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o Paper IF Citations

374 vuidelinesHforHtheHuseHandHinterpretationHofHassaysHforHmonitoringHautophagyHPbrdHeditionRWH
AutophagyUH2016UHZaUHZVaaa 10.2 3838

373 vuidelinesHforHtheHuseHandHinterpretationHofHassaysHforHmonitoringHautophagyWHAutophagyUH2012UHgUHccdVdcc10.2 2783

372 vuidelinesHforHtheHuseHandHinterpretationHofHassaysHforHmonitoringHautophagyHinHhigherHeukaryotesWH
AutophagyUH2008UHcUHZdZVfd 10.2 1920

371 βutqHlinksHautophagyHtoHlysosomalHbiogenesisWHScienceUH2011UHbbaUHZcahVbb 33.3 1865

370 pHgeneHnetworkHregulatingHlysosomalHbiogenesisHandHfunctionWHScienceUH2009UHbadUHcfbVf 33.3 1484

369 pHgeneHfromHtheHregionHofHtheHhumanHXHinactivationHcentreHisHexpressedHexclusivelyHfromHtheH
inactiveHXHchromosomeWHNatureUH1991UHbchUHbgVcc 50.4 1164

368 pHlysosomeVtoVnucleusHsignallingHmechanismHsensesHandHregulatesHtheHlysosomeHviaHmβ”éHandH
βutqWHEMBOfJournalUH2012UHbZUHZYhdVZYg 13 1156

367 αignalsHfromHtheHlysosomeiHaHcontrolHcentreHforHcellularHclearanceHandHenergyHmetabolismWHNaturef
ReviewsfMolecularfCellfBiologyUH2013UHZcUHagbVhe 48.7 1043

366 βheHtripartiteHmotifHfamilyHidentifiesHcellHcompartmentsWHEMBOfJournalUH2001UHaYUHaZcYVdZ 13 979

365 MolecularHdefinitionsHofHautophagyHandHrelatedHprocessesWHEMBOfJournalUH2017UHbeUHZgZZVZgbe 13 857

364 βheHs“pHsequenceHofHtheHhumanHXHchromosomeWHNatureUH2005UHcbcUHbadVbf 50.4 822

363 pHgeneHdeletedHinHzallmannOsHsyndromeHsharesHhomologyHwithHneuralHcellHadhesionHandHaxonalH
pathVfindingHmoleculesWHNatureUH1991UHbdbUHdahVbe 50.4 764

362 waploinsufficiencyHofHpβ ZpaHencodingHtheH“aTXzTHpumpHalphaaHsubunitHassociatedHwithHfamilialH
hemiplegicHmigraineHtypeHaWHNaturefGeneticsUH2003UHbbUHZhaVe 36.3 755

361 LysosomalHcalciumHsignallingHregulatesHautophagyHthroughHcalcineurinHandHHβutqWHNaturefCellf
BiologyUH2015UHZfUHaggVhh 23.4 716

360 αpasticHparaplegiaHandH”X w”αHimpairmentHcausedHbyHmutationsHinHparapleginUHaHnuclearVencodedH
mitochondrialHmetalloproteaseWHCellUH1998UHhbUHhfbVgb 56.2 705

359 βutqHcontrolsHcellularHlipidHmetabolismHthroughHaHstarvationVinducedHautoregulatoryHloopWHNaturef
CellfBiologyUH2013UHZdUHecfVdg 23.4 599

358 rharacterizationHofHtheHrLtpéHnetworkHrevealsHanHintegratedHcontrolHofHcellularHclearanceH
pathwaysWHHumanfMolecularfGeneticsUH2011UHaYUHbgdaVee 5.6 556
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357 rharacterizationHofHaHmurineHgeneHexpressedHfromHtheHinactiveHXHchromosomeWHNatureUH1991UHbdZUHbadVh50.4 471

356 pHhighVresolutionHanatomicalHatlasHofHtheHtranscriptomeHinHtheHmouseHembryoWHPLoSfBiologyUH2011UH
hUHeZYYYdga 9.7 467

355 βranscriptionalHactivationHofHlysosomalHexocytosisHpromotesHcellularHclearanceWHDevelopmentalfCellUH
2011UHaZUHcaZVbY 10.2 458

354 vuidelinesHforHtheHuseHandHinterpretationHofHassaysHforHmonitoringHautophagyHPcthHeditionRWH
AutophagyUH2021UHZfUHZVbga 10.2 440

353 pHblockHofHautophagyHinHlysosomalHstorageHdisordersWHHumanfMolecularfGeneticsUH2008UHZfUHZZhVah 5.6 404

352 βheHnicotinicHreceptorHbetaHaHsubunitHisHmutantHinHnocturnalHfrontalHlobeHepilepsyWHNaturefGeneticsUH
2000UHaeUHafdVe 36.3 386

351 LysosomalHdisordersiHfromHstorageHtoHcellularHdamageWHBiochimicafEtfBiophysicafActaftfMolecularfCellf
ResearchUH2009UHZfhbUHegcVhe 4.9 380

350 sefectiveHruβéHinducesHaggresomeHformationHandHlungHinflammationHinHcysticHfibrosisHthroughH
é”αVmediatedHautophagyHinhibitionWHNaturefCellfBiologyUH2010UHZaUHgebVfd 23.4 367

349 βutqHatHaHglanceWHJournalfoffCellfScienceUH2016UHZahUHacfdVgZ 5.3 350

348 LocalizationHofHtheHXHinactivationHcentreHonHtheHhumanHXHchromosomeHinHXqZbWHNatureUH1991UHbchUHgaVc 50.4 338

347 LysosomesHasHdynamicHregulatorsHofHcellHandHorganismalHhomeostasisWHNaturefReviewsfMolecularf
CellfBiologyUH2020UHaZUHZYZVZZg 48.7 310

346 ”pitzHvXqqqHsyndromeUHaHdefectHofHmidlineHdevelopmentUHisHdueHtoHmutationsHinHaHnewHéx“vHfingerH
geneHonHXpaaWHNaturefGeneticsUH1997UHZfUHagdVhZ 36.3 296

345 putophagyHinHlysosomalHstorageHdisordersWHAutophagyUH2012UHgUHfZhVbY 10.2 288

344 βheHmultipleHsulfataseHdeficiencyHgeneHencodesHanHessentialHandHlimitingHfactorHforHtheHactivityHofH
sulfatasesWHCellUH2003UHZZbUHccdVde 56.2 281

343 pHclusterHofHsulfataseHgenesHonHXpaaWbiHmutationsHinHchondrodysplasiaHpunctataHPrs XRHandH
implicationsHforHwarfarinHembryopathyWHCellUH1995UHgZUHZdVad 56.2 267

342 xdentificationHofHtheHgeneHforHoralVfacialVdigitalHtypeHxHsyndromeWHAmericanfJournalfoffHumanf
GeneticsUH2001UHegUHdehVfe 11 258

341 αpastinUHtheHproteinHmutatedHinHautosomalHdominantHhereditaryHspasticHparaplegiaUHisHinvolvedHinH
microtubuleHdynamicsWHHumanfMolecularfGeneticsUH2002UHZZUHZdbVeb 5.6 240

340 LysosomalHstorageHdiseasesiHfromHpathophysiologyHtoHtherapyWHAnnualfReviewfoffMedicineUH2015UHeeUHcfZVge17.4 239

(2015-1991)
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339 “onVtypeHxHcystinuriaHcausedHbyHmutationsHinHαLrfphUHencodingHaHsubunitHPboUTpβRHofHrqpβWHNaturef
GeneticsUH1999UHabUHdaVf 36.3 232

338 αelectiveHclearanceHofHaberrantHtauHproteinsHandHrescueHofHneurotoxicityHbyHtranscriptionHfactorHtqWH
EMBOfMolecularfMedicineUH2014UHeUHZZcaVeY 12 227

337 rontiguousHgeneHsyndromesHdueHtoHdeletionsHinHtheHdistalHshortHarmHofHtheHhumanHXHchromosomeWH
ProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH1989UHgeUHZYYYZVd 11.5 226

336 βranscriptionHfactorHtqHPβutqRHisHaHnewHtherapeuticHtargetHforH ompeHdiseaseWHEMBOfMolecularf
MedicineUH2013UHdUHehZVfYe 12 224

335 pxonalHdegenerationHinHparapleginVdeficientHmiceHisHassociatedHwithHabnormalHmitochondriaHandH
impairmentHofHaxonalHtransportWHJournalfoffClinicalfInvestigationUH2004UHZZbUHabZVaca 15.9 220

334 LossHofHmVpppHproteaseHinHmitochondriaHcausesHcomplexHxHdeficiencyHandHincreasedHsensitivityHtoH
oxidativeHstressHinHhereditaryHspasticHparaplegiaWHJournalfoffCellfBiologyUH2003UHZebUHfffVgf 7.3 212

333
pHhumanHhomologueHofHtheHsrosophilaHmelanogasterHdiaphanousHgeneHisHdisruptedHinHaHpatientH
withHprematureHovarianHfailureiHevidenceHforHconservedHfunctionHinHoogenesisHandHimplicationsHforH
humanHsterilityWHAmericanfJournalfoffHumanfGeneticsUH1998UHeaUHdbbVcZ

11 209

332
rloningHofHtheHgeneHencodingHaHnovelHintegralHmembraneHproteinUHmucolipidinVandHidentificationHofH
theHtwoHmajorHfounderHmutationsHcausingHmucolipidosisHtypeHxVWHAmericanfJournalfoffHumanf
GeneticsUH2000UHefUHZZZYVaY

11 209

331 βranscriptionalHandHepigeneticHregulationHofHautophagyHinHagingWHAutophagyUH2015UHZZUHgefVgY 10.2 207

330 αLrfpfUHencodingHaHputativeHpermeaseVrelatedHproteinUHisHmutatedHinHpatientsHwithHlysinuricHproteinH
intoleranceWHNaturefGeneticsUH1999UHaZUHahfVbYZ 36.3 206

329 βheHputophagyVLysosomalH athwayHinH“eurodegenerationiHpHβutqH erspectiveWHTrendsfinf
NeurosciencesUH2016UHbhUHaaZVabc 13.3 195

328 βheHcomplexHrelationshipHbetweenHβutqHtranscriptionHfactorHphosphorylationHandHsubcellularH
localizationWHEMBOfJournalUH2018UHbfUH 13 193

327 venomicHanalysisHofHtheHβéxMHfamilyHrevealsHtwoHgroupsHofHgenesHwithHdistinctHevolutionaryH
propertiesWHBMCfEvolutionaryfBiologyUH2008UHgUHaad 3 190

326 txploitingHmacrophageHautophagyVlysosomalHbiogenesisHasHaHtherapyHforHatherosclerosisWHNaturef
CommunicationsUH2017UHgUHZdfdY 17.4 188

325 uunctionalHimplicationsHofHtheHspectrumHofHmutationsHfoundHinHabcHcasesHwithHXVlinkedHjuvenileH
retinoschisisWHβheHéetinoschisisHronsortiumWHHumanfMolecularfGeneticsUH1998UHfUHZZgdVha 5.6 182

