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l Paper IF Citations

261 PositionalHcloningHofHtheHpPtrtsHgeneVHNaturefGeneticsTH1997THYfTHbhbUg 36.3 1105

260 UseHofHwithinUarrayHreplicateHspotsHforHassessingHdifferentialHexpressionHinHmicroarrayHexperimentsVH
BioinformaticsTH2005THaYTHaXefUfd 7.2 1079

259 TWtpzTHaHnewHsecretedHligandHinHtheHtumorHnecrosisHfactorHfamilyHthatHweaklyHinducesHapoptosisVH
JournalfoffBiologicalfChemistryTH1997THafaTHbacXYUYX 5.4 522

258 pHnetworkUbiologyHperspectiveHofHmicroR“pHfunctionHandHdysfunctionHinHcancerVHNaturefReviewsf
GeneticsTH2016THYfTHfYhUfba 30.1 440

257 weritableHvpTpaHmutationsHassociatedHwithHfamilialHmyelodysplasticHsyndromeHandHacuteHmyeloidH
leukemiaVHNaturefGeneticsTH2011THcbTHYXYaUf 36.3 424

256 Rp“zHsignalsHfromHrscPSQbPUQHinducerHcellsHregulateHdevelopmentHofHpireUexpressingHepithelialHcellsH
inHtheHthymicHmedullaVHJournalfoffExperimentalfMedicineTH2007THaXcTHYaefUfa 16.6 378

255 sodecamerHrepeatHexpansionHinHcystatinHqHgeneHinHprogressiveHmyoclonusHepilepsyVHNatureTH1997TH
bgeTHgcfUdY 50.4 316

254
xnHvitroHanalysesHofHknownHandHnovelHRU“XYWpMLYHmutationsHinHdominantHfamilialHplateletHdisorderH
withHpredispositionHtoHacuteHmyelogenousHleukemiaiHimplicationsHforHmechanismsHofHpathogenesisVH
BloodTH2002THhhTHYbecUfa

2.2 305

253 veneHdosageUUlimitingHroleHofHpireHinHthymicHexpressionTHclonalHdeletionTHandHorganUspecificH
autoimmunityVHJournalfoffExperimentalfMedicineTH2004THaXXTHYXYdUae 16.6 254

252 MeioticHandHepigeneticHdefectsHinHsnmtbLUknockoutHmouseHspermatogenesisVHProceedingsfoffthef
NationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaTH2005THYXaTHcXegUfb 11.5 233

251 putoimmuneHregulatorHisHexpressedHinHtheHcellsHregulatingHimmuneHtoleranceHinHthymusHmedullaVH
BiochemicalfandfBiophysicalfResearchfCommunicationsTH1999THadfTHgaYUd 3.4 229

250 putoimmuneHpolyendocrineHsyndromeHtypeHYHandH“pLPdTHaHparathyroidHautoantigenVHNewfEnglandf
JournalfoffMedicineTH2008THbdgTHYXYgUag 59.2 225

249 xsolationHandHinitialHcharacterizationHofHaHnovelHzincHfingerHgeneTHs“MTbLTHonHaYqaaVbTHrelatedHtoH
theHcytosineUdUmethyltransferaseHbHgeneHfamilyVHGenomicsTH2000THedTHahbUg 4.3 221

248 LossUofUfunctionHgermlineHvpTpaHmutationsHinHpatientsHwithHMsSWpMLHorHMonoMprHsyndromeHandH
primaryHlymphedemaHrevealHaHkeyHroleHforHvpTpaHinHtheHlymphaticHvasculatureVHBloodTH2012THYYhTHYagbUhY2.2 216

247 pHrecurrentHgermlineHPpXdHmutationHconfersHsusceptibilityHtoHpreUqHcellHacuteHlymphoblasticH
leukemiaVHNaturefGeneticsTH2013THcdTHYaaeUYabY 36.3 205

246 pHcommonHmutationHinHSardinianHautoimmuneHpolyendocrinopathyUcandidiasisUectodermalH
dystrophyHpatientsVHHumanfGeneticsTH1998THYXbTHcagUbc 6.3 192

