ
NeuromusculariDisordersVJ2015VJcfVJdejWfc 2.9 16

84 rccuracyJofJaJmachineJlearningJmuscleJïδzWbasedJtoolJforJtheJdiagnosisJofJmuscularJdystrophiesYJ
NeurologyVJ2020VJjeVJebajeWebbac 6.5 16

83 ïutationalJspectrumJandJphenotypicJvariabilityJofJVtαWrelatedJneurologicalJdiseaseJinJtheJU YJ
JournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2016VJihVJgiaWb 5.5 16

82 wκyuJtypeJcJandJsosmaJarhiniaJmicrophthalmiaJsyndromekJTwoJfacesJofJtheJsameJmutationYJ
NeurologyVJ2018VJjbVJefgcWefha 6.5 16

81 αOxLUTbJbiallelicJmutationsJcauseJmyopathyJwithJreducedJsatelliteJcellsVJ˛–WdystroglycanJ
hypoglycosylationJandJaJdistinctiveJradiologicalJpatternYJActaiNeuropathologicaVJ2020VJbdjVJfgfWfic 14.3 16

80 NewJgenotypeWphenotypeJcorrelationsJinJaJlargeJvuropeanJcohortJofJpatientsJwithJ
sarcoglycanopathyYJBrainVJ2020VJbedVJcgjgWchai 11.2 15

79 rJnovelJrecessiveJTTNJfounderJvariantJisJaJcommonJcauseJofJdistalJmyopathyJinJtheJκerbianJ
populationYJEuropeaniJournaliofiHumaniGeneticsVJ2017VJcfVJfhcWfib 5.3 14

78 TeenageJexerciseJisJassociatedJwithJearlierJsymptomJonsetJinJdysferlinopathykJaJretrospectiveJ
cohortJstudyYJJournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2018VJijVJbcceWbccg 5.5 14

77
κïtyubJmutationJspectrumJforJfacioscapulohumeralJmuscularJdystrophyJtypeJcJRwκyucSJandJ
sosmaJarhiniaJmicrophthalmiaJsyndromeJRsrïκSJrevealsJdiseaseWspecificJlocalisationJofJvariantsJinJ
theJrTαaseJdomainYJJournaliofiMedicaliGeneticsVJ2019VJfgVJgjdWhaa

5.8 14

76 TheJTδvrTWNïuJadvisoryJcommitteeJforJtherapeuticsJRTrtTSkJanJinnovativeJdeWriskingJmodelJtoJ
fosterJorphanJdrugJdevelopmentYJOrphanetiJournaliofiRareiDiseasesVJ2015VJbaVJej 4.2 14

75
LongitudinalJserumJbiomarkerJscreeningJidentifiesJmalateJdehydrogenaseJcJasJcandidateJ
prognosticJbiomarkerJforJuuchenneJmuscularJdystrophyYJJournaliofiCachexiawiSarcopeniaiandiMuscle
VJ2020VJbbVJfafWfbh

10.3 14

(2020-2020)
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74 ïobilityJshiftJofJbetaWdystroglycanJasJaJmarkerJofJgeneWrelatedJmuscularJdystrophyYJJournaliofi
NeurologywiNeurosurgeryiandiPsychiatryVJ2018VJijVJhgcWhgi 5.5 13

73 vconomicJvvaluationJinJuuchenneJïuscularJuystrophykJïodelJwrameworksJforJtostWvffectivenessJ
rnalysisYJPharmacoeconomicsVJ2017VJdfVJcejWcfi 4.4 13

72 δecessiveJmutationsJinJtheJkinaseJZr JcauseJaJcongenitalJmyopathyJwithJfibreJtypeJdisproportionYJ
BrainVJ2017VJbeaVJdhWei 11.2 13

71 κubepicardialJdysfunctionJleadsJtoJglobalJleftJventricularJsystolicJimpairmentJinJpatientsJwithJlimbJ
girdleJmuscularJdystrophyJczYJEuropeaniJournaliofiHeartiFailureVJ2013VJbfVJjigWje 12.3 13

70 ïuscularJdystrophyJwithJarrhythmiaJcausedJbyJlossWofWfunctionJmutationsJinYJNeurology:iGeneticsVJ
2019VJfVJedcb 3.8 12

69 TheJLatinJrmericanJexperienceJwithJaJnextJgenerationJsequencingJgeneticJpanelJforJrecessiveJ
limbWgirdleJmuscularJweaknessJandJαompeJdiseaseYJOrphanetiJournaliofiRareiDiseasesVJ2020VJbfVJbb 4.2 12