324
xntracerebralHadministrationHofHadenoVassociatedHviralHvectorHserotypeHrhWZYHcarryingHhumanHαvαwH
andHαUMuZHcs“psHinHchildrenHwithHmucopolysaccharidosisHtypeHxxxpHdiseaseiHresultsHofHaHphaseHxXxxH
trialWHHumanfGenefTherapyUH2014UHadUHdYeVZe

4.8 177

323 wumanHchromosomeHaZHgeneHexpressionHatlasHinHtheHmouseWHNatureUH2002UHcaYUHdgaVe 50.4 177

322 βheHturopeanHdimensionHforHtheHmouseHgenomeHmutagenesisHprogramWHNaturefGeneticsUH2004UHbeUHhadVf36.3 176
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321 rloningHofHtheHgeneHforHocularHalbinismHtypeHZHfromHtheHdistalHshortHarmHofHtheHXHchromosomeWH
NaturefGeneticsUH1995UHZYUHZbVh 36.3 171

320 βranscriptionHuactorHtqHrontrolsHMetabolicHulexibilityHduringHtxerciseWHCellfMetabolismUH2017UHadUHZgaVZhe24.6 169

319 βutqHregulatesHautophagyiHanHintegratedHcoordinationHofHcellularHdegradationHandHrecyclingH
processesWHAutophagyUH2011UHfUHZbfhVgZ 10.2 166

318 qriefHreportiHintragenicHdeletionHofHtheHzpLxvVZHgeneHinHzallmannOsHsyndromeWHNewfEnglandfJournalf
offMedicineUH1992UHbaeUHZfdaVd 59.2 165

317 xdentificationHandHmappingHofHhumanHcs“psHhomologousHtoHsrosophilaHmutantHgenesHthroughHtαβH
databaseHsearchingWHNaturefGeneticsUH1996UHZbUHZefVfc 36.3 163

316 LysosomalHfusionHandHα“pétHfunctionHareHimpairedHbyHcholesterolHaccumulationHinHlysosomalH
storageHdisordersWHEMBOfJournalUH2010UHahUHbeYfVaY 13 161

315 βutqHandHβutbHcooperateHinHtheHregulationHofHtheHinnateHimmuneHresponseHinHactivatedH
macrophagesWHAutophagyUH2016UHZaUHZacYVdg 10.2 150

314
xnductionHofHlysosomalHbiogenesisHinHatheroscleroticHmacrophagesHcanHrescueHlipidVinducedH
lysosomalHdysfunctionHandHdownstreamHsequelaeWHArteriosclerosissfThrombosissfandfVascularfBiologyUH
2014UHbcUHZhcaVZhda

9.4 147

313 seletionsHandHtranslocationsHinvolvingHtheHdistalHshortHarmHofHtheHhumanHXHchromosomeiHreviewH
andHhypothesesWHHumanfMolecularfGeneticsUH1992UHZUHaaZVf 5.6 147

312 WilsonHdiseaseHproteinHpβ fqHutilizesHlysosomalHexocytosisHtoHmaintainHcopperHhomeostasisWH
DevelopmentalfCellUH2014UHahUHegeVfYY 10.2 146

311 txpressionHpatternHofHtheHzallmannHsyndromeHgeneHinHtheHolfactoryHsystemHsuggestsHaHroleHinH
neuronalHtargetingWHNaturefGeneticsUH1993UHcUHZhVae 36.3 145

310 Microé“pHtargetHpredictionHbyHexpressionHanalysisHofHhostHgenesWHGenomefResearchUH2009UHZhUHcgZVhY 9.7 141

309 βheHsulfataseHgeneHfamilyWHCurrentfOpinionfinfGeneticsfandfDevelopmentUH1997UHfUHbgeVhZ 4.9 139

308 αystemsHmedicineHandHintegratedHcareHtoHcombatHchronicHnoncommunicableHdiseasesWHGenomef
MedicineUH2011UHbUHcb 14.4 137

307 αulfatasesHandHhumanHdiseaseWHAnnualfReviewfoffGenomicsfandfHumanfGeneticsUH2005UHeUHbddVfh 9.7 137

306
putosomalHrecessiveHrolandicHepilepsyHwithHparoxysmalHexerciseVinducedHdystoniaHandHwriterOsH
crampiHdelineationHofHtheHsyndromeHandHgeneHmappingHtoHchromosomeHZepZaVZZWaWHAnnalsfoff
NeurologyUH1999UHcdUHbccVda

9.4 136

305 “euronalVβargetedHβutqHpcceleratesHLysosomalHsegradationHofHp  UHéeducingHp˛†HvenerationHandH
pmyloidH laqueH athogenesisWHJournalfoffNeuroscienceUH2015UHbdUHZaZbfVdZ 6.6 134

304 xdentificationHofHmicroé“pVregulatedHgeneHnetworksHbyHexpressionHanalysisHofHtargetHgenesWH
GenomefResearchUH2012UHaaUHZZebVfa 9.7 134

(2012-1995)

5



303 mβ”éVdependentHphosphorylationHcontrolsHβutqHnuclearHexportWHNaturefCommunicationsUH2018UHhUHbbZa17.4 133

302 pHnewHlocusHforHautosomalHrecessiveHhereditaryHspasticHparaplegiaHmapsHtoHchromosomeHZeqacWbWH
AmericanfJournalfoffHumanfGeneticsUH1998UHebUHZbdVh 11 133

301 αulfatasesHandHsulfataseHmodifyingHfactorsiHanHexclusiveHandHpromiscuousHrelationshipWHHumanf
MolecularfGeneticsUH2005UHZcUHbaYbVZf 5.6 131

300 LysosomalHstorageHdiseasesHasHdisordersHofHautophagyWHAutophagyUH2008UHcUHZZbVc 10.2 130

299 LysosomeiHregulatorHofHlipidHdegradationHpathwaysWHTrendsfinfCellfBiologyUH2014UHacUHfcbVdY 18.3 129

298 xdentificationHandHexpressionHofH“tUbUHaHnovelHhumanHsialidaseHassociatedHtoHtheHplasmaH
membraneWHBiochemicalfJournalUH2000UHbchUHbcbVbdZ 3.8 129

297 pHhomeoboxHgeneUHvaxaUHcontrolsHtheHpatterningHofHtheHeyeHdorsoventralHaxisWHProceedingsfoffthef
NationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH1999UHheUHZYfahVbc 11.5 129

296 txpressionHpatternHofHtheHβbraHPtomesoderminRHgeneHduringHmouseHandHchickHbrainHdevelopmentWH
MechanismsfoffDevelopmentUH1999UHgcUHZbbVg 1.7 129

295 xmpairedHβutqVMediatedHLysosomeHqiogenesisHandHputophagyH romoteHrhronicHtthanolVxnducedH
LiverHxnjuryHandHαteatosisHin´ MiceWHGastroenterologyUH2018UHZddUHgedVgfhWeZa 13.3 123

294 MappingHaHgeneHforHfamilialHsitusHabnormalitiesHtoHhumanHchromosomeHXqacVqafWZWHNaturefGenetics
UH1993UHdUHcYbVf 36.3 122

293 tYpcUHaHnovelHvertebrateHgeneHrelatedHtoHsrosophilaHeyesHabsentWHHumanfMolecularfGeneticsUH1999UH
gUHZZVab 5.6 120

292 pHép“zLV zr˛†VβutqHsignalingHcascadeHisHnecessaryHforHlysosomalHbiogenesisHinHosteoclastsWHGenesf
andfDevelopmentUH2013UHafUHhddVeh 12.6 118

291
xsolationHandHcharacterizationHofHaHsteroidHsulfataseHcs“pHcloneiHgenomicHdeletionsHinHpatientsHwithH
XVchromosomeVlinkedHichthyosisWHProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedf
StatesfoffAmericaUH1987UHgcUHcdZhVab

11.5 118

290 veneHtransferHofHmasterHautophagyHregulatorHβutqHresultsHinHclearanceHofHtoxicHproteinHandH
correctionHofHhepaticHdiseaseHinHalphaVZVantiVtrypsinHdeficiencyWHEMBOfMolecularfMedicineUH2013UHdUHbhfVcZa12 116

289 uunctionalHanalysisHofHmutationsHinHαLrfphUHandHgenotypeVphenotypeHcorrelationHinHnonVβypeHxH
cystinuriaWHHumanfMolecularfGeneticsUH2001UHZYUHbYdVZe 5.6 115

288 qrainHtyrosinaseHoverexpressionHimplicatesHageVdependentHneuromelaninHproductionHinH arkinsonOsH
diseaseHpathogenesisWHNaturefCommunicationsUH2019UHZYUHhfb 17.4 114

287 pHdeletionHmapHofHtheHhumanHYqZZHregioniHimplicationsHforHtheHevolutionHofHtheHYHchromosomeHandH
tentativeHmappingHofHaHlocusHinvolvedHinHspermatogenesisWHGenomicsUH1991UHZZUHccbVdZ 4.3 112

286 pxonalHdegenerationHinHparapleginVdeficientHmiceHisHassociatedHwithHabnormalHmitochondriaHandH
impairmentHofHaxonalHtransportWHJournalfoffClinicalfInvestigationUH2004UHZZbUHabZVca 15.9 112
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285 MolecularHcloningUHexpressionHpatternUHandHchromosomalHlocalizationHofHtheHhumanH“aVrlH
thiazideVsensitiveHcotransporterHPαLrZapbRWHGenomicsUH1996UHbdUHcgeVhb 4.3 110

284 ”cularHalbinismiHevidenceHforHaHdefectHinHanHintracellularHsignalHtransductionHsystemWHNaturefGenetics
UH1999UHabUHZYgVZa 36.3 107

283 βranscriptionalHactivationHofHéagsHvβ aseHcontrolsHmβ”érZHandHpromotesHcancerHgrowthWHScienceUH
2017UHbdeUHZZggVZZha 33.3 106

282 uprLcUHaHnewHgeneHencodingHlongVchainHacylVropHsynthetaseHcUHisHdeletedHinHaHfamilyHwithHplportH
syndromeUHelliptocytosisUHandHmentalHretardationWHGenomicsUH1998UHcfUHbdYVg 4.3 106

281 βheHawesomeHlysosomeWHEMBOfMolecularfMedicineUH2016UHgUHfbVe 12 105

280 siversityUHparentalHgermlineHoriginUHandHphenotypicHspectrumHofHdeHnovoHwépαHmissenseHchangesHinH
rostelloHsyndromeWHHumanfMutationUH2007UHagUHaedVfa 4.7 104

279 xdentificationHandHcharacterizationHofHaHnovelHserineVthreonineHkinaseHgeneHfromHtheHXpaaHregionWH
GenomicsUH1998UHdZUHcafVbb 4.3 103

278 putophagosomeVlysosomeHfusionHtriggersHaHlysosomalHresponseHmediatedHbyHβLéhHandHcontrolledH
byH”réLWHNaturefCellfBiologyUH2016UHZgUHgbhVgdY 23.4 103

277 éoxUHaHnovelHbwLwZipHproteinHexpressedHinHquiescentHcellsHthatHheterodimerizesHwithHMaxUHbindsHaH
nonVcanonicalHtHboxHandHactsHasHaHtranscriptionalHrepressorWHEMBOfJournalUH1997UHZeUHaghaVhYe 13 101

