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n Paper IF Citations

243 yaminGaGtruncationGinGuutchinsonUtilfordGprogeriaVGScienceTG2003TG_XXTGZXbb 33.3 997

242
uomozygousGdefectsGinGyz nTGencodingGlaminGnWpGnuclearUenvelopeGproteinsTGcauseGautosomalG
recessiveGaxonalGneuropathyGinGhumanGOpharcotUzarieUToothGdisorderGtypeGZPGandGmouseVGAmericand
JournaldofdHumandGeneticsTG2002TGdXTGdZcU_c

11 449

241 pombinedGtreatmentGwithGstatinsGandGaminobisphosphonatesGextendsGlongevityGinGaGmouseGmodelG
ofGhumanGprematureGagingVGNaturedMedicineTG2008TGYaTGdcdUdZ 50.5 300

240 yaminGnGandGZzéSTrZaGOsnprUYPGdefectsGcauseGnuclearGdisorganizationGandGidentifyGrestrictiveG
dermopathyGasGaGlethalGneonatalGlaminopathyVGHumandMoleculardGeneticsTG2004TGY_TGZaf_UbX_ 5.6 290

239 ntalurenGtreatmentGofGpatientsGwithGnonsenseGmutationGdystrophinopathyVGMuscledanddNerveTG2014TG
bXTGaddUed 3.4 281

238 SplicingUdirectedGtherapyGinGaGnewGmouseGmodelGofGhumanGacceleratedGagingVGSciencedTranslationald
MedicineTG2011TG_TGYXcraYXd 17.5 240

237 yossGofGZzéSTrZaGOsnprUYPGcausesGautosomalGrecessiveGrestrictiveGdermopathyGandGaccumulationG
ofGyaminGnGprecursorsVGHumandMoleculardGeneticsTG2005TGYaTGYbX_UY_ 5.6 237

236 SRéXZGmutationsGinGdisordersGofGlanguageGcortexGandGcognitionVGHumandMoleculardGeneticsTG2006TG
YbTGYYfbUZXd 5.6 213

235 éhenotypicGstudyGinGaXGpatientsGwithGdysferlinGgeneGmutationsgGhighGfrequencyGofGatypicalG
phenotypesVGArchivesdofdNeurologyTG2007TGcaTGYYdcUeZ 196

234 tenotypeUphenotypeGcorrelationGinGpostelloGsyndromegGuRnSGmutationGanalysisGinGa_GcasesVGJournald
ofdMedicaldGeneticsTG2006TGa_TGaXYUb 5.8 174

233 vmmortalizedGpathologicalGhumanGmyoblastsgGtowardsGaGuniversalGtoolGforGtheGstudyGofG
neuromuscularGdisordersVGSkeletaldMuscleTG2011TGYTG_a 5.1 160

232 rxomeGsequencingGandGfunctionalGanalysisGidentifiesGon sYGmutationGasGtheGcauseGofGaGhereditaryG
progeroidGsyndromeVGAmericandJournaldofdHumandGeneticsTG2011TGeeTGcbXUc 11 148

231 zolecularGbasesGofGprogeroidGsyndromesVGHumandMoleculardGeneticsTG2006TGYbGSpecG oGZTGRYbYUcY 5.6 139

230 ponstitutiveGactivationGofGtheGcalciumGsensorGSTvzYGcausesGtubularUaggregateGmyopathyVGAmericand
JournaldofdHumandGeneticsTG2013TGfZTGZdYUe 11 133

229 UniqueGpreservationGofGneuralGcellsGinGuutchinsonUGtilfordGprogeriaGsyndromeGisGdueGtoGtheG
expressionGofGtheGneuralUspecificGmiRUfGmicroR nVGCelldReportsTG2012TGZTGYUf 10.6 129

228 zutationsGinGstqaGencodingGtheGRhoGtqéWtTéGexchangeGfactorGsRnov GcauseGautosomalGrecessiveG
pharcotUzarieUToothGtypeGauVGAmericandJournaldofdHumandGeneticsTG2007TGeYTGYUYc 11 127

227 tenesGforGhereditaryGsensoryGandGautonomicGneuropathiesgGaGgenotypeUphenotypeGcorrelationVG
BrainTG2009TGY_ZTGZcffUdYY 11.2 118
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226 érimaryGlaminopathyGfibroblastsGdisplayGalteredGgenomeGorganizationGandGapoptosisVGAgingdCellTG
2007TGcTGY_fUb_ 9.9 118

225 SxvVZyGmutationsGcauseGsyndromicGdiarrheaTGorGtrichohepatoentericGsyndromeVGAmericandJournaldofd
HumandGeneticsTG2012TGfXTGcefUfZ 11 108

224 SerotoninGtransporterGObUuTTPGgeneGpolymorphismsGareGnotGassociatedGwithGsusceptibilityGtoGmoodG
disordersVGAmericandJournaldofdMedicaldGeneticsdPartdATG1998TGeYTGYU_ 103

223 VznZYGdeficiencyGpreventsGvacuolarGnTéaseGassemblyGandGcausesGautophagicGvacuolarGmyopathyVG
ActadNeuropathologicaTG2013TGYZbTGa_fUbd 14.3 101

222 SequenceGfamilyGvariantGlossGfromGtheGnZscGintervalGofGtheGhumanGYGchromosomeTGbutGnotGgeneG
copyGlossTGisGstronglyGassociatedGwithGmaleGinfertilityVGJournaldofdMedicaldGeneticsTG2004TGaYTGeYaUZb 5.8 101

221 SunérGn qGTrXTURrGv qrXrSGnééyvpnTvO GTOGpryyG UpyrvGpynSSvsvpnTvO VGInternationald
JournaldofdPatterndRecognitiondanddArtificialdIntelligenceTG2013TGZdTGY_bdXXZ 1.1 98

220 pné _GmutationsGinGpatientsGwithGidiopathicGeosinophilicGmyositisVGAnnalsdofdNeurologyTG2006TGbfTGfXbUYY9.4 98

219 UzqUéredictorgGnGuighUThroughputGSequencingGpompliantGSystemGforGéathogenicityGéredictionGofG
anyGuumanGcq nGSubstitutionVGHumandMutationTG2016TG_dTGa_fUac 4.7 86

218 qysferlinGmutationsGinGytzqZoTGziyoshiGmyopathyTGandGatypicalGdysferlinopathiesVGHumandMutation
TG2005TGZcTGYcb 4.7 85

217
sineGmappingGofGdeGnovoGpzTYnGandGu ééGrearrangementsGwithinGpzTYnURrésGevidencesGtwoG
distinctGsexUdependentGmechanismsGandGcandidateGsequencesGinvolvedGinGrecombinationVGHumand
MoleculardGeneticsTG1998TGdTGYaYUe

5.6 79

216 RandomGwalkGwithGrestartGonGmultiplexGandGheterogeneousGbiologicalGnetworksVGBioinformaticsTG
2019TG_bTGafdUbXb 7.2 78

215 nnalysisGofGtheGqYSsGmutationalGspectrumGinGaGlargeGcohortGofGpatientsVGHumandMutationTG2009TG_XTGr_abUdb4.7 78

214 rfficientGbypassGofGmutationsGinGdysferlinGdeficientGpatientGcellsGbyGantisenseUinducedGexonG
skippingVGHumandMutationTG2010TG_YTGY_cUaZ 4.7 75