68 αOαutdJxeneJVariantsJrssociateJwithJaJNewJwormJofJLimbJxirdleJïuscularJuystrophyYJAnnalsiofi
NeurologyVJ2019VJigVJidcWied 9.4 12

67 xuidanceJinJsocialJandJethicalJissuesJrelatedJtoJclinicalVJdiagnosticJcareJandJnovelJtherapiesJforJ
hereditaryJneuromuscularJrareJdiseaseskJLtranslatingLJtheJtranslationalYJPLOSiCurrentsVJ2013VJfVJ 12

66 ueepJδNrJprofilingJidentifiedJtLOt JandJmolecularJclockJgenesJasJpathophysiologicalJsignaturesJ
inJcollagenJVzJmyopathyYJJournaliofiCelliScienceVJ2016VJbcjVJbghbWie 5.3 12

65 LimbJgirdleJmuscularJdystrophyJdueJtoJmutationsJinYJJournaliofiNeurologywiNeurosurgeryiandi
PsychiatryVJ2018VJijVJfagWfbc 5.5 12

64 tardiacJinvolvementJinJhereditaryJmyopathyJwithJearlyJrespiratoryJfailurekJrJcohortJstudyYJ
NeurologyVJ2016VJihVJbadbWf 6.5 11

63 TheJclinicalWphenotypeJcontinuumJinJuYNtbybWrelatedJdisordersWgenomicJprofilingJandJproposalJ
forJaJnovelJclassificationYJJournaliofiHumaniGeneticsVJ2020VJgfVJbaadWbabh 4.3 11

62 rssessmentJofJdiseaseJprogressionJinJdysferlinopathykJrJbWyearJcohortJstudyYJNeurologyVJ2019VJ 6.5 11

61 zmprovedJtriteriaJforJtheJtlassificationJofJTitinJVariantsJinJznheritedJκkeletalJïyopathiesYJJournaliofi
NeuromusculariDiseasesVJ2020VJhVJbfdWbgg 5 10

60 rJnewJmutationJofJtheJκtxrJgeneJisJtheJcauseJofJaJlateJonsetJmildJphenotypeJlimbJgirdleJmuscularJ
dystrophyJtypeJcuJwithJaxialJinvolvementYJNeuromusculariDisordersVJ2018VJciVJgddWgdi 2.9 10

59 δecurrentJTTNJmetatranscriptWonlyJcYdjjheWbbToxJspliceJvariantJassociatedJwithJautosomalJ
recessiveJarthrogryposisJmultiplexJcongenitaJandJmyopathyYJHumaniMutationVJ2020VJebVJeadWebb 4.7 10

58
zmprovingJtranslatabilityJofJpreclinicalJstudiesJforJneuromuscularJdisorderskJlessonsJfromJtheJ
TδvrTWNïuJrdvisoryJtommitteeJforJTherapeuticsJRTrtTSYJDMMiDiseaseiModelsiandiMechanismsVJ
2020VJbdVJ

4.1 10

57 xxακbJïutationsJtauseJïuscularJuystrophyZyearingJLossZOvarianJznsufficiencyJκyndromeYJAnnalsi
ofiNeurologyVJ2020VJiiVJddcWdeh 9.4 9

Volker Straub
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56 TheJeffectsJofJageingJonJmouseJmuscleJmicrostructurekJaJcomparativeJstudyJofJtimeWdependentJ
diffusionJïδzJandJhistologicalJassessmentYJNMRiiniBiomedicineVJ2018VJdbVJediib 4.4 9

55 ïvxwbaJrelatedJmyopathieskJrJnewJcaseJwithJadultJonsetJdiseaseJwithJprominentJrespiratoryJ
failureJandJreviewJofJreportedJphenotypesYJNeuromusculariDisordersVJ2018VJciVJeiWfd 2.9 9

54 rJQsecondJtruncationQJinJTTNJcausesJearlyJonsetJrecessiveJmuscularJdystrophyYJNeuromusculari
DisordersVJ2017VJchVJbaajWbabh 2.9 9

53 ïultisystemJproteinopathyJdueJtoJaJhomozygousJpYrrgbfjyisJmutationkJrJtaleJofJtheJunexpectedYJ
NeurologyVJ2020VJjeVJehifWehjg 6.5 9

52 srxdJmyopathyJisJnotJalwaysJassociatedJwithJcardiomyopathyYJNeuromusculariDisordersVJ2018VJciVJhjiWiab2.9 8

51 rJhomozygousJuαïdJmutationJinJaJpatientJwithJalphaWdystroglycanWrelatedJlimbJgirdleJmuscularJ
dystrophyYJNeuromusculariDisordersVJ2017VJchVJbaedWbaeg 2.9 8