276  harmacologicalHenhancementHofHmutatedHalphaVglucosidaseHactivityHinHfibroblastsHfromHpatientsH
withH ompeHdiseaseWHMolecularfTherapyUH2007UHZdUHdYgVZc 11.7 101

275 pHgeneHfromHtheHXpaaWbHregionHsharesHhomologyHwithHvoltageVgatedHchlorideHchannelsWHHumanf
MolecularfGeneticsUH1994UHbUHdcfVda 5.6 99

274 MutationsHofHtheHmitochondrialHholocytochromeHcVtypeHsynthaseHinHXVlinkedHdominantH
microphthalmiaHwithHlinearHskinHdefectsHsyndromeWHAmericanfJournalfoffHumanfGeneticsUH2006UHfhUHgfgVgh11 98

273
uunctionalHcharacterizationHofHtheH”pitzHsyndromeHgeneHproductHPmidinRiHevidenceHforH
homodimerizationHandHassociationHwithHmicrotubulesHthroughoutHtheHcellHcycleWHHumanfMolecularf
GeneticsUH1999UHgUHZbgfVhe

5.6 97

272 pHnovelHcurcuminHanalogHbindsHtoHandHactivatesHβutqHinHvitroHandHinHvivoHindependentHofHMβ”éH
inhibitionWHAutophagyUH2016UHZaUHZbfaVgh 10.2 97

271 αβUqZHregulatesHβutqVinducedHautophagyVlysosomeHpathwayWHEMBOfJournalUH2017UHbeUHadccVadda 13 96

270 MolecularHcloningHandHcharacterizationHofH“tUcUHtheHfourthHmemberHofHtheHhumanHsialidaseHgeneH
familyWHGenomicsUH2004UHgbUHccdVdb 4.3 95

269 Lx“tVZHelementsHatHtheHsitesHofHmolecularHrearrangementsHinHplportHsyndromeVdiffuseH
leiomyomatosisWHAmericanfJournalfoffHumanfGeneticsUH1999UHecUHeaVh 11 95

268 “ovelHmolecularHvariantsHofHtheH“aVrlHcotransporterHgeneHareHresponsibleHforHvitelmanHsyndromeWH
AmericanfJournalfoffHumanfGeneticsUH1996UHdhUHZYZhVae 11 95

(1996-1996)
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267 xsolationHofHrrbZUHaHmouseHhomologueHofHsrosophilaHcrumbsUHandHanalysisHofHitsHexpressionHpatternH
inHeyeHandHbrainWHMechanismsfoffDevelopmentUH2002UHZZYUHaYbVf 1.7 94

266 pHhighHresolutionHdeletionHmapHofHhumanHchromosomeHXpaaWHNaturefGeneticsUH1993UHcUHafaVh 36.3 94

265 MolecularHheterogeneityHofHsteroidHsulfataseHdeficiencyiHaHmulticenterHstudyHonHdfHunrelatedH
patientsUHatHs“pHandHproteinHlevelsWHGenomicsUH1989UHcUHbeVcY 4.3 94

264  olyaminesHrontrolHexudpHwypusinationUHβutqHβranslationUHandHputophagyHtoHéeverseHqHrellH
αenescenceWHMolecularfCellUH2019UHfeUHZZYVZadWeh 17.6 93

263 WqαréZcUHaHgeneHmappingHtoHtheHWilliamsVVqeurenHsyndromeHdeletedHregionUHisHaHnewHmemberHofH
theHMlxHtranscriptionHfactorHnetworkWHHumanfMolecularfGeneticsUH2001UHZYUHeZfVaf 5.6 93

262 MicrophthalmiaHwithHlinearHskinHdefectsHPMLαRHsyndromeiHclinicalUHcytogeneticUHandHmolecularH
characterizationWHAmericanfJournalfoffMedicalfGeneticsfPartfAUH1994UHchUHaahVbc 92

261 XVlinkedHlateVonsetHsensorineuralHdeafnessHcausedHbyHaHdeletionHinvolvingH”pZHandHaHnovelHgeneH
containingHWsVcYHrepeatsWHAmericanfJournalfoffHumanfGeneticsUH1999UHecUHZeYcVZe 11 91

260 uunctionalHcorrectionHofHr“αHlesionsHinHanHM αVxxxpHmouseHmodelHbyHintracerebralHppVVmediatedH
deliveryHofHsulfamidaseHandHαUMuZHgenesWHHumanfMolecularfGeneticsUH2007UHZeUHaehbVfYa 5.6 90

259 pHmemberHofHaHgeneHfamilyHonHXpaaWbUHVrXVpUHisHdeletedHinHpatientsHwithHXVlinkedHnonspecificH
mentalHretardationWHAmericanfJournalfoffHumanfGeneticsUH2000UHefUHdebVfb 11 89

258 xdentificationHofHaHnewHlocusHforHmedullaryHcysticHdiseaseUHonHchromosomeHZepZaWHAmericanfJournalf
offHumanfGeneticsUH1999UHecUHZeddVeY 11 89

257 tndothelinVqHreceptorHmutationsHinHpatientsHwithHisolatedHwirschsprungHdiseaseHfromHaHnonVinbredH
populationWHHumanfMolecularfGeneticsUH1996UHdUHbdZVc 5.6 89

256 VaxainactivationHinHmouseHdeterminesHalterationHofHtheHeyeHdorsalVventralHaxisUHmisroutingHofHtheH
opticHfibresHandHeyeHcolobomaWHDevelopmentfoCambridgepUH2002UHZahUHgYdVgZb 6.6 89

255 rloningHandHcharacterizationHofH“tUaUHaHhumanHgeneHhomologousHtoHrodentHsolubleHsialidasesWH
GenomicsUH1999UHdfUHZbfVcb 4.3 88

254 βheHphytoestrogenHgenisteinHmodulatesHlysosomalHmetabolismHandHtranscriptionHfactorHtqHPβutqRH
activationWHJournalfoffBiologicalfChemistryUH2014UHaghUHZfYdcVeh 5.4 87

253 xdentificationHandHexpressionHofH“tUbUHaHnovelHhumanHsialidaseHassociatedHtoHtheHplasmaH
membraneWHBiochemicalfJournalUH2000UHbchUHbcbVdZ 3.8 87

252 pHhighlyHsecretedHsulphamidaseHengineeredHtoHcrossHtheHbloodVbrainHbarrierHcorrectsHbrainHlesionsH
ofHmiceHwithHmucopolysaccharidosesHtypeHxxxpWHEMBOfMolecularfMedicineUH2013UHdUHefdVhY 12 86

251 uilaminHpHisHmutatedHinHXVlinkedHchronicHidiopathicHintestinalHpseudoVobstructionHwithHcentralH
nervousHsystemHinvolvementWHAmericanfJournalfoffHumanfGeneticsUH2007UHgYUHfdZVg 11 85

250 qarhlZUHaHgeneHbelongingHtoHaHnewHsubfamilyHofHmammalianHhomeoboxHgenesUHisHexpressedHinH
migratingHneuronsHofHtheHr“αWHHumanfMolecularfGeneticsUH2000UHhUHZccbVda 5.6 84
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249
XVlinkedHichthyosisUHdueHtoHsteroidHsulphataseHdeficiencyUHassociatedHwithHzallmannHsyndromeH
PhypogonadotropicHhypogonadismHandHanosmiaRiHlinkageHrelationshipsHwithHXgHandHclonedHs“pH
sequencesHfromHtheHdistalHshortHarmHofHtheHXHchromosomeWHHumanfGeneticsUH1986UHfaUHabfVcY

6.3 84

248 soubleHheterozygosityHforHaHétβHsubstitutionHinterferingHwithHsplicingHandHanHts“éqHmissenseH
mutationHinHwirschsprungHdiseaseWHAmericanfJournalfoffHumanfGeneticsUH1999UHecUHZaZeVaZ 11 83

247 pstrocyteHdysfunctionHtriggersHneurodegenerationHinHaHlysosomalHstorageHdisorderWHProceedingsfoff
thefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH2012UHZYhUHtabbcVca 11.5 81

246 βheHocularHalbinismHtypeHZHgeneHproductHisHaHmembraneHglycoproteinHlocalizedHtoHmelanosomesWH
ProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH1996UHhbUHhYddVeY 11.5 81

245  réHtestHforHcysticHfibrosisHdeletionWHNatureUH1990UHbcbUHaaY 50.4 79

244 putophagyHinHmajorHhumanHdiseasesWHEMBOfJournalUH2021UHcYUHeZYggeb 13 79

243 uamilialHhemiplegicHmigraineHtypeHaHisHlinkedHtoHYWhMbHregionHonHchromosomeHZqabWHAnnalsfoff
NeurologyUH2003UHdbUHbfeVgZ 9.4 77

242 αystemicHinflammationHandHneurodegenerationHinHaHmouseHmodelHofHmultipleHsulfataseHdeficiencyWH
ProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH2007UHZYcUHcdYeVZZ 11.5 76

241 XVlinkedH”pitzHsyndromeiHnovelHmutationsHinHtheHMxsZHgeneHandHredefinitionHofHtheHclinicalH
spectrumH2003UHZaYpUHaaaVg 76

240 sysregulationHofH“utrientHαensingHandHrLtpéanceHinH resenilinHseficiencyWHCellfReportsUH2016UHZcUHaZeeVaZfh10.6 75

239 rorrectionHofHwunterHsyndromeHinHtheHM αxxHmouseHmodelHbyHppVaXgVmediatedHgeneHdeliveryWH
HumanfMolecularfGeneticsUH2006UHZdUHZaadVbe 5.6 74

238 pHsubstrateVspecificHmβ”érZHpathwayHunderliesHqirtVwoggVsubˆ'HsyndromeWHNatureUH2020UHdgdUHdhfVeYa 50.4 73

237  roteoglycanHdesulfationHdeterminesHtheHefficiencyHofHchondrocyteHautophagyHandHtheHextentHofH
uvuHsignalingHduringHendochondralHossificationWHGenesfandfDevelopmentUH2008UHaaUHaecdVdY 12.6 73

236 pHnewHlocusHforHautosomalHdominantHnocturnalHfrontalHlobeHepilepsyHmapsHtoHchromosomeHZWH
NeurologyUH2000UHddUHZcefVfZ 6.5 73

235 ”aZHknockVoutiHnewHinsightsHonHtheHpathogenesisHofHocularHalbinismHtypeHZWHHumanfMolecularf
GeneticsUH2000UHhUHafgZVg 5.6 73

234 pnalysisHofHtheH”pZHgeneHrevealsHmutationsHinHonlyHoneVthirdHofHpatientsHwithHXVlinkedHocularH
albinismWHHumanfMolecularfGeneticsUH1995UHcUHabZhVad 5.6 73

233 pnHintegratedHphysicalHandHgeneticHmapHofHaHbdHMbHregionHonHchromosomeHXpaaWbVXpaZWbWHHumanf
MolecularfGeneticsUH1995UHcUHZgaZVf 5.6 72