213 utéSGandGrelatedGprematureGagingGdisordersgGfromGgenomicGidentificationGtoGtheGfirstGtherapeuticG
approachesVGMechanismsdofdAgeingdanddDevelopmentTG2008TGYZfTGaafUbf 5.6 75

212
RelationGofGbodyGmassGindexGtoGhighGonUtreatmentGplateletGreactivityGandGofGfailedGclopidogrelGdoseG
adjustmentGaccordingGtoGplateletGreactivityGmonitoringGinGpatientsGundergoingGpercutaneousG
coronaryGinterventionVGAmericandJournaldofdCardiologyTG2009TGYXaTGYbYYUb

3 73

211 qemyelinatingGXUlinkedGpharcotUzarieUToothGdiseasegGunusualGelectrophysiologicalGfindingsVGMuscled
anddNerveTG1999TGZZTGYaaZUd 3.4 72

210  extGgenerationGsequencingGforGmolecularGdiagnosisGofGneuromuscularGdiseasesVGActad
NeuropathologicaTG2012TGYZaTGZd_Ue_ 14.3 70

209 qevelopmentGandGValidationGofGaG ewGRiskGéredictionGScoreGforGyifeUThreateningGVentricularG
TachyarrhythmiasGinGyaminopathiesVGCirculationTG2019TGYaXTGZf_U_XZ 16.7 63

(2019-2007)
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208 ztY_ZUinducedGprogerinGclearanceGisGmediatedGbyGautophagyGactivationGandGsplicingGregulationVG
EMBOdMoleculardMedicineTG2017TGfTGYZfaUY_Y_ 12 63

207 qeGnovoGmutationsGinGSzpuqYGcauseGoosmaGarhiniaGmicrophthalmiaGsyndromeGandGabrogateGnasalG
developmentVGNaturedGeneticsTG2017TGafTGZafUZbb 36.3 60

206 TheGphenotypicGmanifestationsGofGautosomalGrecessiveGaxonalGpharcotUzarieUToothGdueGtoGaG
mutationGinGyaminGnWpGgeneVGNeuromusculardDisordersTG2003TGY_TGcXUd 2.9 60

205 nGnaturallyGoccurringGhumanGminidysferlinGproteinGrepairsGsarcolemmalGlesionsGinGaGmouseGmodelGofG
dysferlinopathyVGSciencedTranslationaldMedicineTG2010TGZTGbXracf 17.5 59

204 TheGhumanGYGchromosomeGgenesGoéYZTGpqYYGandGqnZGareGnotGessentialGforGsustainedGfertilityVG
MoleculardHumandReproductionTG2000TGcTGdefUf_ 4.4 59

203 qifferentialGq nGmethylationGofGtheGqaZaGrepeatGinGpatientsGwithGsSuqGandGasymptomaticGcarriersVG
NeurologyTG2014TGe_TGd__UaZ 6.5 58

202 qeregulationGofGtheGprotocadherinGgeneGsnTYGaltersGmuscleGshapesgGimplicationsGforGtheG
pathogenesisGofGfacioscapulohumeralGdystrophyVGPLoSdGeneticsTG2013TGfTGeYXX_bbX 6 58

201 VznZYGdeficiencyGcausesGanGautophagicGmyopathyGbyGcompromisingGVUnTéaseGactivityGandG
lysosomalGacidificationVGCellTG2009TGY_dTGZ_bUac 56.2 54

200 nGconservedGsplicingGmechanismGofGtheGyz nGgeneGcontrolsGprematureGagingVGHumandMoleculard
GeneticsTG2011TGZXTGabaXUbb 5.6 54

199 SexUdependentGrearrangementsGresultingGinGpzTYnGandGu ééVGNaturedGeneticsTG1997TGYdTGY_cUd 36.3 54

198 ézéZZGoverexpressionGcausesGdysmyelinationGinGmiceVGBrainTG2002TGYZbTGZZY_UZY 11.2 54

197 plinicopathologicGfeaturesGofGhistiocyticGlesionsGfollowingGnyyTGwithGaGreviewGofGtheGliteratureVG
PediatricdanddDevelopmentaldPathologyTG2010TGY_TGZZbU_d 2.2 53

196 éolymorphicGShortGTandemGRepeatsGforGqiagnosisGofGtheGpharcotUzarieUToothGYnGquplicationVG
ClinicaldChemistryTG2001TGadTGeZfUe_d 5.5 53

195  uclearGmatrixTGnuclearGenvelopeGandGprematureGagingGsyndromesGinGaGtranslationalGresearchG
perspectiveVGSeminarsdindCelldanddDevelopmentaldBiologyTG2014TGZfTGYZbUad 7.5 52

194 qysferlinopathiesVGNeurologydIndiaTG2008TGbcTGZefUfd 0.7 51

193 yackGofGcorrelationGbetweenGoutcomesGofGmembraneGrepairGassayGandGcorrectionGofGdystrophicG
changesGinGexperimentalGtherapeuticGstrategyGinGdysferlinopathyVGPLoSdONETG2012TGdTGe_eX_c 3.7 49

192
yossGofGpalmodulinUGandGRadialUSpokeUnssociatedGpomplexGéroteinGpsnéZbYGyeadsGtoGvmmotileG
SpermatozoaGyackingGzitochondriaGandGvnfertilityGinGzenVGAmericandJournaldofdHumandGeneticsTG
2018TGYX_TGaY_UaZX

11 47

191 zutationsGinGéuqUlikeGdomainGofGtheGnTRXGgeneGcorrelateGwithGsevereGpsychomotorGimpairmentG
andGsevereGurogenitalGabnormalitiesGinGpatientsGwithGnTRXGsyndromeVGClinicaldGeneticsTG2006TGdXTGbdUcZ 4 45
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190 nnGoverviewGofGtreatmentGstrategiesGforGuutchinsonUtilfordGérogeriaGsyndromeVGNucleusTG2018TGfTGZacUZbd3.9 44

189 ézépnGmutationsGcauseGabnormalGmitochondrialGproteinGprocessingGinGpatientsGwithG
nonUprogressiveGcerebellarGataxiaVGBrainTG2015TGY_eTGYbXbUYd 11.2 43

188 uighGprevalenceGofGlaminopathiesGamongGpatientsGwithGmetabolicGsyndromeVGHumandMoleculard
GeneticsTG2011TGZXTG_ddfUec 5.6 43

187 nGnovelGzYudGmutationGlinksGcongenitalGfiberGtypeGdisproportionGandGmyosinGstorageGmyopathyVG
NeuromusculardDisordersTG2011TGZYTGZbaUcZ 2.9 42

186  ovelGmutationsGinGTTp_dGassociatedGwithGtrichoUhepatoUentericGsyndromeVGHumandMutationTG2011TG
_ZTGZddUeY 4.7 42

185 zolecularGdissectionGofGtheGSchwannGcellGspecificGpromoterGofGtheGézéZZGgeneVGGeneTG2000TGZaeTGZZ_U_Y 3.8 42

184 zutationsGinGnpTRTYGandGitsGenhancerGR nGelementsGleadGtoGaberrantGactivationGofGuedgehogG
signalingGinGinheritedGandGsporadicGbasalGcellGcarcinomasVGNaturedMedicineTG2017TGZ_TGYZZcUYZ__ 50.5 42