50 TheJδoleJofJïuscleJzmagingJinJtheJuiagnosisJandJrssessmentJofJthildrenJwithJxeneticJïuscleJ
uiseaseYJNeuropediatricsVJ2017VJeiVJcddWceb 1.6 8

49
LongWTermJκafetyJandJvfficacyJuataJofJxolodirsenJinJrmbulatoryJαatientsJwithJuuchenneJïuscularJ
uystrophyJrmenableJtoJvxonJfdJκkippingkJrJwirstWinWhumanVJïulticenterVJTwoWαartVJOpenWLabelVJ
αhaseJbZcJTrialYJNucleiciAcidiTherapeuticsVJ2021VJ

4.8 8

48 NoninvasiveJquantificationJofJfibrosisJinJskeletalJandJcardiacJmuscleJinJmdxJmiceJusingJvαdfddJ
enhancedJmagneticJresonanceJimagingYJMagneticiResonanceiiniMedicineVJ2019VJibVJchciWchdf 4.4 8

47
yighJprevalenceJofJplasmaJlipidJabnormalitiesJinJhumanJandJcanineJuuchenneJandJseckerJmuscularJ
dystrophiesJdepictsJaJnewJtypeJofJprimaryJgeneticJdyslipidemiaYJJournaliofiClinicaliLipidologyVJ2020VJ
beVJefjWegjYea

4.9 7

46 NormalizedJgripJstrengthJisJaJsensitiveJoutcomeJmeasureJthroughJallJstagesJofJuuchenneJmuscularJ
dystrophyYJJournaliofiNeurologyVJ2020VJcghVJcaccWcaci 5.5 7

45 rJnovelJcompoundJheterozygousJmutationJinJtheJαOï JgeneJcausingJlimbWgirdleJmuscularJ
dystrophyWdystroglycanopathyJinJaJsibJpairYJNeuromusculariDisordersVJ2018VJciVJgbeWgbi 2.9 7

44
αsychometricJpropertiesJofJtheJZaritJtaregiverJsurdenJznterviewJadministeredJtoJcaregiversJtoJ
patientsJwithJuuchenneJmuscularJdystrophykJaJδaschJanalysisYJDisabilityiandiRehabilitationVJ2019VJ
ebVJjggWjhd

2.4 7

43
αsychometricJanalysisJofJtheJpediatricJqualityJofJlifeJinventoryJdYaJneuromuscularJmoduleJ
administeredJtoJpatientsJwithJduchenneJmuscularJdystrophykJrJraschJanalysisYJMuscleiandiNerveVJ
2018VJfiVJdghWdhd

3.4 6

42 rNOfJmutationsJinJtheJαolishJlimbJgirdleJmuscularJdystrophyJpatientskJvffectsJonJtheJproteinJ
structureYJScientificiReportsVJ2019VJjVJbbfdd 4.9 6

41 κbfbrJ˛·WsarcoglycanJmutationJcausesJaJmildJphenotypeJofJcardiomyopathyJinJmiceYJEuropeani
JournaliofiHumaniGeneticsVJ2014VJccVJbbjWcf 5.3 6

40 κafetyJandJefficacyJofJavalglucosidaseJalfaJversusJalglucosidaseJalfaJinJpatientsJwithJlateWonsetJ
αompeJdiseaseJRtOïvTSkJaJphaseJdVJrandomisedVJmulticentreJtrialYJLancetiNeurologywiTheVJ2021VJcaVJbabcWbacg24.1 6

39 vxtendingJtheJclinicalJandJmutationalJspectrumJofJWrelatedJmyopathiesJinJaJnonWyutteriteJ
populationYJJournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2019VJjaVJejaWejd 5.5 6

(2019-2018)
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38 κkeletalJmuscleJmagneticJresonanceJimagingJinJαompeJdiseaseYJMuscleiandiNerveVJ2021VJgdVJgeaWgfa 3.4 6

37
vffectJofJuifferentJtorticosteroidJuosingJδegimensJonJtlinicalJOutcomesJinJsoysJWithJuuchenneJ
ïuscularJuystrophykJrJδandomizedJtlinicalJTrialYYJJAMAixiJournaliofitheiAmericaniMedicali
AssociationVJ2022VJ

27.4 6

36 sisphosphonateJuseJinJuuchenneJïuscularJuystrophyJâ��JwhyVJwhenJtoJstartJandJwhenJtoJstoppYJ
ExpertiOpinionioniOrphaniDrugsVJ2016VJeVJeahWebg 1.1 5

35 rssessingJuysferlinopathyJαatientsJOverJThreeJYearsJWithJaJNewJïotorJκcaleYJAnnalsiofiNeurologyVJ
2021VJijVJjghWjhi 9.4 5