232 LysosomalHadaptationiHhowHtheHlysosomeHrespondsHtoHexternalHcuesWHColdfSpringfHarborf
PerspectivesfinfBiologyUH2014UHeUH 10.2 71

(2014-1986)
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231 MammalianHXVchromosomeHinactivationHandHtheHXxαβHgeneWHCurrentfOpinionfinfGeneticsfandf
DevelopmentUH1992UHaUHcbhVcf 4.9 71

230 rharacterizationHofHaHhumanHandHmurineHgeneHPrLr“bRHsharingHsimilaritiesHtoHvoltageVgatedH
chlorideHchannelsHandHtoHaHyeastHintegralHmembraneHproteinWHGenomicsUH1995UHafUHZbZVcZ 4.3 70

229
tvidenceHofHevolutionaryHupVregulationHofHtheHsingleHactiveHXHchromosomeHinHmammalsHbasedHonH
rlccHexpressionHlevelsHinHMusHspretusHandHMusHmusculusWHProceedingsfoffthefNationalfAcademyfoff
SciencesfoffthefUnitedfStatesfoffAmericaUH1997UHhcUHhaccVg

11.5 69

228 pHsubmicroscopicHdeletionHinHXqaeHassociatedHwithHfamilialHsitusHambiguusWHAmericanfJournalfoff
HumanfGeneticsUH1997UHeZUHbhdVcYZ 11 68

227 βheHocularHalbinismHtypeHZHproteinUHanHintracellularHvHproteinVcoupledHreceptorUHregulatesH
melanosomeHtransportHinHpigmentHcellsWHHumanfMolecularfGeneticsUH2008UHZfUHbcgfVdYZ 5.6 68

226 βwoHfamiliesHofHlowVcopyVnumberHrepeatsHareHinterspersedHonHXpaaWbiHimplicationsHforHtheHhighH
frequencyHofHdeletionsHinHthisHregionWHGenomicsUH1990UHgUHaebVfY 4.3 68

225 XVlinkedHplportHsyndromeiHanHααr VbasedHmutationHsurveyHoverHallHdZHexonsHofHtheHr”LcpdHgeneWH
AmericanfJournalfoffHumanfGeneticsUH1996UHdgUHZZhaVaYc 11 68

224 tvidenceHforHinteractionHbetweenHhumanH éU“tHandHnmabVwZH“s zinaseWHOncogeneUH1999UHZgUHfaccVda9.2 67

223 uastingHxmpartsHaHαwitchHtoHplternativeHsailyH athwaysHinHLiverHandHMuscleWHCellfReportsUH2018UHadUHbahhVbbZcWee10.6 67

222 sifferentHchromosomalHlocalizationHofHtheHrlcncHgeneHinHMusHspretusHandHrdfqLXeyHmiceWHNaturef
GeneticsUH1995UHZYUHceeVfZ 36.3 66

221 xdentificationHandHcharacterizationHofHpuvbLaUHaHnovelHparapleginVrelatedHgeneWHGenomicsUH1999UHdhUHdZVg4.3 65

220 LysosomeHsignalingHcontrolsHtheHmigrationHofHdendriticHcellsWHSciencefImmunologyUH2017UHaUH 28 64

219 XVinactivationHandHhumanHdiseaseiHXVlinkedHdominantHmaleVlethalHdisordersWHCurrentfOpinionfinf
GeneticsfandfDevelopmentUH2006UHZeUHadcVh 4.9 64

218 MlxUHaHnewHMaxVlikeHbwLwZipHfamilyHmemberiHtheHcenterHstageHofHaHnovelHtranscriptionHfactorsH
regulatoryHpathwaynWHOncogeneUH2000UHZhUHbaeeVff 9.2 64

217 LysosomalHcalciumHregulatesHautophagyWHAutophagyUH2015UHZZUHhfYVZ 10.2 63

216 αtructureHofHtheHαLrfpfHgeneHandHmutationalHanalysisHofHpatientsHaffectedHbyHlysinuricHproteinH
intoleranceWHAmericanfJournalfoffHumanfGeneticsUH2000UHeeUHhaVh 11 63

215 pctivationHofHtheHtranscriptionHfactorHtqHrescuesHlysosomalHabnormalitiesHinHcystinoticHkidneyHcellsWH
KidneyfInternationalUH2016UHghUHgeaVfb 9.9 62

214 putophagyHcontributesHtoHinflammationHinHpatientsHwithHβ“uéVassociatedHperiodicHsyndromeH
Pβép αRWHAnnalsfoffthefRheumaticfDiseasesUH2013UHfaUHZYccVda 2.4 62

Andrea Ballabio
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213 βheHlocusHforHaHnovelHsyndromicHformHofHneuronalHintestinalHpseudoobstructionHmapsHtoHXqagWH
AmericanfJournalfoffHumanfGeneticsUH1996UHdgUHfcbVg 11 62

212 rysticHfibrosisiHaHdisorderHwithHdefectiveHautophagyWHAutophagyUH2011UHfUHZYcVe 10.2 61

211 sefectiveHautophagyHinHspastizinHmutatedHpatientsHwithHhereditaryHspasticHparaparesisHtypeHZdWH
BrainUH2013UHZbeUHbZZhVbh 11.2 60

210 αUMuZHenhancesHsulfataseHactivitiesHinHvivoHinHfiveHsulfataseHdeficienciesWHBiochemicalfJournalUH2007UH
cYbUHbYdVZa 3.8 60

209 βheHzallmannHsyndromeHgeneHhomologHinHrWHelegansHisHinvolvedHinHepidermalHmorphogenesisHandH
neuriteHbranchingWHDevelopmentfoCambridgepUH2002UHZahUHZagbVZahc 6.6 60

208 ”pitzHvXqqqHsyndromeHinHXpaaiHmutationsHinHtheHMxsZHgeneHclusterHinHtheHcarboxyVterminalH
domainWHAmericanfJournalfoffHumanfGeneticsUH1998UHebUHfYbVZY 11 58

207 mβ”érZHhyperactivationHarrestsHboneHgrowthHinHlysosomalHstorageHdisordersHbyHsuppressingH
autophagyWHJournalfoffClinicalfInvestigationUH2017UHZafUHbfZfVbfah 15.9 58

206 βé MLZHlinksHlysosomalHcalciumHtoHautophagosomeHbiogenesisHthroughHtheHactivationHofHtheH
raMzz˛†XV αbcHpathwayWHNaturefCommunicationsUH2019UHZYUHdebY 17.4 58

205 MolecularHandHfunctionalHanalysisHofHαUMuZHmutationsHinHmultipleHsulfataseHdeficiencyWHHumanf
MutationUH2004UHabUHdfeVgZ 4.7 57

204 βutbHregulatesHwholeVbodyHenergyHmetabolismHinHcooperationHwithHβutqWHEMBOfMolecularfMedicine
UH2017UHhUHeYdVeaZ 12 56

203
rloningHandHcharacterizationHofHaHputativeHhumanHholocytochromeHcVtypeHsynthetaseHgeneHPwrrαRH
isolatedHfromHtheHcriticalHregionHforHmicrophthalmiaHwithHlinearHskinHdefectsHPMLαRWHGenomicsUH1996UH
bcUHZeeVfa

4.3 56

202
βheHmicrophthalmiaHtranscriptionHfactorHPMitfRHcontrolsHexpressionHofHtheHocularHalbinismHtypeHZH
geneiHlinkHbetweenHmelaninHsynthesisHandHmelanosomeHbiogenesisWHMolecularfandfCellularfBiologyUH
2004UHacUHeddYVh

4.8 55

201 sefectiveHintracellularHtransportHandHprocessingHofH”pZHisHaHmajorHcauseHofHocularHalbinismHtypeHZWH
HumanfMolecularfGeneticsUH2000UHhUHbYZZVg 5.6 55

200 MultistepUHsequentialHcontrolHofHtheHtraffickingHandHfunctionHofHtheHmultipleHsulfataseHdeficiencyH
geneHproductUHαUMuZHbyH sxUHtévxrVdbHandHtépccWHHumanfMolecularfGeneticsUH2008UHZfUHaeZYVaZ 5.6 54

199
sefinitiveHlocalizationHofHXVlinkedHzallmanHsyndromeHPhypogonadotropicHhypogonadismHandH
anosmiaRHtoHXpaaWbiHcloseHlinkageHtoHtheHhypervariableHrepeatHsequenceHréxVαabaWHAmericanfJournalf
offHumanfGeneticsUH1990UHcfUHeecVh

11 54

198 srosophilaHMitfHregulatesHtheHVVpβ aseHandHtheHlysosomalVautophagicHpathwayWHAutophagyUH2016UH
ZaUHcgcVhg 10.2 53

197 βheHmouseHMidZHgeneiHimplicationsHforHtheHpathogenesisHofH”pitzHsyndromeHandHtheHevolutionHofH
theHmammalianHpseudoautosomalHregionWHHumanfMolecularfGeneticsUH1998UHfUHcghVhh 5.6 53

196 MxsaUHaHhomologueHofHtheH”pitzHsyndromeHgeneHMxsZiHsimilaritiesHinHsubcellularHlocalizationHandH
differencesHinHexpressionHduringHdevelopmentWHHumanfMolecularfGeneticsUH1999UHgUHZbhfVcYf 5.6 53

(1999-1996)

11



195
pluVprimedHpolymeraseHchainHreactionHforHregionalHassignmentHofHZZYHyeastHartificialHchromosomeH
clonesHfromHtheHhumanHXHchromosomeiHidentificationHofHclonesHassociatedHwithHaHdiseaseHlocusWH
ProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH1991UHggUHeZdfVeZ

11.5 53

194 zallmannHsyndromeWHuromHgeneticsHtoHneurobiologyWHJAMAftfJournalfoffthefAmericanfMedicalf
AssociationUH1993UHafYUHafZbVe 27.4 53

193 seletionsHofHtheHsteroidHsulphataseHgeneHinHJclassicalJHXVlinkedHichthyosisHandHinHXVlinkedHichthyosisH
associatedHwithHzallmannHsyndromeWHHumanfGeneticsUH1987UHffUHbbgVcZ 6.3 52

192 rharacterizationHofHrxorfdHPfZVfpRUHaHnovelHhumanHcs“pHmappingHtoHXpaaHandHencodingHaHproteinH
containingHcoiledVcoilHalphaVhelicalHdomainsWHGenomicsUH1998UHdZUHacbVdY 4.3 51

191 pmplificationHandHoverexpressionHofH éU“tHinHhumanHsarcomasHandHbreastHcarcinomasVaHpossibleH
mechanismHforHalteringHtheHnmabVwZHactivityWHOncogeneUH2001UHaYUHeggZVhY 9.2 50

190 zallmannHαyndromeWHJAMAftfJournalfoffthefAmericanfMedicalfAssociationUH1993UHafYUHafZb 27.4 50

189
XXYHtranslocationHinHaHfamilyHwithHXVlinkedHichthyosisUHchondrodysplasiaHpunctataUHandHmentalH
retardationiHs“pHanalysisHrevealsHdeletionHofHtheHsteroidHsulphataseHgeneHandHtranslocationHofHitsHYH
pseudogeneWHClinicalfGeneticsUH1988UHbcUHbZVf