183
zutationsGinGopné_YGcauseGaGsevereGXUlinkedGphenotypeGwithGdeafnessTGdystoniaTGandGcentralG
hypomyelinationGandGdisorganizeGtheGtolgiGapparatusVGAmericandJournaldofdHumandGeneticsTG2013TG
f_TGbdfUec

11 41

182 zutationGscreeningGofGtheG UmycGdownstreamUregulatedGgeneGYGO qRtYPGinGpatientsGwithG
pharcotUzarieUToothGqiseaseVGHumandMutationTG2003TGZZTGYZfU_b 4.7 41

181 vnducedGpluripotentGstemGcellsGrevealGfunctionalGdifferencesGbetweenGdrugsGcurrentlyGinvestigatedG
inGpatientsGwithGhutchinsonUgilfordGprogeriaGsyndromeVGStemdCellsdTranslationaldMedicineTG2014TG_TGbYXUf 6.9 40

180 érelaminGnGaccumulationGinGendothelialGcellsGinducesGprematureGsenescenceGandGfunctionalG
impairmentVGAtherosclerosisTG2014TGZ_dTGabUbZ 3.1 39

179 qysregulationGofGaq_bUGandGmuscleUspecificGgenesGinGfetusesGwithGaGshortGqaZaGarrayGlinkedGtoG
facioUscapuloUhumeralGdystrophyVGHumandMoleculardGeneticsTG2013TGZZTGaZXcUYa 5.6 38

178 yinkageGofGXUlinkedGmyopathyGwithGexcessiveGautophagyGOXzrnPGtoGXqZeVGEuropeandJournaldofd
HumandGeneticsTG2000TGeTGYZbUf 5.3 38

177 néYSZGisGmutatedGinGXUlinkedGqandyUWalkerGmalformationGwithGintellectualGdisabilityTGbasalGgangliaG
diseaseGandGseizuresGOéettigrewGsyndromePVGEuropeandJournaldofdHumandGeneticsTG2014TGZZTG_c_Ue 5.3 36

176  ewGZzéSTrZaGOsnprYPGmutationsGinGpatientsGaffectedGwithGrestrictiveGdermopathyGorGrelatedG
progeroidGsyndromesGandGmutationGupdateVGEuropeandJournaldofdHumandGeneticsTG2014TGZZTGYXXZUYY 5.3 36

175
 ovelGframeshiftingGmutationsGofGtheGZzéSTrZaGgeneGinGtwoGsiblingsGaffectedGwithGrestrictiveG
dermopathyGandGreviewGofGtheGmutationsGdescribedGinGtheGliteratureVGAmericandJournaldofdMedicald
GeneticspdPartdATG2010TGYbZnTGaadUbZ

2.5 35

174 uomozygosityGmappingGofGautosomalGrecessiveGdemyelinatingGpharcotUzarieUToothGneuropathyG
OpzTauPGtoGaGnovelGlocusGonGchromosomeGYZpYYVZYUqY_VYYVGJournaldofdMedicaldGeneticsTG2005TGaZTGZcXUb 5.8 35

173 qrugGscreeningGonGuutchinsonGtilfordGprogeriaGpluripotentGstemGcellsGrevealsGaminopyrimidinesGasG
newGmodulatorsGofGfarnesylationVGCelldDeathdanddDiseaseTG2016TGdTGeZYXb 9.8 34

(2016-2018)
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172 zolecularGcombingGrevealsGallelicGcombinationsGinGfacioscapulohumeralGdystrophyVGAnnalsdofd
NeurologyTG2011TGdXTGcZdU__ 9.4 33

171 nnGassociationGofGuutchinsonUtilfordGprogeriaGandGmalignancyVGAmericandJournaldofdMedicald
GeneticspdPartdATG2007TGYa_nTGYeZYUc 2.5 33

170 yz nGmutationsGinGatypicalGWernerNsGsyndromeVGLancetpdTheTG2003TG_cZTGYbebUchGauthorGreplyGYbec 40 33

169 rxomeGsequencingGidentifiesGrecurrentGalterationsGandGtheGabsenceGofGTGandGmutationsGinGsplenicG
diffuseGredGpulpGsmallGoUcellGlymphomaVGHaematologicaTG2017TGYXZTGYdbeUYdcc 6.6 32

168 nnGinheritedGyz nGgeneGmutationGinGatypicalGérogeriaGsyndromeVGAmericandJournaldofdMedicald
GeneticspdPartdATG2012TGYbenTGZeeYUd 2.5 32

167 TypeGoGmandibuloacralGdysplasiaGwithGcongenitalGmyopathyGdueGtoGhomozygousGZzéSTrZaG
missenseGmutationVGEuropeandJournaldofdHumandGeneticsTG2011TGYfTGcadUba 5.3 32

166
rxomeGsequencingGrevealsGaGdeGnovoGéOyqYGmutationGcausingGphenotypicGvariabilityGinGmandibularG
hypoplasiaTGdeafnessTGprogeroidGfeaturesTGandGlipodystrophyGsyndromeGOzqéyPVGMetabolism:dClinicald
anddExperimentalTG2017TGdYTGZY_UZZb

12.7 31

165 WqRd_GzutationsGpauseGvnfantileG eurodegenerationGandGVariableGtlomerularGxidneyGqiseaseVG
HumandMutationTG2015TG_cTGYXZYUe 4.7 31

164 uomozygousGdeletionGofGSU bGinGthreeGmenGwithGdecapitatedGspermatozoaVGHumandMoleculard
GeneticsTG2017TGZcTG_YcdU_YdY 5.6 30

163 zetforminGdecreasesGprogerinGexpressionGandGalleviatesGpathologicalGdefectsGofGuutchinsonUtilfordG
progeriaGsyndromeGcellsVGNpjdAgingdanddMechanismsdofdDiseaseTG2016TGZTGYcXZc 5.5 29

162 vdentificationGofGvariantsGinGtheGaq_bGgeneGsnTYGinGpatientsGwithGaGfacioscapulohumeralG
dystrophyUlikeGphenotypeVGHumandMutationTG2015TG_cTGaa_Ub_ 4.7 29

161 TranslationalGresearchGandGtherapeuticGperspectivesGinGdysferlinopathiesVGMoleculardMedicineTG2011TG
YdTGedbUeZ 6.2 29

160 pharacterizationGofGtwoGmutationsGinGtheGSéTypYGsubunitGofGserineGpalmitoyltransferaseGassociatedG
withGhereditaryGsensoryGandGautonomicGneuropathyGtypeGvVGHumandMutationTG2011TG_ZTGrZZYYUZb 4.7 29

159 zolecularGgeneticsGofGautosomalUrecessiveGaxonalGpharcotUzarieUToothGneuropathiesVG
NeuroMoleculardMedicineTG2006TGeTGedUYXc 4.6 29

158 TheGclinicalGvariabilityGofGtheGzrpéZGduplicationGsyndromegGdescriptionGofGtwoGfamiliesGwithG
duplicationsGexcludingGyYpnzGandGsy nVGClinicaldGeneticsTG2009TGdbTG_XYU_ 4 27

157  qRtYUlinkedGpharcotUzarieUToothGdiseaseGOpzTaqPGwithGcentralGnervousGsystemGinvolvementVG
NeuromusculardDisordersTG2007TGYdTGYc_Ue 2.9 27