34 TimeWdependentJdiffusionJïδzJasJaJprobeJofJmicrostructuralJchangesJinJaJmouseJmodelJofJ
uuchenneJmuscularJdystrophyYJNMRiiniBiomedicineVJ2020VJddVJeechg 4.4 4

33 wacioscapulohumeralJmuscularJdystrophyJbJpatientsJparticipatingJinJtheJU JwκyuJregistryJcanJbeJ
subdividedJintoJeJpatternsJofJselfWreportedJsymptomsYJNeuromusculariDisordersVJ2020VJdaVJdbfWdci 2.9 4

32 xlobalJw δαJδegistrykJobservationsJinJmoreJthanJdaaJpatientsJwithJLimbJxirdleJïuscularJuystrophyJ
δjYJAnnalsiofiClinicaliandiTranslationaliNeurologyVJ2020VJhVJhfhWhgg 5.3 4

31 TheJimpactJofJintegratedJomicsJtechnologiesJforJpatientsJwithJrareJdiseasesYJExpertiOpinionioni
OrphaniDrugsVJ2014VJcVJbcbbWbcbj 1.1 4

30 UndiagnosedJgeneticJmuscleJdiseaseJinJtheJnorthJofJvnglandkJanJinJdepthJphenotypeJanalysisYJPLOSi
CurrentsVJ2013VJfVJ 4

29 ueepJphenotypingJofJfacioscapulohumeralJmuscularJdystrophyJtypeJcJbyJmagneticJresonanceJ
imagingYJEuropeaniJournaliofiNeurologyVJ2020VJchVJcgaeWcgbf 6 4

28 watJoxidationJisJimpairedJduringJexerciseJinJlipinWbJdeficiencyYJNeurologyVJ2019VJjdVJebeddWebedi 6.5 4

27 UltrasensitiveJyybridizationWsasedJvLzκrJïethodJforJtheJueterminationJofJαhosphorodiamidateJ
ïorpholinoJOligonucleotidesJinJsiologicalJsamplesYJMethodsiiniMoleculariBiologyVJ2017VJbfgfVJcgfWchh 1.4 3

26 TumorJNecrosisJwactorJδeceptorJκwbarJRTNwδκwbarSJκNαsJtorrelateJWithJtorticosteroidJδesponseJ
inJuuchenneJïuscularJuystrophyYJFrontiersiiniGeneticsVJ2020VJbbVJgaf 4.5 3

25 αsychoWorganicJsymptomsJasJearlyJmanifestationJofJadultJonsetJαOïTbWrelatedJlimbJgirdleJ
muscularJdystrophyYJNeuromusculariDisordersVJ2014VJceVJjjaWc 2.9 3

24 ïiyoshiJmyopathyJandJlimbJgirdleJmuscularJdystrophyJδcJareJtheJsameJdiseaseYJNeuromusculari
DisordersVJ2021VJdbVJcgfWcia 2.9 3

23 rJformJofJmuscularJdystrophyJassociatedJwithJpathogenicJvariantsJinJ–rxcYJAmericaniJournaliofi
HumaniGeneticsVJ2021VJbaiVJieaWifg 11 3

22 rJcomparisonJofJtheJboneJandJgrowthJphenotypeJofJVJandJmurineJmodelsJwithJtheJtfhsLZbaJ
wildWtypeJmouseYJDMMiDiseaseiModelsiandiMechanismsVJ2020VJbdVJ 4.1 3

21
cchJvNïtJznternationalJWorkshopkkJwinalizingJaJplanJtoJguaranteeJqualityJinJtranslationalJresearchJ
forJneuromuscularJdiseasesJyeemskerkVJNetherlandsVJbaWbbJwebruaryJcabhYJNeuromusculari
DisordersVJ2018VJciVJbifWbjc

2.9 3

Volker Straub
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20 sonesJandJmuscularJdystrophieskJwhatJdoJweJknowpYJCurrentiOpinioniiniNeurologyVJ2018VJdbVJfidWfjb 7.1 3

19 ObservationalJstudyJofJclinicalJoutcomesJforJtestosteroneJtreatmentJofJpubertalJdelayJinJuuchenneJ
muscularJdystrophyYJBMCiPediatricsVJ2019VJbjVJbdb 2.6 2

18 vnzymeskJtytosolicJαroteinsJtalpainWdVJκvαNbVJandJxNvccfWcdd 1

17 UseJofJvαdfddWvnhancedJïagneticJδesonanceJzmagingJasJaJïeasureJofJuiseaseJαrogressionJinJ
κkeletalJïuscleJofJïiceYJFrontiersiiniNeurologyVJ2021VJbcVJgdghbj 4.1 1