4 49

188 plportHsyndromeUHmentalHretardationUHmidfaceHhypoplasiaUHandHelliptocytosisiHaHnewHXHlinkedH
contiguousHgeneHdeletionHsyndromenWHJournalfoffMedicalfGeneticsUH1998UHbdUHafbVg 5.8 49

187 βutqVdrivenHendocytosisHcoordinatesHMβ”érZHsignalingHandHautophagyWHAutophagyUH2019UHZdUHZdZVZec 10.2 48

186 βheHgenesHforHXVlinkedHocularHalbinismHP”pZRHandHmicrophthalmiaHwithHlinearHskinHdefectsHPMLαRiH
cloningHandHcharacterizationHofHtheHcriticalHregionsWHHumanfMolecularfGeneticsUH1993UHaUHhcfVda 5.6 48

185 zallmannHsyndromeHgeneHonHtheHXHandHYHchromosomesiHimplicationsHforHevolutionaryHdivergenceHofH
humanHsexHchromosomesWHNaturefGeneticsUH1992UHaUHbZZVc 36.3 48

184 xdentificationHofHpointHmutationsHinHtheHsteroidHsulfataseHgeneHofHthreeHpatientsHwithHXVlinkedH
ichthyosisWHAmericanfJournalfoffHumanfGeneticsUH1992UHdYUHcgbVhZ 11 48

183 MutationalHanalysisHofHtheHwvα“pβHgeneHinHxtalianHpatientsHwithHmucopolysaccharidosisHxxxrH
PαanfilippoHrHsyndromeRWHMutationHinHbriefHKhdhWH”nlineWHHumanfMutationUH2007UHagUHdab 4.7 47

182 MiβXβutHuamilyHofHβranscriptionHuactorsUHLysosomesUHandHrancerWHAnnualfReviewfoffCancerfBiologyUH
2019UHbUHaYbVaaa 13.3 47

181 ypvvtsaiHaHputativeH“otchHligandHexpressedHinHtheHapicalHectodermalHridgeHandHinHsitesHofH
epithelialVmesenchymalHinteractionsWHMechanismsfoffDevelopmentUH1997UHehUHaYbVf 1.7 46

180 VariableHpenetranceHofHhypogonadismHinHaHsibshipHwithHzallmannHsyndromeHdueHtoHaHdeletionHofHtheH
zpLHgeneWHAmericanfJournalfoffMedicalfGeneticsfPartfAUH1995UHdfUHcfeVg 46

179 txpressionHofHaHnovelHhumanHsialidaseHencodedHbyHtheH“tUaHgeneWHGlycobiologyUH1999UHhUHZbZbVaZ 5.8 45

178 βheHzallmannHsyndromeHgeneHproductHexpressedHinHr”αHcellsHisHcleavedHonHtheHcellHsurfaceHtoHyieldH
aHdiffusibleHcomponentWHHumanfMolecularfGeneticsUH1996UHdUHZZYhVZd 5.6 45
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177 zallmannHsyndromeHdueHtoHaHtranslocationHresultingHinHanHXXYHfusionHgeneWHNaturefGeneticsUH1992UHZUHbbfVcY36.3 45

176 ModellingHβutHrenalHcellHcarcinomaHinHmiceHrevealsHaHcriticalHroleHofHW“βHsignalingWHELifeUH2016UHdUH 8.9 45

175 βheHocularHalbinismHtypeHZHP”pZRHgeneHcontrolsHmelanosomeHmaturationHandHsizeWHInvestigativef
OphthalmologyfandfVisualfScienceUH2005UHceUHcbdgVec 43

174 xntracellularHlevelsHofHtheHLxαZHproteinHcorrelateHwithHclinicalHandHneuroradiologicalHfindingsHinH
patientsHwithHclassicalHlissencephalyWHAnnalsfoffNeurologyUH1999UHcdUHZdcVZeZ 9.4 43

173 txpressionHofHtheHzallmannHsyndromeHgeneHinHhumanHfetalHbrainHandHinHtheHmanipulatedHchickH
embryoWHHumanfMolecularfGeneticsUH1994UHbUHZfZfVab 5.6 43

172 αcreeningHforHsteroidHsulfataseHPαβαRHgeneHdeletionsHbyHmultiplexHs“pHamplificationWHHumanf
GeneticsUH1990UHgcUHdfZVb 6.3 43

171 xmpairedHparkinVmediatedHmitochondrialHtargetingHtoHautophagosomesHdifferentiallyHcontributesHtoH
tissueHpathologyHinHlysosomalHstorageHdiseasesWHHumanfMolecularfGeneticsUH2012UHaZUHZffYVgZ 5.6 42

170
pHnovelHhumanHserineVthreonineHphosphataseHrelatedHtoHtheHsrosophilaHretinalHdegenerationHrH
PrdgrRHgeneHisHselectivelyHexpressedHinHsensoryHneuronsHofHneuralHcrestHoriginWHHumanfMolecularf
GeneticsUH1997UHeUHZZbfVcd

5.6 42

169
βheHhomeodomainVinteractingHproteinHkinaseHaHgeneHisHexpressedHlateHinHembryogenesisHandH
preferentiallyHinHretinaUHmuscleUHandHneuralHtissuesWHBiochemicalfandfBiophysicalfResearchf
CommunicationsUH2002UHahYUHhcaVf

3.4 42

168 LrbHlipidationHisHessentialHforHβutqHactivationHduringHtheHlysosomalHdamageHresponseHtoHkidneyH
injuryWHNaturefCellfBiologyUH2020UHaaUHZadaVZaeb 23.4 42

167 rharacterizationHofHaHclusterHofHsulfataseHgenesHonHXpaaWbHsuggestsHgeneHduplicationsHinHanH
ancestralHpseudoautosomalHregionWHHumanfMolecularfGeneticsUH1996UHdUHcabVbZ 5.6 41

166 αafetyHofHarylsulfataseHpHoverexpressionHforHgeneHtherapyHofHmetachromaticHleukodystrophyWH
HumanfGenefTherapyUH2007UHZgUHgaZVbe 4.8 41

165 MolecularHandHbiochemicalHcharacterisationHofHaHnovelHsulphataseHgeneiHprylsulfataseHvHPpéαvRWH
EuropeanfJournalfoffHumanfGeneticsUH2002UHZYUHgZbVg 5.3 41

164 βheHiduronateHsulfataseHgeneiHisolationHofHaHZWaVMbHYprHcontigHspanningHtheHentireHgeneHandH
identificationHofHheterogeneousHdeletionsHinHpatientsHwithHwunterHsyndromeWHGenomicsUH1992UHZaUHdaVf 4.3 41

163 αulfataseHmodifyingHfactorHZHtraffickingHthroughHtheHcellsiHfromHendoplasmicHreticulumHtoHtheH
endoplasmicHreticulumWHEMBOfJournalUH2007UHaeUHaccbVdb 13 39

162 LysoplexiHpnHefficientHtoolkitHtoHdetectHs“pHsequenceHvariationsHinHtheHautophagyVlysosomalH
pathwayWHAutophagyUH2015UHZZUHhagVbg 10.2 38

161 ”verexpressionHofHβutqHsrivesHaH leiotropicH“eurotrophicHtffectHandH reventsH arkinsonOsH
siseaseVéelatedH“eurodegenerationWHMolecularfTherapyUH2018UHaeUHZddaVZdef 11.7 38

160  hosphorylationVregulatedHdegradationHofHtheHtumorVsuppressorHformHofH tsHbyH
chaperoneVmediatedHautophagyHinHlungHcancerHcellsWHJournalfoffCellularfPhysiologyUH2014UHaahUHZbdhVeg 7 38

(2014-1992)
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159 qiochemicalHcharacterizationHofHarylsulfataseHtHandHfunctionalHanalysisHofHmutationsHfoundHinH
patientsHwithHXVlinkedHchondrodysplasiaHpunctataWHAmericanfJournalfoffHumanfGeneticsUH1998UHeaUHdeaVfa11 38

158 pberrantHsplicingHinHtheHocularHalbinismHtypeHZHgeneHP”pZXv éZcbRHisHcorrectedHinHvitroHbyH
morpholinoHantisenseHoligonucleotidesWHHumanfMutationUH2006UHafUHcaYVe 4.7 38

157 αlcfafHdisruptionHcausesHfetalHgrowthHretardationHbyHdownregulatingHxgfZHinHtheHmouseHmodelHofH
lysinuricHproteinHintoleranceWHAmericanfJournalfoffPhysiologyftfCellfPhysiologyUH2007UHahbUHrZhZVg 5.4 38

156 tvidenceHforHgeneticHheterogeneityHinHbenignHfamilialHhematuriaWHAmericanfJournalfoffNephrologyUH
1999UHZhUHcecVf 4.6 37

155 xdentificationHandHcharacterizationHofHrsαaUHaHmammalianHhomologHofHtheHsrosophilaH
rs VdiacylglycerolHsynthaseHgeneWHGenomicsUH1999UHddUHegVff 4.3 36

154 putophagyHmasterHregulatorHβutqHinducesHclearanceHofHtoxicHαté x“pZX˛–VZVantitrypsinHpolymersWH
AutophagyUH2013UHhUHZYhcVe 10.2 35

153 tfficacyHofHaHcombinedHintracerebralHandHsystemicHgeneHdeliveryHapproachHforHtheHtreatmentHofHaH
severeHlysosomalHstorageHdisorderWHMolecularfTherapyUH2011UHZhUHgeYVh 11.7 35

152 MultipleHsulfataseHdeficiencyHisHdueHtoHhypomorphicHmutationsHofHtheHαUMuZHgeneWHHumanfMutation
UH2007UHagUHhag 4.7 35

151 αulphataseHactivitiesHareHregulatedHbyHtheHinteractionHofHsulphataseVmodifyingHfactorHZHwithHαUMuaWH
EMBOfReportsUH2005UHeUHeddVeY 6.5 35

150 βéxMhHisHspecificallyHexpressedHinHtheHembryonicHandHadultHnervousHsystemWHMechanismsfoff
DevelopmentUH2002UHZZbUHZdhVea 1.7 35

149 βheHrapidlyHevolvingHviewHofHlysosomalHstorageHdiseasesWHEMBOfMolecularfMedicineUH2021UHZbUHeZagbe 12 35

148 “utrientVsensitiveHtranscriptionHfactorsHβutqHandHβutbHcoupleHautophagyHandHmetabolismHtoHtheH
peripheralHclockWHEMBOfJournalUH2019UHbgUH 13 34

147 ronnexincbHmutationsHinHsporadicHandHfamilialHdefectsHofHlateralityWHNewfEnglandfJournalfoff
MedicineUH1995UHbbbUHhcZjHauthorHreplyHhcZVa 59.2 34

146 xdentificationHofHαrMLaUHaHsecondHhumanHgeneHhomologousHtoHtheHsrosophilaHsexHcombHonHmidlegH
PαcmRiHpHnewHgeneHclusterHonHXpaaWHGenomicsUH1999UHdgUHedVfa 4.3 32

145 tnhancedHlysosomalHdegradationHmaintainsHtheHquiescentHstateHofHneuralHstemHcellsWHNaturef
CommunicationsUH2019UHZYUHdcce 17.4 32