156 rvidenceGofGSnRSUpoVUZGreUinfectionGwithGaGdifferentGgenotypeVGJournaldofdInfectionTG2021TGeZTGeaUYZ_ 18.9 27

155 rxomeGsequencingGidentifiesGaGnovelGmutationGinGévx_RYGasGtheGcauseGofGSuORTGsyndromeVGBMCd
MedicaldGeneticsTG2014TGYbTGbY 2.1 26
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154  ovelGyz nGmutationGinGatypicalGWernerGsyndromeGpresentingGwithGischemicGdiseaseVGStrokeTG2009TG
aXTGeYYUa 6.7 26

153 UzqUqYSsTGaGnovelGlocusGspecificGdatabaseGforGtheGcompilationGandGinteractiveGanalysisGofG
mutationsGinGtheGdysferlinGgeneVGHumandMutationTG2012TG__TGrZ_YdU_Y 4.7 25

152 uSsYGgenesGandGtheGéaGpalindromeGinGtheGnZsbGintervalGofGtheGhumanGYGchromosomeGareGnotG
requiredGforGspermatocyteGmaturationVGHumandReproductionTG2012TGZdTGcYbUZa 5.7 25

151
sounderGeffectGandGestimationGofGtheGageGofGtheGcVefZpkTGOpVnrgZfepysPGmutationGinGyz nG
associatedGtoGpharcotUzarieUToothGsubtypeGpzTZoYGinGfamiliesGfromG orthGWesternGnfricaVGAnnalsd
ofdHumandGeneticsTG2008TGdZTGbfXUd

2.2 23

150 nGueterozygousGZzéSTrZaGzutationGnssociatedGwithGSevereGzetabolicGSyndromeTGrctopicGsatG
nccumulationTGandGqilatedGpardiomyopathyVGCellsTG2016TGbTG 7.9 23

149 yowGpenetranceGinGfacioscapulohumeralGmuscularGdystrophyGtypeGYGwithGlargeGpathologicalGqaZaG
allelesgGaGcrossUsectionalGmulticenterGstudyVGOrphanetdJournaldofdRaredDiseasesTG2015TGYXTGZ 4.2 22

148 zuscleGpellsGsixGoreachesGbyGOrchestratingGaGzembraneGRepairGoalletVGJournaldofdNeuromusculard
DiseasesTG2018TGbTGZYUZe 5 22

147 rxonG_ZGSkippingGofGqysferlinGRescuesGzembraneGRepairGinGéatientsNGpellsVGJournaldofd
NeuromusculardDiseasesTG2015TGZTGZeYUZfX 5 22

146 zolecularGcombingGrevealsGcomplexGaq_bGrearrangementsGinGsacioscapulohumeralGdystrophyVG
HumandMutationTG2017TG_eTGYa_ZUYaaY 4.7 22

145 TruncatedGprelaminGnGexpressionGinGutéSUlikeGpatientsgGaGtranscriptionalGstudyVGEuropeandJournaldofd
HumandGeneticsTG2015TGZ_TGYXbYUcY 5.3 21

144 nGuighGThroughputGéhenotypicGScreeningGrevealsGcompoundsGthatGcounteractGprematureG
osteogenicGdifferentiationGofGutéSGiéSUderivedGmesenchymalGstemGcellsVGScientificdReportsTG2016TGcTG_adfe4.9 21

143 rxomeGsequencingGasGaGsecondUtierGdiagnosticGapproachGforGclinicallyGsuspectedGdysferlinopathyG
patientsVGMuscledanddNerveTG2014TGbXTGYXXdUYX 3.4 21

142 pnzOSTGaGnonprogressiveTGautosomalGrecessiveTGcongenitalGcerebellarGataxiaTGisGcausedGbyGaGmutantG
zincUfingerGproteinTGZ sbfZVGEuropeandJournaldofdHumandGeneticsTG2010TGYeTGYYXdUY_ 5.3 21

141
nssignmentGofGaGnewGcongenitalGfibrosisGofGextraocularGmusclesGtypeG_GOpsrOz_PGlocusTGsrOzaTG
basedGonGaGbalancedGtranslocationGtOZhY_PGOq_dV_hqYZVYYPGandGidentificationGofGcandidateGgenesVG
JournaldofdMedicaldGeneticsTG2005TGaZTGZb_Uf

5.8 21

140  umericalGaberrationsTGincludingGtrisomyGZZGasGtheGsoleGanomalyTGareGrecurrentGinGfollicularGthyroidG
adenomasVGGenesdChromosomesdanddCancerTG1993TGeTGc_Uc 5 21

139 nntisenseUoasedGérogerinGqownregulationGinGutéSUyikeGéatientsNGpellsVGCellsTG2016TGbTG 7.9 21

138 TrichoUuepatoUrntericGSyndromeGmutationGupdategGzutationsGspectrumGofGTTp_dGandGSxvVZyTG
clinicalGanalysisGandGfutureGprospectsVGHumandMutationTG2018TG_fTGddaUdef 4.7 20

137
VascularGrndothelialGtrowthGsactorGnGcVRZ_dpkTGpolymorphismGisGassociatedGwithGbevacizumabG
efficacyGandGrelatedGhypertensionGinGmetastaticGcolorectalGcancerVGDigestivedanddLiverdDiseaseTG2015TG
adTG__YUd

3.3 20

(2015-2009)

7



136 érelaminGnGprocessingGandGfunctionalGeffectsGinGrestrictiveGdermopathyVGCelldCycleTG2010TGfTGadccUe 4.7 20

135 zolecularGdiagnosisGofGinheritedGperipheralGneuropathiesGbyGtargetedGnextUgenerationGsequencinggG
molecularGspectrumGdelineationVGBMJdOpenTG2018TGeTGeXZYc_Z 3 20

134  eonatalGscreeningGforGsickleGcellGdiseaseGinGsrancegGevaluationGofGtheGselectiveGprocessVGJournaldofd
ClinicaldPathologyTG2010TGc_TGbaeUbY 3.9 19

133 nlteredGsplicingGinGprelaminGnUassociatedGprematureGagingGphenotypesVGProgressdindMoleculardandd
SubcellulardBiologyTG2006TGaaTGYffUZ_Z 3 19

132 plinicalGheterogeneityGandGaGhighGproportionGofGnovelGmutationsGinGaGphineseGcohortGofGpatientsG
withGdysferlinopathyVGNeurologydIndiaTG2014TGcZTGc_bUf 0.7 18

131 yoRGmutationGandGnuclearGenvelopeGdefectsGinGaGpatientGaffectedGwithGReynoldsGsyndromeVGJournald
ofdMedicaldGeneticsTG2010TGadTG_cYUdX 5.8 18

130 TranscriptionalGexplorationsGofGpné _GidentifyGnovelGsplicingGmutationsTGaGlargeUsizedGgenomicG
deletionGandGevidenceGforGmessengerGR nGdecayVGClinicaldGeneticsTG2007TGdZTGbeZUfZ 4 18

129 yossUofUsunctionGzutationsGinGU pabnGpauseGaGSyndromeGnssociatingGpholestasisTGqiarrheaTG
vmpairedGuearingTGandGooneGsragilityVGAmericandJournaldofdHumandGeneticsTG2018TGYXZTG_caU_da 11 17