16 NorthJκtarJrmbulatoryJrssessmentJchangesJinJambulantJuuchenneJboysJamenableJtoJskipJexonsJ
eeVJefVJfbVJandJfdkJrJdJyearJfollowJupYJPLoSiONEVJ2021VJbgVJeacfdiic 3.7 1

15
αubertalJinductionJinJadolescentsJwithJuïuJisJassociatedJwithJhighJsatisfactionVJgonadotropinJ
releaseJandJincreasedJmuscleJcontractileJsurfaceJareaYJEuropeaniJournaliofiEndocrinologyVJ2021VJ
bieVJghWhj

6.5 1

14 tlinicalJandJgeneticJspectrumJofJaJlargeJcohortJofJpatientsJwithJ˛·WsarcoglycanJmuscularJdystrophyYJ
BrainVJ2021VJ 11.2 1

13 δestingWstateJfunctionalJïδzJshowsJalteredJdefaultWmodeJnetworkJfunctionalJconnectivityJinJ
uuchenneJmuscularJdystrophyJpatientsYJBrainiImagingiandiBehaviorVJ2021VJbfVJccjhWcdah 4.1 1

12 rJαhaseJeJαrospectiveJκtudyJinJαatientsJwithJrdultJαompeJuiseaseJTreatedJwithJrlglucosidaseJrlfaYJ
JournaliofiNeuromusculariDiseasesVJ2015VJcVJκhcWκhd 5 1

11 yeterozygousJframeshiftJvariantsJinJyNδNαrcsbJcauseJearlyWonsetJoculopharyngealJmuscularJ
dystrophyYYJNatureiCommunicationsVJ2022VJbdVJcdag 17.4 1

10 zntellectualJdisabilityJinJpaediatricJpatientsJwithJgeneticJmuscleJdiseasesYJNeuromusculariDisordersVJ
2021VJdbVJjiiWjjh 2.9 0

9
cehthJvNïtJznternationalJWorkshopkJïuscleJmagneticJresonanceJimagingJWJzmplementingJmuscleJ
ïδzJasJaJdiagnosticJtoolJforJrareJgeneticJmyopathyJcohortsYJyoofddorpVJTheJNetherlandsVJ
κeptemberJcabjYJNeuromusculariDisordersVJ2020VJdaVJjdiWjeh

2.9 0

8 rJαhaseJeJαrospectiveJκtudyJinJαatientsJwithJrdultJαompeJuiseaseJTreatedJwithJrlglucosidaseJrlfaYJ
JournaliofiNeuromusculariDiseasesVJ2015VJcVJκhcWκhd 5

7 NeuromuscularJuiseasesJtausingJwloppyJznfantJκyndromeYJPediatriciResearchVJ2011VJhaVJchWch 3.2

6 bbagJTheJclinicalJphenotypicJspectrumJofJxwαTbJassociatedJcongenitalJmyasthenicJsyndromeYJ
JournaliofiNeurologywiNeurosurgeryiandiPsychiatryVJ2012VJidVJebYhjWeb 5.5

5 αlasmaJïembraneJαroteinskJuysferlinVJtaveolinVJαTδwZtavinVJzntegrinJ˛–hVJandJzntegrinJ˛–jbaiWbbh

4 rJcrypticJintronicJLrïrcJinsertionJinJaJboyJwithJmildJcongenitalJmuscularJdystrophyJtypeJbrYJ
NeuromusculariDisordersVJ2021VJdbVJggaWggf 2.9

3 TδvrTWNïuJstakeholderJmeetingJforJnaturalJhistoryJstudiesJinJlimbJgirdleJmuscularJdystrophyJbithJ
–uneJcabjVJrmsterdamVJTheJNetherlandsYJNeuromusculariDisordersVJ2021VJdbVJijjWjag 2.9

(2021-2018)

11



2
vffectsJofJthronicVJïaximalJαhosphorodiamidateJïorpholinoJOligomerJRαïOSJuosingJonJïuscleJ
wunctionJandJuystrophinJδestorationJinJaJïouseJïodelJofJuuchenneJïuscularJuystrophyYJJournali
ofiNeuromusculariDiseasesVJ2021VJiVJκdgjWκdib

5

1 rssessingJtheJδelationshipJofJαatientJδeportedJOutcomeJïeasuresJWithJwunctionalJκtatusJinJ
uysferlinopathykJrJδaschJrnalysisJrpproachYYJFrontiersiiniNeurologyVJ2022VJbdVJicifcf 4.1

Volker Straub
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