144 pmeliorationHofHbothHfunctionalHandHmorphologicalHabnormalitiesHinHtheHretinaHofHaHmouseHmodelHofH
ocularHalbinismHfollowingHppVVmediatedHgeneHtransferWHMolecularfTherapyUH2005UHZaUHedaVg 11.7 31

143 rorrectionHofHsteroidHsulfataseHdeficiencyHbyHgeneHtransferHintoHbasalHcellsHofHtissueVculturedH
epidermisHfromHpatientsHwithHrecessiveHXVlinkedHichthyosisWHExperimentalfCellfResearchUH1993UHaYhUHbhaVf 4.2 31

142 pHYprVbasedHbinningHstrategyHfacilitatingHtheHrapidHassemblyHofHcosmidHcontigsiHZWeHMbHofH
overlappingHcosmidsHinHXpaaWHHumanfMolecularfGeneticsUH1994UHbUHZZddVeZ 5.6 31

Andrea Ballabio
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141 pHnonVconservedHmié“pHregulatesHlysosomalHfunctionHandHimpactsHonHaHhumanHlysosomalHstorageH
disorderWHNaturefCommunicationsUH2014UHdUHdgcY 17.4 30

140 rloningHofHaHhumanHhomologueHofHtheHXenopusHlaevisHp XHgeneHfromHtheHocularHalbinismHtypeHZH
criticalHregionWHHumanfMolecularfGeneticsUH1995UHcUHbfbVga 5.6 30

139 MolecularHcharacterizationHofHhumanHXXYHtranslocationsHsuggestsHtheirHaetiologyHthroughHaberrantH
exchangeHbetweenHhomologousHsequencesHonHXpHandHYqWHAnnalsfoffHumanfGeneticsUH1989UHdbUHhVZc 2.2 30

138 veneticHcomplementationHofHsteroidHsulphataseHafterHsomaticHcellHhybridizationHofHXVlinkedH
ichthyosisHandHmultipleHsulphataseHdeficiencyWHHumanfGeneticsUH1985UHfYUHbZdVf 6.3 30

137 βranscriptionHfactorHtqHoverexpressionHpreventsHneurodegenerationHinHexperimentalH
synucleinopathiesWHJCIfInsightUH2019UHcUH 9.9 30

136 ppVVmediatedHtranscriptionHfactorHtqHPβutqRHgeneHdeliveryHamelioratesHmuscleHpathologyHandH
functionHinHtheHmurineHmodelHofH ompeHsiseaseWHScientificfReportsUH2017UHfUHZdYgh 4.9 29

135 XVlinkedHrecessiveHchondrodysplasiaHpunctataiHspectrumHofHarylsulfataseHtHgeneHmutationsHandH
expandedHclinicalHvariabilityH2003UHZZfpUHZecVg 29

134 xdentificationHofHaHnovelHhomologHofHtheHsrosophilaHstaufenHproteinHinHtheHchromosomeHgqZbVqaZWZH
regionWHGenomicsUH1999UHeaUHZZbVg 4.3 29

133 βheHgeneHforHXVlinkedHzallmannHsyndromeiHaHhumanHneuronalHmigrationHdefectWHCurrentfOpinionfinf
GeneticsfandfDevelopmentUH1992UHaUHcZfVaZ 4.9 29

132 βutqVmediatedHincreaseHinHperipheralHlysosomesHregulatesHstoreVoperatedHcalciumHentryWHScientificf
ReportsUH2017UHfUHcYfhf 4.9 28

131 WhatHelseHisHinHstoreHforHautophagynHtxocytosisHofHautolysosomesHasHaHmechanismHofH
βutqVmediatedHcellularHclearanceHinH ompeHdiseaseWHAutophagyUH2013UHhUHZZZfVg 10.2 28

130 MicrophthalmiaHwithHlinearHskinHdefectsHPMLαRHsyndromeiHclinicalUHcytogeneticUHandHmolecularH
characterizationHofHZZHcasesWHAmericanfJournalfoffMedicalfGeneticssfPartfAUH2005UHZbfUHZhYVg 2.5 28

129 xdentificationHofHaHnewHtvuVrepeatVcontainingHgeneHfromHhumanHXpaaiHaHcandidateHforH
developmentalHdisordersWHGenomicsUH2000UHedUHZeVab 4.3 28

128 rharacterizationHofHaHnovelHchromoHdomainHgeneHinHxpaaWbHwithHhomologyHtoHsrosophilaHmslVbWH
GenomicsUH1999UHdhUHffVgc 4.3 28

127 XVlinkedHzallmannHsyndromeWHpHneuronalHtargetingHdefectHinHtheHolfactoryHsystemnWHFEBSfLettersUH
1993UHbadUHZagVbc 3.8 28

126 βutqHcontrolsHvascularHdevelopmentHbyHregulatingHtheHproliferationHofHendothelialHcellsWHEMBOf
JournalUH2019UHbgUH 13 28

125 xmpairedHβutqVmediatedHlysosomalHbiogenesisHpromotesHtheHdevelopmentHofHpancreatitisHinHmiceH
andHisHassociatedHwithHhumanHpancreatitisWHAutophagyUH2019UHZdUHZhdcVZheh 10.2 27

124 siverseHprevalenceHofHlargeHdeletionsHwithinHtheH”pZHgeneHinHocularHalbinismHtypeHZHpatientsHfromH
turopeHandH“orthHpmericaWHHumanfGeneticsUH2001UHZYgUHdZVc 6.3 27

(2001-2014)
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123 putosomalHdominantHtransmissionHofHfamilialHlateralityHdefectsWHAmericanfJournalfoffMedicalf
GeneticsfPartfAUH1996UHeZUHbadVg 27

122 veneticsHofHwunterHsyndromeiHcarrierHdetectionUHnewHmutationsUHsegregationHandHlinkageHanalysisWH
AnnalsfoffHumanfGeneticsUH1986UHdYUHbchVeY 2.2 27

121 putophagyHinHastrocytesiHaHnovelHculpritHinHlysosomalHstorageHdisordersWHAutophagyUH2012UHgUHZgfZVa 10.2 26

120 XHlinkedHspondyloepiphysealHdysplasiaiHaHclinicalUHradiologicalUHandHmolecularHstudyHofHaHlargeH
kindredWHJournalfoffMedicalfGeneticsUH1996UHbbUHgabVg 5.8 26

119 LongVrangeHphysicalHmappingHaroundHtheHhumanHsteroidHsulfataseHlocusWHGenomicsUH1990UHeUHdagVbh 4.3 26

118 ”nHtheHprimaryHsiteHofHcontrolHinHtheHspontaneousHdevelopmentHofHsmallVintestinalH
sucraseVisomaltaseHafterHbirthWHFEBSfLettersUH1986UHaYgUHceYVc 3.8 26

117 xdentificationHofHincompleteHcodingHsequencesHforHsteroidHsulphataseHonHtheHhumanHYHchromosomeiH
evidenceHforHanHancestralHpseudoautosomalHgenenWHDevelopmentfoCambridgepUH1987UHZYZUHZafVZba 6.6 26

116 xdentificationHbyHshotgunHsequencingUHgenomicHorganizationUHandHfunctionalHanalysisHofHaHfourthH
arylsulfataseHgeneHPpéαuRHfromHtheHXpaaWbHregionWHGenomicsUH1997UHcaUHZhaVh 4.3 25

115 wumanHuxvuiHcloningUHgeneHstructureUHandHmappingHtoHchromosomeHXpaaWZHbetweenHtheH xvpHandH
theHvé éHgenesWHGenomicsUH1998UHcfUHaYfVZe 4.3 25

114 txpressionHpatternHofHtheHocularHalbinismHtypeHZHP”aZRHgeneHinHtheHmurineHretinalHpigmentH
epitheliumWHInvestigativefOphthalmologyfandfVisualfScienceUH2000UHcZUHcbbbVf 25

113 rontiguousHdeletionHsyndromesWHCurrentfOpinionfinfGeneticsfandfDevelopmentUH1991UHZUHadVh 4.9 24

112 pctivationHofHtheHcVyunH“VterminalHkinaseHpathwayHaggravatesHproteotoxicityHofHhepaticHmutantHZH
alphaZVantitrypsinWHHepatologyUH2017UHedUHZgedVZgfc 11.2 23

111 tnhancementHofHhepaticHautophagyHincreasesHureagenesisHandHprotectsHagainstHhyperammonemiaWH
ProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaUH2018UHZZdUHbhZVbhe 11.5 23

110 MiβXβutHfactorsHcontrolHtéVphagyHviaHtranscriptionalHregulationHofHupMZbcqWHEMBOfJournalUH2020UH
bhUHeZYdehe 13 23

109 XVlinkedHrecessiveHchondrodysplasiaHpunctataHdueHtoHaHnewHpointHmutationHofHtheHpéαtHgeneWH
AmericanfJournalfoffMedicalfGeneticsfPartfAUH1997UHfbUHZbhVcb 22

108 rloningHandHcharacterizationHofHtheHcs“pHforHtheHmurineHiduronateHsulfataseHgeneWHGenomicsUH1993UH
ZeUHfddVf 4.3 22

107 seletionHspanningHtheHdOHendsHofHbothHtheHr”LcpdHandHr”LcpeHgenesHinHaHpatientHwithHplportOsH
syndromeHandHleiomyomatosisWHHumanfMutationUH1994UHcUHZhdVg 4.7 22

106 xdentificationHofHnewHmarkersHinHXpaZHbetweenHsXαagHPrfRHandHsMsWHGenomicsUH1992UHZbUHhdfVeZ 4.3 22
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105 ”cularHfindingsHandHskinHhistologyHinHaHgroupHofHpatientsHwithHXVlinkedHichthyosisWHBritishfJournalfoff
DermatologyUH1988UHZZhUHZgdVg 4 22

104 LackHofHsikZHinHmouseHembryonicHstemHcellsHimpairsHcardiomyogenesisHbyHdownVregulatingHtheH
cyclinVdependentHkinaseHinhibitorHpdfkipaWHPLoSfONEUH2010UHdUHehYah 3.7 21

103
seletionHofHtheHdistalHshortHarmHofHtheHXHchromosomeHPXpRHinHaHpatientHwithHshortHstatureUH
chondrodysplasiaHpunctataUHandHXVlinkedHichthyosisHdueHtoHsteroidHsulfataseHdeficiencyWHAmericanf
JournalfoffMedicalfGeneticsfPartfAUH1991UHcZUHZgcVf

21

102 βutqHregulatesHlysosomalHexocytosisHofHtauHandHitsHlossHofHfunctionHexacerbatesHtauHpathologyHandH
spreadingWHMolecularfPsychiatryUH2020UH 15.1 20

101 xdentificationHandHcharacterizationHofHaHnovelHmemberHofHtheHdystrobrevinHgeneHfamilyWHFEBSfLetters
UH1998UHcadUHfVZb 3.8 20

100 MajorHr”LcpdHgeneHrearrangementsHinHpatientsHwithHjuvenileHtypeHplportHsyndromeWHAmericanf
JournalfoffMedicalfGeneticsfPartfAUH1995UHdhUHbgYVd 20