128 nGpatientGwithGlimbGgirdleGmuscularGdystrophyGcarriesGaGTRvz_ZGdeletionTGdetectedGbyGaGnovelGptuG
arrayTGinGcompoundGheterozygosisGwithGaGnonsenseGmutationVGNeuromusculardDisordersTG2013TGZ_TGadeUeZ 2.9 17

127 nTRXGsyndromeGinGaGgirlGwithGaGheterozygousGmutationGinGtheGnTRXGZnGfingerGdomainGandGaGtotallyG
skewedGXUinactivationGpatternVGAmericandJournaldofdMedicaldGeneticspdPartdATG2006TGYaXTGZZYZUb 2.5 17

126 ScreeningGofGtheGpné _GgeneGinGpatientsGwithGpossibleGytzqZnVGClinicaldGeneticsTG2006TGcfTGaaaUf 4 17

125 qetectionGofGTRvz_ZGdeletionsGinGytzqGpatientsGanalyzedGbyGaGcombinedGstrategyGofGptuGarrayGandG
massivelyGparallelGsequencingVGEuropeandJournaldofdHumandGeneticsTG2015TGZ_TGfZfU_a 5.3 16

124 vdentificationGofGsplicingGdefectsGcausedGbyGmutationsGinGtheGdysferlinGgeneVGHumandMutationTG2014TG
_bTGYb_ZUaY 4.7 16

123  ovelGmutationsGinGtheGéRXGandGtheGzTzRZGgenesGareGresponsibleGforGunusualG
pharcotUzarieUToothGdiseaseGphenotypesVGNeuromusculardDisordersTG2011TGZYTGba_UbX 2.9 16

122 TightGskinGandGlimitedGjointGmovementsGasGearlyGpresentationGofGuutchinsonUtilfordGprogeriaGinGaG
dUweekUoldGinfantVGEuropeandJournaldofdPediatricsTG2005TGYcaTGZe_Uc 4.1 16

121 vmprovingGmolecularGdiagnosisGofGdistalGmyopathiesGbyGtargetedGnextUgenerationGsequencingVG
JournaldofdNeurologypdNeurosurgerydanddPsychiatryTG2016TGedTG_aXUZ 5.5 15

120  uclearGenvelopeGremodellingGduringGhumanGspermiogenesisGinvolvesGsomaticGoUtypeGlaminsGandGaG
spermatidUspecificGo_GlaminGisoformVGMoleculardHumandReproductionTG2015TGZYTGZZbU_c 4.4 15

119 oehavioralGandGmolecularGexplorationGofGtheGnRUpzTZnGmouseGmodelGymnaGORZfepWRZfepPVG
NeuroMoleculardMedicineTG2012TGYaTGaXUbZ 4.6 15

Nicolas Levy
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118 rosinophilicGinfiltrationGrelatedGtoGpné _GmutationsgGaGpathophysiologicalGcomponentGofGprimaryG
calpainopathylVGClinicaldGeneticsTG2011TGeXTG_feUaXZ 4 15

117
vdentificationGofGdifferentGgenomicGdeletionsGandGoneGduplicationGinGtheGdysferlinGgeneGusingG
multiplexGligationUdependentGprobeGamplificationGandGgenomicGquantitativeGépRVGGeneticdTestingd
anddMoleculardBiomarkersTG2009TGY_TGa_fUaZ

1.6 15

116 yowGlaminGnGexpressionGinGlungGadenocarcinomaGcellsGfromGpleuralGeffusionsGisGaGpejorativeGfactorG
associatedGwithGhighGnumberGofGmetastaticGsitesGandGpoorGéerformanceGstatusVGPLoSdONETG2017TGYZTGeXYe_Y_c3.7 15

115 qecipheringGtheGcomplexityGofGtheGaqGandGYXqGsubtelomeresGbyGmolecularGcombingGinGhealthyG
individualsGandGpatientsGwithGfacioscapulohumeralGdystrophyVGJournaldofdMedicaldGeneticsTG2019TGbcTGbfXUcXY5.8 14

114 zultilineageGqifferentiationGforGsormationGofGvnnervatedGSkeletalGzuscleGsibersGfromGuealthyGandG
qiseasedGuumanGéluripotentGStemGpellsVGCellsTG2020TGfTG 7.9 14

113 plinicalGandGallelicGheterogeneityGinGaGpediatricGcohortGofGYYGpatientsGcarryingGzs ZGmutationVGBraind
anddDevelopmentTG2016TG_eTGafeUbXc 2.2 14

112 zolecularGbasisGofGbetaUthalassemiaGinGzoroccogGpossibleGoriginsGofGtheGmolecularGheterogeneityVG
GeneticdTestingdanddMoleculardBiomarkersTG2008TGYZTGbc_Ue 14

111 TetraUameliaGandGlungGhypoWaplasiaGsyndromegGnewGcaseGreportGandGreviewVGAmericandJournaldofd
MedicaldGeneticspdPartdATG2008TGYacnTGZdffUeX_ 2.5 14

110 RespiratoryGandGcardiacGfunctionGinGjapaneseGpatientsGwithGdysferlinopathyVGMuscledanddNerveTG2016TG
b_TG_faUaXY 3.4 14

109  ovelGmutationsGcauseGanGaggressiveGatypicalGneonatalGprogeriaGwithoutGprogerinGaccumulationVG
JournaldofdMedicaldGeneticsTG2016TGb_TGddcUdeb 5.8 14

108 nGmulticenterGretrospectiveGstudyGofGcharcotUmarieUtoothGdiseaseGtypeGaoGOpzTaoPGassociatedGwithG
mutationsGinGmyotubularinUrelatedGproteinsGOzTzRsPVGAnnalsdofdNeurologyTG2019TGecTGbbUcd 9.4 13

107 éropositionGofGadjustmentsGtoGtheGnpztUnzéGframeworkGforGtheGinterpretationGofGzr YGmissenseG
variantsVGHumandMutationTG2019TGaXTGccYUcda 4.7 13

106 TwoGnovelGmissenseGmutationsGinGstqaWsRnov GcauseGpharcotUzarieUToothGtypeGauGOpzTauPVG
JournaldofdthedPeripheraldNervousdSystemTG2012TGYdTGYaYUc 4.7 13

105 nGwholeUgenomeGscanGinGaGlargeGfamilyGwithGleukodystrophyGandGoligodontiaGrevealsGlinkageGtoG
YXqZZVGNeurogeneticsTG2011TGYZTGd_Ue 3 13

104 oetaUthalassemiaGintermediaGdueGtoGtwoGnovelGmutationsGinGtheGpromoterGregionGofGtheGbetaUglobinG
geneVGEuropeandJournaldofdHaematologyTG2008TGeXTG_acUbX 3.8 13

103 yossGofGzTXZGcausesGmandibuloacralGdysplasiaGandGlinksGmitochondrialGdysfunctionGtoGalteredG
nuclearGmorphologyVGNaturedCommunicationsTG2020TGYYTGabef 17.4 13

102 TowardGanGobjectiveGmeasureGofGfunctionalGdisabilityGinGdysferlinopathyVGMuscledanddNerveTG2016TGb_TGafUbd3.4 13

101 porrectionGofGpseudoexonGsplicingGcausedGbyGaGnovelGintronicGdysferlinGmutationVGAnnalsdofdClinicald
anddTranslationaldNeurologyTG2019TGcTGcaZUcba 5.3 12