245 putoantigenUspecificHinteractionsHwithHrscSHthymocytesHcontrolHmatureHmedullaryHthymicH
epithelialHcellHcellularityVHImmunityTH2008THahTHcdYUeb 32.3 190
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244 TheHautoimmuneHregulatorHproteinHhasHtranscriptionalHtransactivatingHpropertiesHandHinteractsHwithH
theHcommonHcoactivatorHrRtqUbindingHproteinVHJournalfoffBiologicalfChemistryTH2000THafdTHYegXaUh 5.4 168

243 LossHofHLzqYHkinaseHactivityHinHPeutzUyeghersHsyndromeTHandHevidenceHforHallelicHandHlocusH
heterogeneityVHAmericanfJournalfoffHumanfGeneticsTH1998THebTHYecYUdX 11 166

242 MedullaryHthymicHepithelialHcellsHexpressingHpireHrepresentHaHuniqueHlineageHderivedHfromHcellsH
expressingHclaudinVHNaturefImmunologyTH2007THgTHbXcUYY 19.1 165

241 MolecularHgeneticsHofHmucopolysaccharidosisHtypeHxiHdiagnosticTHclinicalTHandHbiologicalHimplicationsVH
HumanfMutationTH1995THeTHaggUbXa 4.7 162

240 xnsertionHofHbetaUsatelliteHrepeatsHidentifiesHaHtransmembraneHproteaseHcausingHbothHcongenitalH
andHchildhoodHonsetHautosomalHrecessiveHdeafnessVHNaturefGeneticsTH2001THafTHdhUeb 36.3 159

239 R“pHandHproteinHexpressionHofHtheHmurineHautoimmuneHregulatorHgeneHPpireQHinHnormalTH
RelqUdeficientHandHinH“”sHmouseVHEuropeanfJournalfoffImmunologyTH2000THbXTHYggcUhb 6.1 155

238 pireHregulatesHtheHtransferHofHantigenHfromHmTtrsHtoHdendriticHcellsHforHinductionHofHthymicH
toleranceVHBloodTH2011THYYgTHaceaUfa 2.2 153

237
TheHphenotypicHspectrumHofHvLxbHmorphopathiesHincludesHautosomalHdominantHpreaxialHpolydactylyH
typeUxVHandHpostaxialHpolydactylyHtypeUpWqjH“oHphenotypeHpredictionHfromHtheHpositionHofHvLxbH
mutationsVHAmericanfJournalfoffHumanfGeneticsTH1999THedTHecdUdd

11 149

236 rloningHofHtheHsulphamidaseHgeneHandHidentificationHofHmutationsHinHSanfilippoHpHsyndromeVHNaturef
GeneticsTH1995THYYTHcedUf 36.3 141

235 ModifiersHofHepigeneticHreprogrammingHshowHpaternalHeffectsHinHtheHmouseVHNaturefGeneticsTH2007TH
bhTHeYcUaa 36.3 140

234 xdentificationHandHcharacterizationHofHtwoHputativeHhumanHarginineHmethyltransferasesHPwRMTYLYH
andHwRMTYLaQVHGenomicsTH1998THcgTHbbXUcX 4.3 138

233 vpTpaHisHrequiredHforHlymphaticHvesselHvalveHdevelopmentHandHmaintenanceVHJournalfoffClinicalf
InvestigationTH2015THYadTHahfhUhc 15.9 136

232 rommonHmutationsHinHautoimmuneHpolyendocrinopathyUcandidiasisUectodermalHdystrophyHpatientsH
ofHdifferentHoriginsVHMolecularfEndocrinologyTH1998THYaTHYYYaUh 133

231 wumanHalphaULUiduronidaseiHcs“pHisolationHandHexpressionVHProceedingsfoffthefNationalfAcademyfoff
SciencesfoffthefUnitedfStatesfoffAmericaTH1991THggTHhehdUh 11.5 131

230 TheHtransmembraneHserineHproteaseHPTMPRSSbQHmutatedHinHdeafnessHsu“qgWYXHactivatesHtheH
epithelialHsodiumHchannelHPt“arQHinHvitroVHHumanfMolecularfGeneticsTH2002THYYTHagahUbe 5.6 124

229 “ovelHgermHlineHssXcYHmutationsHdefineHfamiliesHwithHaHlowerHageHofHMsSWpMLHonsetHandH
lymphoidHmalignanciesVHBloodTH2016THYafTHYXYfUab 2.2 117