99 romplexHcareHofHindividualsHwithHmultipleHsulfataseHdeficiencyiHrlinicalHcasesHandHconsensusH
statementWHMolecularfGeneticsfandfMetabolismUH2018UHZabUHbbfVbce 3.7 19

98 rellHmetabolismiHautophagyHtranscribedWHNatureUH2014UHdZeUHcYVZ 50.4 19

97 rloningHofHtheHmurineHhomologHofHtheHocularHalbinismHtypeHZHP”pZRHgeneiHsequenceUHgenomicH
structureUHandHexpressionHanalysisHinHpigmentHcellsWHGenomefResearchUH1996UHeUHggYVd 9.7 19

96 MptvUHanHtvuVrepeatHcontainingHgeneUHisHaHnewHmarkerHassociatedHwithHdermatomeHspecificationH
andHmorphogenesisHofHitsHderivativesWHMechanismsfoffDevelopmentUH2000UHhgUHZfhVga 1.7 18

95 βheHhumanHé”XHgeneiHgenomicHstructureHandHmutationHanalysisHinHhumanHbreastHtumorsWHGenomicsUH
1998UHchUHafdVga 4.3 18

94 siseaseHpathogenesisHexplainedHbyHbasicHscienceiHlysosomalHstorageHdiseasesHasHautophagocyticH
disordersWHInternationalfJournalfoffClinicalfPharmacologyfandfTherapeuticsUH2009UHcfHαupplHZUHαbcVg 2 18

93 βaggingHgenesHwithHcassetteVexchangeHsitesWHNucleicfAcidsfResearchUH2005UHbbUHecc 20.1 17

92 βargetuinderiHsearchingHannotatedHsequenceHdatabasesHforHtargetHgenesHofHtranscriptionHfactorsWH
BioinformaticsUH1999UHZdUHZfaVb 7.2 17

91 éegionalHlocalizationHofHZggHsequenceHtaggedHsitesHonHaHsomaticHcellHhybridHmappingHpanelHforH
humanHchromosomeHbWHGenomicsUH1994UHacUHdchVde 4.3 17

90 pbnormalHcellVclearanceHandHaccumulationHofHautophagicHvesiclesHinHlymphocytesHfromHpatientsH
affectedHwithHptaxiaVβeleangiectasiaWHClinicalfImmunologyUH2017UHZfdUHZeVad 9 16

89 txcessiveHdietaryHlipidHintakeHprovokesHanHacquiredHformHofHlysosomalHlipidHstorageHdiseaseHinHtheH
kidneyWHJournalfoffPathologyUH2018UHaceUHcfYVcgc 9.4 16

88 srosophilaVrelatedHexpressedHsequencesWHHumanfMolecularfGeneticsUH1997UHeUHZfcdVdb 5.6 16

(1997-1988)
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87 pHnewHregionHofHconservationHisHdefinedHbetweenHhumanHandHmouseHXHchromosomesWHGenomicsUH
1996UHbdUHaccVf 4.3 16

86 MentalHretardationHinHaHboyHwithHanHinterstitialHdeletionHatHXpaaWbHinvolvingHαβαUHzpLZUHandH”pZiH
implicationHforHtheHMéXHlocusWHAmericanfJournalfoffMedicalfGeneticsfPartfAUH1996UHecUHdgbVf 16

85 éapidHassemblyHofHlambdaHphageHcontigsHwithinHYprHclonesWHNucleicfAcidsfResearchUH1991UHZhUHafhdVe 20.1 16

84 pHpracticalHguideHtoHorientHyourselfHinHtheHlabyrinthHofHgenomeHdatabasesWHHumanfMolecularf
GeneticsUH1998UHfUHZecZVg 5.6 15

83  hysicalHmappingHofHZcHnewHs“pHmarkersHisolatedHfromHtheHhumanHdistalHXpHregionWHGenomicsUH1992
UHZbUHZefVfd 4.3 15

82 βheHsulfataseHgeneHfamilyiHcrossVspeciesH réHcloningHusingHtheHM” prHtechniqueWHGenomicsUH1992UH
ZaUHfddVeY 4.3 15

81 βutqHactivationHinHmacrophagesHattenuatesHpostmyocardialHinfarctionHventricularHdysfunctionH
independentlyHofHpβvdVmediatedHautophagyWHJCIfInsightUH2019UHcUH 9.9 15

80 wistoneHmethylVtransferasesHandHdemethylasesHinHtheHautophagyHregulatoryHnetworkiHtheHemergingH
roleHofHzsMZpXLαsZHdemethylaseWHAutophagyUH2019UHZdUHZgfVZhe 10.2 15

79 βheHlysosomalHdiseaseHcausedHbyHmutantHV αbbpWHHumanfMolecularfGeneticsUH2019UHagUHadZcVadbY 5.6 14

78 βutqHregulatesHmurineHliverHcellHfateHduringHdevelopmentHandHregenerationWHNaturef
CommunicationsUH2020UHZZUHaceZ 17.4 14

77 αLrfpgUHaHgeneHmappingHwithinHtheHlysinuricHproteinHintoleranceHcriticalHregionUHencodesHaHnewH
memberHofHtheHglycoproteinVassociatedHaminoHacidHtransporterHfamilyWHGenomicsUH1999UHeaUHahfVbYb 4.3 14

76 wspreVdependentHciliophagyHisHinvolvedHinHciliaryHlossHandHcholangiocarcinomaHgrowthHinHhumanH
cellsHandHmurineHmodelsWHAmericanfJournalfoffPhysiologyftfRenalfPhysiologyUH2020UHbZgUHvZYaaVvZYbb 5.1 13

75 pHmammalianHhomologueHofHtheHsrosophilaHretinalHdegenerationHqHgeneiHimplicationsHforHtheH
evolutionHofHphototransductionHmechanismsWHGenesfandfFunctionUH1997UHZUHaYdVZb 13

74 MolecularHcharacterisationHofHaHnewHcaseHofHmicrophthalmiaHwithHlinearHskinHdefectsHPMLαRWHJournalf
offMedicalfGeneticsUH2001UHbgUHcZZVf 5.8 13

73 LightVresponsiveHmicroé“pHmiéVaZZHtargetsHtzrinHtoHmodulateHlysosomalHbiogenesisHandHretinalHcellH
clearanceWHEMBOfJournalUH2020UHbhUHeZYaceg 13 13

72 pHmouseHembryonicHstemHcellHbankHforHinducibleHoverexpressionHofHhumanHchromosomeHaZHgenesWH
GenomefBiologyUH2010UHZZUHéec 18.3 12

71 αelfVeatingHinHskeletalHdevelopmentiHimplicationsHforHlysosomalHstorageHdisordersWHAutophagyUH2009UH
dUHaagVh 10.2 12

70 romparativeHmappingHofHXpaaHgenesHinHhominoidsVVevolutionaryHlinearHinstabilityHofHtheirHYH
homologuesWHChromosomefResearchUH1997UHdUHZefVfe 4.4 12
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69
pHveryHhighHdensityHmicrosatelliteHmapHPZHαβéXcZHkbRHofHZWfHMbHonHXpaaHspanningHtheH
microphthalmiaHwithHlinearHskinHdefectsHPMLαRHsyndromeHcriticalHregionWHEuropeanfJournalfoffHumanf
GeneticsUH1998UHeUHcYeVZa

5.3 12

68 LinkageHmappingHofHaHnewHsyndromicHformHofHXVlinkedHmentalHretardationUHMéXαfUHassociatedHwithH
obesityWHEuropeanfJournalfoffHumanfGeneticsUH1999UHfUHgagVba 5.3 12

67 pHsubmicroscopicHdeletionHinHaHpatientHwithHisolatedHXVlinkedHocularHalbinismHP”pZRWHHumanf
MolecularfGeneticsUH1994UHbUHecfVg 5.6 12

66 LossHofHfunctionHofHtranscriptionHfactorHtqHremodelsHlipidHmetabolismHandHcellHdeathHpathwaysHinH
theHcardiomyocyteWHBiochimicafEtfBiophysicafActaftfMolecularfBasisfoffDiseaseUH2020UHZgeeUHZedgba 6.9 11

65 pnHinHvivoHdoxycyclineVcontrolledHexpressionHsystemHforHfunctionalHstudiesHofHtheHretinaWH
InvestigativefOphthalmologyfandfVisualfScienceUH2003UHccUHfddVeY 11

64 svVrαβHPsiseaseHveneHronservedHαequenceHβagsRUHaHdatabaseHofHhumanVmouseHconservedH
elementsHassociatedHtoHdiseaseHgenesWHNucleicfAcidsfResearchUH2005UHbbUHsdYdVZY 20.1 11

63 pHyeastHartificialHchromosomeHcontigHlinkingHtheHsteroidHsulfataseHandHzallmannHsyndromeHlociHonH
theHhumanHXHchromosomeHshortHarmWHGenomicsUH1993UHZgUHZVe 4.3 11

62 XHchromosomeHgeneHdosageHcompensationHinHfemaleHmammalsWHSeminarsfinfDevelopmentalfBiologyUH
1993UHcUHZahVZbh 11

61 MultipleHsulfataseHdeficiencyHwithHneonatalHmanifestationWHItalianfJournalfoffPediatricsUH2014UHcYUHge 3.2 10

60 MultipleHsulfataseHdeficiencyHinHaHβurkishHfamilyHresultingHfromHaHnovelHmutationWHBrainfandf
DevelopmentUH2008UHbYUHbfcVf 2.2 10

59 tffectiveHretrovirusVmediatedHgeneHtransferHinHnormalHandHmutantHhumanHmelanocytesWHHumanf
GenefTherapyUH2002UHZbUHhcfVdf 4.8 10

58 éeeliniHaHnovelHextracellularHmatrixHproteinHinvolvedHinHbrainHlaminationWHBioEssaysUH1995UHZfUHgbaVc 4.1 10

57 xsolationHandHcharacterizationHofHaHyeastHartificialHchromosomeHPYprRHcontigHaroundHtheHhumanH
steroidHsulfataseHgeneWHGenomicsUH1992UHZaUHfVZa 4.3 10

56 αteroidHsulphataseHdeficiencyHandHhypogonadismWHEuropeanfJournalfoffPediatricsUH1984UHZcaUHbYcVd 4.1 10

55 xdentificationHofHincompleteHcodingHsequencesHforHsteroidHsulphataseHonHtheHhumanHYHchromosomeiH
evidenceHforHanHancestralHpseudoautosomalHgenenWHDevelopmentfoCambridgepUH1987UHZYZHαupplUHZafVba 6.6 10

54 cVpblHxnhibitionHpctivatesHβutqHandH romotesHrellularHrlearanceHinHaHLysosomalHsisorderWHIScienceUH
2020UHabUHZYZehZ 6.1 10

53 vpssbcHisHaHmodulatorHofHautophagyHduringHstarvationWHSciencefAdvancesUH2020UHeUH 14.3 10

52 αequenceHanalysisHofHaHpartialHdeletionHofHtheHhumanHsteroidHsulfataseHgeneHrevealsHbHbpHofH
homologyHatHdeletionHbreakpointsWHGenomicsUH1992UHZbUHghaVb 4.3 9