(2019-2011)
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100 uvVUYGinfectionGandGfirstGlineGnRTGinducedGdifferentialGresponsesGinGmitochondriaGfromGbloodG
lymphocytesGandGmonocytesgGtheGn RSGréabGIngingIGstudyVGPLoSdONETG2012TGdTGeaYYZf 3.7 12

99 yongUtermGfollowUupGstudyGonGpatientsGwithGziyoshiGphenotypeGofGdistalGmuscularGdystrophyVG
EuropeandJournaldofdNeurologyTG2013TGZXTGfceUda 6 11

98 uvVGproteaseGinhibitorsGdoGnotGcauseGtheGaccumulationGofGprelaminGnGinGéozpsGfromGpatientsG
receivingGfirstGlineGtherapygGtheGn RSGréabGIagingIGstudyVGPLoSdONETG2012TGdTGeb_X_b 3.7 11

97 vmmunolabellingGandGflowGcytometryGasGnewGtoolsGtoGexploreGdysferlinopathiesVGNeuromusculard
DisordersTG2010TGZXTGbdUcX 2.9 11

96  uclearGlocalizationGofGaGnovelGhumanGsyntaxinGYoGisoformVGGeneTG2008TGaZ_TGYcXUdY 3.8 11

95
érenatalGdetectionGofGtheGYdpYYVZGduplicationGinGpharcotUzarieUToothGdiseaseGtypeGYngGnecessityGofG
aGmultidisciplinaryGapproachGforGheterogeneousGdisordersVGEuropeandJournaldofdHumandGeneticsTG
2002TGYXTGZfdU_XZ

5.3 11

94 yossGofGpajalGbodiesGinGmotorGneuronsGfromGpatientsGwithGnovelGmutationsGinGVRxYVGHumand
MoleculardGeneticsTG2019TGZeTGZ_deUZ_fa 5.6 10

93 vdentificationGofGaGrRppbGcVZ___TkpGOyddeéPGVariantGinGTwoGTunisianGSiblingsGWithGzildGXerodermaG
éigmentosumGéhenotypeVGFrontiersdindGeneticsTG2019TGYXTGYYY 4.5 9

92 zicroR nsGinGhereditaryGandGsporadicGprematureGagingGsyndromesGandGotherGlaminopathiesVGAgingd
CellTG2018TGYdTGeYZdcc 9.9 9

91 SegregationGbetweenGSzpuqYGmutationTGqaZaGhypomethylationGandGsacioUScapuloUuumeralG
qystrophygGaGcaseGreportVGBMCdMedicaldGeneticsTG2016TGYdTGcc 2.1 9

90  ovelGnyéx_GmutationGinGaGTunisianGpatientGwithGpediatricGcardiomyopathyGandG
facioUthoracoUskeletalGfeaturesVGJournaldofdHumandGeneticsTG2018TGc_TGYXddUYXeZ 4.3 9

89 yaminsGinGyungGpancergGoiomarkersGandGxeyGsactorsGforGqiseaseGérogressionGthroughGmiRUfG
RegulationlVGCellsTG2018TGdTG 7.9 9

88 nGnovelGmutationGinGstqaWsRnov GcausesGpharcotGzarieGToothGdiseaseGtypeGauGinGpatientsGfromGaG
consanguineousGTunisianGfamilyVGAnnalsdofdHumandGeneticsTG2013TGddTG__cUa_ 2.2 9

87 yrzUdomainGproteinsGareGlostGduringGhumanGspermiogenesisGbutGonsGandGonsUyGpersistVG
ReproductionTG2017TGYbaTG_edUaXY 3.8 9

86 zutationsGinGtheGXUlinkedGformGofGpharcotUzarieUToothGdiseaseGinGtheGsrenchGpopulationVG
NeurogeneticsTG1997TGYTGYYdUZ_ 3 9

85 sineUmappingGtheGgeneGforGXUlinkedGmyopathyGwithGexcessiveGautophagyVGNeurologyTG2008TGdYTGfbYU_ 6.5 9

84 uutchinsonUtilfordGprogeriaGsyndromegGRejuvenatingGoldGdrugsGtoGfightGacceleratedGageingVG
MethodsTG2021TGYfXTG_UYZ 4.6 9

83 plinicalGmassivelyGparallelGsequencingGforGtheGdiagnosisGofGmyopathiesVGRevuedNeurologiqueTG2015TG
YdYTGbbeUdY 3 8
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82
nGnovelGoverlappingGphenotypeGcharacterizedGbyGlipodystrophyTGmandibularGdysplasiaTGandGdilatedG
cardiomyopathyGassociatedGwithGaGnewGmutationGinGtheGyz nGgeneVGInternationaldJournaldofd
CardiologyTG2016TGZXfTG_YdUe

3.2 8

81 ValidationGofGcomparativeGgenomicGhybridizationGarraysGforGtheGdetectionGofGgenomicG
rearrangementsGofGtheGcalpainU_GandGdysferlinGgenesVGClinicaldGeneticsTG2012TGeYTGffUYXY 4 8

80  ewGmultiplexGépRUbasedGprotocolGallowingGindirectGdiagnosisGofGsSuqGonGsingleGcellsgGcanGétqGbeG
offeredGdespiteGhighGriskGofGrecombinationlVGEuropeandJournaldofdHumandGeneticsTG2010TGYeTGb__Ue 5.3 8

79 nllelicGvariationsGatGtheGhaploidGToXYGlocusGdoGnotGinfluenceGtheGcardiacGphenotypeGinGcasesGofG
ZZqYYGmicrodeletionVGAnnalesdDedGˆ'nˆ'tiqueTG2004TGadTGZ_bUaX 8

78 qefectiveGprelaminGnGprocessingGresultingGfromGyz nGorGZzéSTrZaGmutationsGasGtheGcauseGofG
restrictiveGdermopathyVGArchivesdofdDermatologyTG2005TGYaYTGYad_UahGauthorGreplyGYada 8

77 vsolationGofGcosmidsGandGfetalGbrainGcq nsGfromGtheGproximalGlongGarmGofGhumanGchromosomeGZZVG
HumandMoleculardGeneticsTG1993TGZTGb_bUaX 5.6 8

76 zolecularGteneticsGofGnutosomalURecessiveGnxonalGpharcotUzarieUToothG europathiesVG
NeuroMoleculardMedicineTeTGedUYXc 4.6 8

75 qysferlinopathyGinGvrangGplinicalGandGgeneticGreportVGJournaldofdthedNeurologicaldSciencesTG2015TG_bfTGZbcUf3.2 7

74 TherapeuticGexonGNswitchingNGforGdysferlinopathieslVGEuropeandJournaldofdHumandGeneticsTG2010TGYeTG
fcfUdXhGauthorGreplyGfdY 5.3 7

73 rxclusionGofGmutationsGinGtheGdysferlinGalternativeGexonsGYGofGqYSsUvYTGbaTGandGaXaGinGaGcohortGofGZcG
patientsVGGeneticdTestingdanddMoleculardBiomarkersTG2010TGYaTGYb_Ua 1.6 7

72 VulnerabilityGofGprogeroidGsmoothGmuscleGcellsGtoGbiomechanicalGforcesGisGmediatedGbyGzzéY_VG
NaturedCommunicationsTG2020TGYYTGaYYX 17.4 7

71 teneticGpharacterizationGofGaGsrenchGpohortGofGt rUmutationGnegativeGinclusionGbodyGmyopathyG
patientsGwithGexomeGsequencingVGMuscledanddNerveTG2017TGbcTGff_Uffd 3.4 6