228 pPtrtsHmutationsHinHtheHautoimmuneHregulatorHPpxRtQHgeneVHHumanfMutationTH2001THYgTHaXdUYY 4.7 106

227 pireUdeficientHrdfqLWeHmiceHmimickingHtheHcommonHhumanHYbUbaseHpairHdeletionHmutationHpresentH
withHonlyHaHmildHautoimmuneHphenotypeVHJournalfoffImmunologyTH2009THYgaTHbhXaUYg 5.3 103

(2009-2000)
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226 StructureHandHsequenceHofHtheHhumanHalphaULUiduronidaseHgeneVHGenomicsTH1992THYbTHYbYYUb 4.3 100

225 rancerHandHrentralH“ervousHSystemHTumorHSurveillanceHinHPediatricH“eurofibromatosisHYVHClinicalf
CancerfResearchTH2017THabTHeceUedb 12.9 95

224 xntegrativeHanalysisHofHRU“XYHdownstreamHpathwaysHandHtargetHgenesVHBMCfGenomicsTH2008THhTHbeb 4.5 93

223
MucopolysaccharidosisHtypeHxiHidentificationHofHgHnovelHmutationsHandHdeterminationHofHtheH
frequencyHofHtheHtwoHcommonHalphaULUiduronidaseHmutationsHPWcXaXHandHQfXXQHamongHturopeanH
patientsVHHumanfMolecularfGeneticsTH1994THbTHgeYUe

5.6 93

222 vuidelinesHforHhumanHgeneHnomenclatureHPYhhfQVHwUv”H“omenclatureHrommitteeVHGenomicsTH1997TH
cdTHcegUfY 4.3 91

221 MutationHanalysesHofH“orthHpmericanHpPSUYHpatientsVHHumanfMutationTH1999THYbTHehUfc 4.7 90

220 TheHlymphotoxinHpathwayHregulatesHpireUindependentHexpressionHofHectopicHgenesHandHchemokinesH
inHthymicHstromalHcellsVHJournalfoffImmunologyTH2008THYgXTHdbgcUha 5.3 87

219 TwoHisoformsHofHaHhumanHintersectinHPxTS“QHproteinHareHproducedHbyHbrainUspecificHalternativeH
splicingHinHaHstopHcodonVHGenomicsTH1998THdbTHbehUfe 4.3 86

218 pPtrtsiHaHmonogenicHautoimmuneHdiseaseHprovidingHnewHcluesHtoHselfUtoleranceVHTrendsfinf
ImmunologyTH1998THYhTHbgcUe 83

217 pHspecificHantiUpireHantibodyHrevealsHaireHexpressionHisHrestrictedHtoHmedullaryHthymicHepithelialHcellsH
andHnotHexpressedHinHperipheryVHJournalfoffImmunologyTH2008THYgXTHbgacUba 5.3 83

216 xntegrativeHgenomicHanalysisHrevealsHcancerUassociatedHmutationsHatHdiagnosisHofHrMLHinHpatientsH
withHhighUriskHdiseaseVHBloodTH2018THYbaTHhcgUheY 2.2 80

215 znoblochHsyndromeiHnovelHmutationsHinHr”LYgpYTHevidenceHforHgeneticHheterogeneityTHandHaH
functionallyHimpairedHpolymorphismHinHendostatinVHHumanfMutationTH2004THabTHffUgc 4.7 79

214
MiceHtrisomicHforHaHbacterialHartificialHchromosomeHwithHtheHsingleUmindedHaHgeneHPSimaQHshowH
phenotypesHsimilarHtoHsomeHofHthoseHpresentHinHtheHpartialHtrisomyHYeHmouseHmodelsHofHsownH
syndromeVHHumanfMolecularfGeneticsTH2000THhTHYgdbUec

5.6 79

213 ModulationHofHpireHregulatesHtheHexpressionHofHtissueUrestrictedHantigensVHMolecularfImmunologyTH
2008THcdTHadUbb 4.3 78

212 MolecularHcloningHandHcharacterizationHofHaHnovelHgeneHfamilyHofHfourHancientHconservedHdomainH
proteinsHPprsPQVHGeneTH2003THbXeTHbfUcc 3.8 78