(1992-1998)

19



51 MethodsHtoHMonitorHandHManipulateHβutqHpctivityHsuringHputophagyWHMethodsfinfEnzymologyUH2017
UHdggUHeZVfg 1.7 8

50 βutqHcontrolsHretromerHexpressionHinHresponseHtoHnutrientHavailabilityWHJournalfoffCellfBiologyUH2019UH
aZgUHbhdcVbhee 7.3 8

49 pHlysosomeVtargetedHs“pHnanodeviceHselectivelyHtargetsHmacrophagesHtoHattenuateHtumoursWH
NaturefNanotechnologyUH2021UH 28.7 8

48 αteroidHsulphataseHdeficiencyHisHpresentHinHpatientsHwithHtheHsyndromeHOichthyosisHandHmaleH
hypogonadismOHandHwithHOéudHsyndromeOWHJournalfoffInheritedfMetabolicfDiseaseUH1984UHfHαupplHaUHZdhVeY 5.4 8

47 αulfatasesHareHdeterminantsHofHalveolarHformationWHMatrixfBiologyUH2012UHbZUHadbVeY 11.4 7

46 MucopolysaccharidosisHxxxHqiHhybridizationHstudiesHonHfibroblastsHfromHaHmildHcaseHandHfibroblastsH
fromHsevereHpatientsWHClinicalfGeneticsUH1984UHadUHZhZVd 4 7

45 wighVdensityHphysicalHmappingHofHaHbVMbHregionHinHXpaaWbHandHrefinedHlocalizationHofHtheHgeneHforH
XVlinkedHrecessiveHchondrodysplasiaHpunctataHPrs XZRWHGenomicsUH1995UHaeUHaahVbg 4.3 7

44 veneticHandHphysicalHmappingHofHaHvoltageVdependentHchlorideHchannelHgeneHtoHhumanHcqbaHandHtoH
mouseHgWHGenomicsUH1996UHbeUHbfcVe 4.3 7

43 XVlinkedHichthyosisHdueHtoHsteroidHsulfataseHdeficiencyHassociatedHwithHhypogonadismHandHanosmiaWH
AnnalsfoffNeurologyUH1987UHaaUHhgVh 9.4 7

42
βheHembryonicHexpressionHpatternHofHcYHmurineHcs“psHhomologousHtoHsrosophilaHmutantHgenesH
PsresRiHaHcomparativeHandHtopographicHapproachHtoHpredictHgeneHfunctionWHHumanfMolecularf
GeneticsUH1998UHfUHZhhfVaYYe

5.6 6

41 βutqHlinksHMYrHsignalingHtoHepigeneticHcontrolHofHmyeloidHdifferentiationHandHacuteHmyeloidH
leukemiaWHBloodfCancerfDiscoveryUH2021UHaUHZeaVZgd 7 6

40 βutqHModulatesHpaZXWpuZXrx ZHduringHtheHs“pHsamageHéesponseWHCellsUH2020UHhUH 7.9 5

39 “ewHmutationsHidentifiedHinHtheHocularHalbinismHtypeHZHgeneWHGeneUH2007UHcYaUHaYVf 3.8 5

38 βelencephalicHembryonicHsubtractiveHsequencesiHaHuniqueHcollectionHofHneurodevelopmentalHgenesWH
JournalfoffNeuroscienceUH2005UHadUHfdgeVeYY 6.6 5

37 αequencingHanalysisHofHfortyVeightHhumanHimageHcs“pHclonesHsimilarHtoHsrosophilaHmutantHproteinWH
DNAfSequenceUH1998UHhUHbYfVZd 5

36 MLαUHpicardiHandHvoltzHsyndromesiHhowHmanyHgenesHinvolvednWHAmericanfJournalfoffMedicalfGeneticsf
PartfAUH1995UHdhUHZYY 5

35 αtudiesHonHcrossVreactingHmaterialHtoHsteroidHsulphataseHinHfibroblastsHfromHpatientsHaffectedHbyH
differentHtypesHofHsteroidHsulphataseHdeficiencyWHJournalfoffInheritedfMetabolicfDiseaseUH1987UHZYUHaacVg 5.4 5

34 vpqpép HsequestersHtheHuLr“Vu“x HtumorHsuppressorHcomplexHtoHcoupleHautophagyHwithH
lysosomalHbiogenesisWHSciencefAdvancesUH2021UHfUHeabjacgd 14.3 5
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33 xntracellularHlevelsHofHtheHLxαZHproteinHcorrelateHwithHclinicalHandHneuroradiologicalHfindingsHinH
patientsHwithHclassicalHlissencephalyH1999UHcdUHZdc 5

32 “eonatalHmultipleHsulfataseHdeficiencyHwithHaHnovelHmutationHandHreviewHofHtheHliteratureWHTurkishf
JournalfoffPediatricsUH2014UHdeUHcZgVaa 0.7 5

31 LinkageHmappingHofHaHnonspecificHformHofHXVlinkedHmentalHretardationHPMéXdbRHinHaHlargeH akistaniH
familyWHAmericanfJournalfoffMedicalfGeneticsfPartfAUH2001UHZYYUHeaVd 4

30 rhromosomeHabnormalitiesHinHandHpathogenesisHofHzallmannHsyndromeWHAmericanfJournalfoff
MedicalfGeneticsfPartfAUH1990UHbfUHahg 4

29 rancerHofHunknownHprimaryHstemVlikeHcellsHmodelHmultiVorganHmetastasisHandHunveilHliabilityHtoHMtzH
inhibitionWHNaturefCommunicationsUH2021UHZaUHachg 17.4 4

28 plteredHheparanHsulfateHmetabolismHduringHdevelopmentHtriggersHdopamineVdependentH
autisticVbehavioursHinHmodelsHofHlysosomalHstorageHdisordersWHNaturefCommunicationsUH2021UHZaUHbchd 17.4 4

27 éepurposingHofHtamoxifenHamelioratesHrL“bHandHrL“fHdiseaseHphenotypeWHEMBOfMolecularf
MedicineUH2021UHZbUHeZbfca 12 4

26 “extVvenerationHαequencingHppproachesHtoHsefineHtheHéoleHofHtheHputophagyHLysosomalH athwayH
inHwumanHsiseaseiHβheHtxampleHofHLyso lexWHMethodsfinfMolecularfBiologyUH2017UHZdhcUHaafVacZ 1.4 3

25  otentiationHofHrifampinHactivityHinHaHmouseHmodelHofHtuberculosisHbyHactivationHofHhostH
transcriptionHfactorHtqWHPLoSfPathogensUH2020UHZeUHeZYYgdef 7.6 3

24 zeepingHtheHautophagyHtempoWHAutophagyUH2019UHZdUHZgdcVZgde 10.2 3

23 txclusionHofH  tuHasHtheHgeneHcausingHXVlinkedHjuvenileHretinoschisisWHHumanfGeneticsUH1997UHZYZUHabdVf 6.3 3

22 rharacterizationHofHtheHdeletionHbreakpointsHinHaHpatientHwithHsteroidHsulfataseHdeficiencyWHHumanf
MutationUH1994UHcUHfeVg 4.7 3

21 pHnovelHXVlinkedHmemberHofHtheHhumanHzincHfingerHproteinHgeneHfamilyiHisolationUHmappingUHandH
expressionWHMammalianfGenomeUH1993UHcUHadaVf 3.2 3

20 uightingHrareHdiseasesiHtheHmodelHofHtheHtelethonHresearchHinstitutesHinHxtalyWHHumanfGenefTherapyUH
2015UHaeUHZgbVd 4.8 2

19 pHmethodHtoHdirectHsequenceHcosmidHLpWéxαβZeHclonesWHDNAfSequenceUH1997UHfUHaahVbb 2

18 sétαHsearchHengineiHofHfliesUHmenHandHtαβsWHTrendsfinfGeneticsUH1997UHZbUHfhVgY 8.5 2

17 xdentificationHandHbiochemicalHcharacterizationHofHanHavianHsulfataseHhomologousHtoHtheHhumanH
péαtUHtheHgeneHforHXVlinkedHchondrodysplasiaHpunctataWHGeneUH2004UHbbeUHZddVeZ 3.8 2

16 βutqVmβ”érZHfeedbackHloopHinHmetabolismHandHcancerWHCellfStressUH2017UHZUHfVZY 5.5 2

(2017-1999)

21



15 pHgeneHtoolboxHforHmonitoringHautophagyHtranscriptionWHCellfDeathfandfDiseaseUH2021UHZaUHZYcc 9.8 2

14 vpqpép HmembraneHconjugationHsequestersHtheHuLr“Vu“x HtumorHsuppressorHcomplexHtoHactivateH
βutqHandHlysosomalHbiogenesis 2

13 pHtranscriptomicHstudyHofHWilliamsVqeurenHsyndromeHassociatedHgenesHinHmouseHembryonicHstemH
cellsWHScientificfDataUH2019UHeUHaea 8.2 1

12 βheHmouseHiduronateHsulfataseHgeneiHidentificationHofHaHnovelHtranscriptWHBiochemicalfandf
BiophysicalfResearchfCommunicationsUH1993UHZhcUHZYbYVf 3.4 1

11 pHqgXxxHpolymorphismHinHtheHr”LcpeHgeneWHHumanfMolecularfGeneticsUH1994UHbUHZhZc 5.6 1

10 mβ”éVdependentHphosphorylationHcontrolsHβutqHnuclearHexport 1

9 LossHofHwepaticHβranscriptionHuactorHtqHpttenuatesHplcoholVpssociatedHLiverHrarcinogenesisWH
AmericanfJournalfoffPathologyUH2021UH 5.8 1

8 βutqHdeficiencyHattenuatesHmitochondrialHdegradationHuponHbrownHadiposeHtissueHwhiteningHatH
thermoneutralityWHMolecularfMetabolismUH2021UHcfUHZYZZfb 8.8 1

7 βutqUHMasterHéegulatorHofHrellularHrlearanceH2016UHZYZVZZc 1

6 “ewHtargetsHforHoldHdiseasesiHlessonsHfromHmucolipidosisHtypeHxxWHEMBOfMolecularfMedicineUH2013UHdUHZgYZVb12

5 éeplyHtoHâ��qreakingHlawsHandHobeyingHrulesâ��WHNaturefGeneticsUH1996UHZaUHZaZVZaa 36.3

4 MoreHonHXVlinkedHichthyosisUHsteroidHsulfataseHdeficiencyUHandHhypogonadismHandHanosmiaWHAnnalsfoff
NeurologyUH1988UHabUHZYb 9.4

3 XpHcontiguousHgeneHsyndromesiHfromHclinicalHobservationHtoHdiseaseHgeneHidentificationH2000UHaadVacb

2 αβUsxtαH”“HβwtHM”LtrULpéHqpαxαH”uHαβté”xsHαUL wpβpαtHstuxrxt“rYHx“HMp“H1987UHcZVcc

1 MultipleHMechanismsHronvergingHonHβranscriptionHuactorHtqHpctivationHbyHtheH“aturalH henolH
 terostilbeneWWHOxidativefMedicinefandfCellularfLongevityUH2021UHaYaZUHfedgdYZ 6.7
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