70 WholeGrxomeGSequencingGRevealsGaGyargeGteneticGueterogeneityGandGRevisitsGtheGpausesGofG
uypertrophicGpardiomyopathyVGCirculationdGenomicdanddPrecisiondMedicineTG2019TGYZTGeXXZbXX 5.2 6

69 UnravelingGzutationsGinGzetabolicGSyndromegGpellularGéhenotypeGandGplinicalGéitfallsVGCellsTG2020TGfTG 7.9 6

68  ovelGpné _GvariantGassociatedGwithGanGautosomalGdominantGcalpainopathyVGNeuropathologydandd
ApplieddNeurobiologyTG2020TGacTGbcaUbde 5.2 6

67 SubstrateGTopographyGzodulatesGpellGngingGonGaGérogeriaGpellGzodelVGACSdBiomaterialsdSciencedandd
EngineeringTG2018TGaTGYafeUYbXa 5.5 6

66
nbnormalGretentionGofGnuclearGlaminaGandGdisorganizationGofGchromatinUrelatedGproteinsGinG
spermatozoaGfromGqéYYfyZUdeletedGglobozoospermicGpatientsVGReproductivedBioMedicinedOnlineTG
2017TG_bTGbcZUbdX

4 6

65  ovelGéathogenicGVariantsGinGaGsrenchGpohortGWidenGtheGzutationalGSpectrumGof´ t rGzyopathyVG
JournaldofdNeuromusculardDiseasesTG2015TGZTGY_YUY_c 5 6

(2015-2016)
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64  ovelGancestralGqysferlinGsplicingGmutationGwhichGmigratedGfromGtheGvberianGpeninsulaGtoGSouthG
nmericaVGNeuromusculardDisordersTG2011TGZYTG_ZeU_d 2.9 6

63 RestrictiveGdermopathyGinGaGTurkishGnewbornVGPediatricdDermatologyTG2011TGZeTGaXeUYY 1.9 6

62 TetraUameliaGandGlungGaplasiaGsyndromegGreportGofGaGnewGfamilyGandGexclusionGofGcandidateGgenesVG
ClinicaldGeneticsTG2005TGceTGbbeUcX 4 6

61
érenatalGdetectionGofGaGYdpYYVZGduplicationGresultingGfromGaGrareGrecombinationGeventGandGnovelG
épRUbasedGstrategyGforGmolecularGidentificationGofGpharcotUzarieUToothGdiseaseGtypeGYnVGEuropeand
JournaldofdHumandGeneticsTG2000TGeTGZZfU_b

5.3 6

60 TheGubiquitinUactivatingGenzymeGrYGhomologousGgenesGonGtheGmouseGYGchromosomeGOUbeYyPG
representGoneGfunctionalGgeneGandGsixGpartialGpseudogenesVGMammaliandGenomeTG2000TGYYTGYcaUe 3.2 6

59
vdentificationGandGsequencingGtheGjuvenileGspermatogonialGdepletionGcriticalGintervalGonGmouseG
chromosomeGYGrevealsGtheGpresenceGofGeightGcandidateGgenesVGBiochemicaldanddBiophysicaldResearchd
CommunicationsTG2001TGZeeTGYYZfU_b

3.4 6

58 TwentyUtwoGyearGfollowUupGofGanGvndianGfamilyGwithGdysferlinopathyUclinicalTGimmunocytochemicalTG
westernGblottingGandGgeneticGfeaturesVGNeurologydIndiaTG2008TGbcTG_eeUfX 0.7 6

57 TheGsrenchG ationalGRegistryGofGpatientsGwithGsacioscapulohumeralGmuscularGdystrophyVGOrphanetd
JournaldofdRaredDiseasesTG2018TGY_TGZYe 4.2 6

56 nGnewGlaminGaGmutationGassociatedGwithGacrogeriaGsyndromeVGJournaldofdInvestigativedDermatologyTG
2014TGY_aTGZZdaUZZdd 4.3 5

55 rntireGpné _GgeneGdeletionGinGaGpatientGwithGlimbUgirdleGmuscularGdystrophyGtypeGZnVGMuscledandd
NerveTG2014TGbXTGaaeUb_ 3.4 5

54 nGYX´ zbGduplicationGinGchromosomeGbandGbq_YV_Ubq__VYGassociatedGwithGlateUonsetGlipodystrophyTG
ichthyosisTGepilepsyGandGglomerulonephritisVGEuropeandJournaldofdMedicaldGeneticsTG2011TGbaTG_YXU_ 2.6 5

53 nnalyticalGevaluationGofGtheGTosohGuypUdZ_GteGautomatedGuéypGanalyzerGforGhemoglobinGanalysisGinG
betaUthalassemiaGmodeVGClinicaldBiochemistryTG2011TGaaTGaaYU_ 3.5 5

52 éolymorphismsGofGtheGlaminaGmaturationGpathwayGandGtheirGassociationGwithGtheGmetabolicG
syndromegGtheGqrSvRGprospectiveGstudyVGJournaldofdMoleculardMedicineTG2010TGeeTGYf_UZXY 5.5 5

51 qiagnosticGstrategyGforGlimbUgirdleGmuscularGdystrophiesVGRevuedNeurologiqueTG2012TGYceTGfYfUZc 3 4

50 qysferlinopathyGinGphilegGevidenceGofGtwoGnovelGmutationsGinGtheGfirstGreportedGcasesVGGeneticd
TestingdanddMoleculardBiomarkersTG2009TGY_TGYXbUe 1.6 4

49 ndditionalGfamilialGcaseGofGsubtotalGleukonychiaGandGsebaceousGcystsGOoauerGsyndromePgGbelongGtheG
nervousGtumoursGtoGtheGphenotypelVGEuropeandJournaldofdMedicaldGeneticsTG2008TGbYTGa_cUa_ 2.6 4

48
éerformanceGofGsemiconductorGsequencingGplatformGforGnonUinvasiveGprenatalGgeneticGscreeningG
forGfetalGaneuploidygGresultsGfromGaGmulticenterGprospectiveGcohortGstudyGinGaGclinicalGsettingVG
UltrasounddindObstetricsdanddGynecologyTG2019TGbaTGZacUZba

5.8 4

47 zultiallelicGrareGvariantsGsupportGanGoligogenicGoriginGofGsuddenGcardiacGdeathGinGtheGyoungVGHerzTG
2021TGacTGfaUYXZ 2.6 4
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46 nGsevereGclinicalGphenotypeGofG oonanGsyndromeGwithGneonatalGhypertrophicGcardiomyopathyGinG
theGsecondGcaseGworldwideGwithGRnsYGSZbfYGneomutationVGGeneticaldResearchTG2019TGYXYTGec 1.1 3

45
vdentificationGofGaGpquYZGpotentialGcandidateGgeneticGvariantGforGanGautosomalGdominantGformGofG
transgrediensGandGprogrediensGpalmoplantarGkeratodermaGinGaGTunisianGfamilyVGJournaldofdHumand
GeneticsTG2020TGcbTG_fdUaYX

4.3 3

44 TheGinvolvementGofGtheGnuclearGlaminaGinGhumanGandGrodentGspermiogenesisgGaGsystematicGreviewVG
BasicdanddClinicaldAndrologyTG2018TGZeTGd 2.8 3