211 ”RbcUeHpH“ovelHMechanismHofHSswUseficientHTumorigenesisHandHxmplicationsHforHveneticHTestingHinH
PatientsHwithHPheochromocytomaUParagangliomaVHJournalfoffthefEndocrinefSocietyTH2019THbTH 0.4 78

210 xnterferonHautoantibodiesHassociatedHwithHpxRtHdeficiencyHdecreaseHtheHexpressionHofH
xu“UstimulatedHgenesVHBloodTH2008THYYaTHaedfUee 2.2 75

209 StatisticalHmodelingHofHsequencingHerrorsHinHSpvtHlibrariesVHBioinformaticsTH2004THaXHSupplHYTHibYUh 7.2 75
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208 RedefiningHepithelialHprogenitorHpotentialHinHtheHdevelopingHthymusVHEuropeanfJournalfoff
ImmunologyTH2007THbfTHacYYUg 6.1 74

207 pRMrdHmutationsHareHcommonHinHfamilialHbilateralHmacronodularHadrenalHhyperplasiaVHJournalfoff
ClinicalfEndocrinologyfandfMetabolismTH2014THhhTHtYfgcUha 5.6 73

206 PostUpireHmaturationHofHthymicHmedullaryHepithelialHcellsHinvolvesHselectiveHexpressionHofH
keratinocyteUspecificHautoantigensVHFrontiersfinfImmunologyTH2012THbTHYh 8.4 73

205 “ovelHRU“XYHmutationsHinHfamilialHplateletHdisorderHwithHenhancedHriskHforHacuteHmyeloidHleukemiaiH
cluesHforHimprovedHidentificationHofHtheHuPsWpMLHsyndromeVHLeukemiaTH2010THacTHacaUe 10.7 73

204 pHcomparativeHanalysisHofHalgorithmsHforHsomaticHS“VHdetectionHinHcancerVHBioinformaticsTH2013THahTHaaabUbX7.2 71

203 alphaULUiduronidaseHmutationsHPQfXXHandHPdbbRQHassociateHwithHaHsevereHwurlerHphenotypeVHHumanf
MutationTH1992THYTHbbbUh 4.7 71

202 SequentialHphasesHinHtheHdevelopmentHofHpireUexpressingHmedullaryHthymicHepithelialHcellsHinvolveH
distinctHcellularHinputVHEuropeanfJournalfoffImmunologyTH2008THbgTHhcaUf 6.1 69

201 putoimmuneHregulatorHdeficiencyHresultsHinHdecreasedHexpressionHofHrrRcHandHrrRfHligandsHandHinH
delayedHmigrationHofHrscSHthymocytesVHJournalfoffImmunologyTH2009THYgbTHfegaUhY 5.3 68

200 pxRtOsHrpRsHrevealedTHaHnewHstructureHforHcentralHtoleranceHprovokesHtranscriptionalHplasticityVH
JournalfoffBiologicalfChemistryTH2008THagbTHYfabUYfbY 5.4 68

199 rloningHandHexpressionHofHtheHgeneHinvolvedHinHSanfilippoHqHsyndromeHPmucopolysaccharidosisHxxxHqQVH
HumanfMolecularfGeneticsTH1996THdTHffYUf 5.6 68

198 sisruptionHofHtheHhistoneHacetyltransferaseHMYSTcHleadsHtoHaH“oonanHsyndromeUlikeHphenotypeHandH
hyperactivatedHMpPzHsignalingHinHhumansHandHmiceVHJournalfoffClinicalfInvestigationTH2011THYaYTHbcfhUhY 15.9 68

197
TheHmouseHbrainHtranscriptomeHbyHSpvtiHdifferencesHinHgeneHexpressionHbetweenHPbXHbrainsHofHtheH
partialHtrisomyHYeHmouseHmodelHofHsownHsyndromeHPTsedsnQHandHnormalsVHGenomefResearchTH2000TH
YXTHaXXeUaY

9.7 68

196
SensitiveHdetectionHofHqrRUpqLYHmutationsHinHpatientsHwithHchronicHmyeloidHleukemiaHafterH
imatinibHresistanceHisHpredictiveHofHoutcomeHduringHsubsequentHtherapyVHJournalfoffClinicalf
OncologyTH2011THahTHcadXUh