43 nGcollodionGbabyGwithGfacialGdysmorphismTGlimbGanomaliesTGpachygyriaGandGgenitalGhypoplasiagGaGmildG
formGofG euUlaxovaGsyndromeGorGaGnewGentitylVGAnnalsdofdDermatologyTG2013TGZbTGae_Ue 0.4 3

42
TheGrareGcodonGZaGOTknPGObetaSPGmutationGinGassociationGwithGtheGcommonGcodonG_fGOpkGTPGObetaXPG
mutationGcausesGtransfusionUdependentGbetaUthalassemiaGinGaGzoroccanGpatientVGHemoglobinTG2009TG
__TGYbXUa

0.6 3

41 SplicingGimpactGofGdeepGexonicGmissenseGvariantsGinGpné _GexploredGsystematicallyGbyGminigeneG
functionalGassayVGHumandMutationTG2020TGaYTGYdfdUYeYX 4.7 3

40 poverageGnnalysisGofGyistsGofGtenesGinvolvedGinGueterogeneousGteneticGqiseasesGfollowingG
oenchtopGrxomeGSequencingGusingGtheGvonGérotonVGJournaldofdGeneticsTG2016TGfbTGZX_Ue 1.2 3

39 qysferlinGrxonG_ZGSkippingGinGéatientGpellsVGMethodsdindMoleculardBiologyTG2018TGYeZeTGaefUafc 1.4 3

38 zolecularGcombinggGnGnewGtoolGinGdiagnosingGleukemiaVGCancerdBiomarkersTG2016TGYdTGaXbUaXf 3.8 2

37 rxtensionGofGtheGphenotypicGspectrumGofGtyrYUrelatedGdisordersGtoGaGmildGcongenitalGformG
resemblingGcongenitalGmyopathyVGMoleculardGeneticsdjamp;dGenomicdMedicineTG2020TGeTGeYZdd 2.3 2

36 TypeGYGsSuqGwithGcUYXGRepeatedGUnitsgGsactorsGUnderlyingGSeverityGinGvndexGpasesGandGqiseaseG
éenetranceGinGTheirGRelativesGnttentionVGInternationaldJournaldofdMoleculardSciencesTG2020TGZYTG 6.3 2

35 vnflammatoryGfacioscapulohumeralGmuscularGdystrophyGtypeGZGinGYepGdeletionGsyndromeVGAmericand
JournaldofdMedicaldGeneticspdPartdATG2018TGYdcTGYdcXUYdc_ 2.5 2

34
éathologicalGmodellingGofGpigmentationGdisordersGassociatedGwithGuutchinsonUtilfordGérogeriaG
SyndromeGOutéSPGrevealedGanGimpairedGmelanogenesisGpathwayGinGiéSUderivedGmelanocytesVG
ScientificdReportsTG2018TGeTGfYYZ

4.9 2

33 pommentGongGnGnovelGdysferlinUmutantGpseudoexonGbypassedGwithGantisenseGoligonucleotidesVG
AnnalsdofdClinicaldanddTranslationaldNeurologyTG2015TGZTGde_Ua 5.3 2

32 surtherGheterogeneityGinGmyopathyGwithGtubularGaggregateslVGMuscledanddNerveTG2012TGacTGfeaUb 3.4 2

31 qystrophiesGmusculairesGdesGceintures´ gGstratˆ'gieGdiagnostiqueTGbasesGmolˆ'culairesVGRevuedDud
RhumatismedlEditiondFrancaisemTG2008TGdbTGYaZUYbX 0.1 2

30
éhysicalGandGgeneticGlinkageGofGglutaminaseGOtlsPTGsignalGtransducerGandGactivatorGofGtranscriptionGYG
OStatYPTGandGxerodermaGpigmentosumGcomplementationGgroupGtGOXpgPGonGmouseGproximalG
chromosomeGYVGGenomicsTG1998TGbaTG_bbUc

4.3 2

29 OrganismGzodelsgGphoosingGtheGRightGzodelVGNeuromethodsTG2015TG_UZd 0.4 2

(2015-2019)
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28 nutosomalGdominantGsegregationGofGpné _GcVbfe_cYZdelYbGassociatedGwithGaGmildGformGofG
calpainopathyVGAnnalsdofdClinicaldanddTranslationaldNeurologyTG2020TGdTGZb_eUZbaX 5.3 2

27 RetrospectiveGanalysisGandGreclassificationGofGqYSsGvariantsGinGaGlargeGsrenchGseriesGofG
dysferlinopathyGpatientsVGGeneticsdindMedicineTG2021TGZ_TGYbdaUYbdd 8.1 2

26 plinicalGprofileGofGcomorbidityGofGrareGdiseasesGinGaGTunisianGpatientgGaGcaseGreportGassociatingG
incontinentiaGpigmentiGandG oonanGsyndromeVGBMCdPediatricsTG2018TGYeTGZec 2.6 2

25 zutationsGinGtheGmouseGymnaGgeneGcausingGprogeriaTGmuscularGdystrophyGandGcardiomyopathyVG
NovartisdFoundationdSymposiumTG2005TGZcaTGZacUbehGdiscussionGZbeUc_ 2

24 nmbiguousGgenitaliaTGmicrocephalyTGseizuresTGboneGmalformationsTGandGearlyGdeathgGaGdistinctG
zpnWzRGsyndromeVGAmericandJournaldofdMedicaldGeneticspdPartdATG2011TGYbbnTGYYadUbY 2.5 1

23 yz nTGZzéSTrZaTGandGyoRGareGnotGmutatedGinGsclerodermaVGGeneticdTestingdanddMoleculard
BiomarkersTG2009TGY_TGc_bUf 1.6 1

22 yateGdiagnosisGofGanGunstableGhemoglobinGinGaGdiabeticGpatientgGubGoailleGalphaZGYZZOubPuiskTyrVG
ClinicadChimicadActaTG2009TGaXcTGYdaUb 6.2 1

21 rxclusionGofGrtsRTGuRnSTGqSéTGwUéTGpT  oYTGéyrpYTGandGrééxYGasGfunctionalGcandidateGgenesGinGdG
familiesGwithGsyndromicGdiarrhoeaVGJournaldofdPediatricdGastroenterologydanddNutritionTG2009TGaeTGbXYU_ 2.8 1

20 zutationsGinGtheGzouseGyz nGteneGpausingGérogeriaTGzuscularGqystrophyGandGpardiomyopathyVG
NovartisdFoundationdSymposiumTG2008TGZacUZc_ 1

19 sirstGcaseGofGgammaUthalassemiaGinGassociationGwithGaGbetaSGallelegGaGpitfallGinGtheGneonatalG
screeningGforGsickleGcellGdiseaseVGHaematologicaTG2008TGf_TGYdbaUb 6.6 1

18 miRU_dcaU_pGandGmiRU_dcbU_pGoverexpressionGinGuutchinsonUtilfordGprogeriaGfibroblastsGinhibitsG
cellGproliferationGandGinducesGprematureGsenescenceVVGIScienceTG2022TGZbTGYX_dbd 6.1 1

17 TheGqysferlinGTranscriptGpontainingGtheGnlternativeGrxonGaXaGisGrssentialGforGzyocyteGsunctionsVG
FrontiersdindCelldanddDevelopmentaldBiologyTG2021TGfTGdbabbb 5.7 1
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