2.2 67

195 “ovelHmissenseHmutationsHofHTMPRSSbHinHtwoHconsanguineousHTunisianHfamiliesHwithH
nonUsyndromicHautosomalHrecessiveHdeafnessVHHumanfMutationTH2001THYgTHYXYUg 4.7 67

194 txpressionHofHpireHandHtheHearlyHwaveHofHapoptosisHinHspermatogenesisVHJournalfoffImmunologyTH
2008THYgXTHYbbgUcb 5.3 66

193 txpressionHofHautoimmuneHregulatorHgeneHPpxRtQHandHTHregulatoryHcellsHinHhumanHthymomasVH
ClinicalfandfExperimentalfImmunologyTH2007THYchTHdXcUYa 6.2 66

192 pHcommonHmutationHforHmucopolysaccharidosisHtypeHxHassociatedHwithHaHsevereHwurlerHsyndromeH
phenotypeVHHumanfMutationTH1992THYTHYXbUg 4.7 64

191 pblationHandHregenerationHofHtoleranceUinducingHmedullaryHthymicHepithelialHcellsHafterH
cyclosporineTHcyclophosphamideTHandHdexamethasoneHtreatmentVHJournalfoffImmunologyTH2009THYgbTHgabUbY5.3 63

(2009-2007)
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190 TwoHnovelHypzaHexonHYaHmutationsHinHypzaVeYfuUnegativeHpolycythaemiaHveraHpatientsVHLeukemiaTH
2008THaaTHgfXUb 10.7 63

189 wt“MTYHandHpiR“pHStabilityHpreHRequiredHforHpdultHMaleHvermHrellHTransposonHRepressionHandHtoH
sefineHtheHSpermatogenicHProgramHinHtheHMouseVHPLoSfGeneticsTH2015THYYTHeYXXdeaX 6 62

188 secreasedHphosphatidylethanolamineHbindingHproteinHexpressionHcorrelatesHwithHpbetaH
accumulationHinHtheHTgadfeHmouseHmodelHofHplzheimerOsHdiseaseVHNeurobiologyfoffAgingTH2006THafTHeYcUab5.6 60

187
xdentificationHandHcharacterizationHofHaHnovelHcyclicHnucleotideHphosphodiesteraseHgeneHPPsthpQH
thatHmapsHtoHaYqaaVbiHalternativeHsplicingHofHmR“pHtranscriptsTHgenomicHstructureHandHsequenceVH
HumanfGeneticsTH1998THYXbTHbgeUha

6.3 60

186 LongUtermHclinicalHprogressHinHboneHmarrowHtransplantedHmucopolysaccharidosisHtypeHxHpatientsH
withHaHdefinedHgenotypeVHJournalfoffInheritedfMetabolicfDiseaseTH1993THYeTHYXacUbb 5.4 60

185
pHtestisUspecificHgeneTHTPTtTHencodesHaHputativeHtransmembraneHtyrosineHphosphataseHandHmapsHtoH
theHpericentromericHregionHofHhumanHchromosomesHaYHandHYbTHandHtoHchromosomesHYdTHaaTHandHYVH
HumanfGeneticsTH1999THYXdTHbhhUcXh

6.3 58

184 rloningHofHtwoHhumanHhomologsHofHtheHsrosophilaHsingleUmindedHgeneHSxMYHonHchromosomeHeqH
andHSxMaHonHaYqHwithinHtheHsownHsyndromeHchromosomalHregionVHGenomefResearchTH1997THfTHeYdUac 9.7 57

183 RecommendationsHforHrhildhoodHrancerHScreeningHandHSurveillanceHinHs“pHRepairHsisordersVH
ClinicalfCancerfResearchTH2017THabTHeabUebY 12.9 56

182
pHPrRHamplificationHmethodHrevealsHinstabilityHofHtheHdodecamerHrepeatHinHprogressiveHmyoclonusH
epilepsyHPtPMYQHandHnoHcorrelationHbetweenHtheHsizeHofHtheHrepeatHandHageHatHonsetVHAmericanf
JournalfoffHumanfGeneticsTH1998THeaTHgcaUf

11 56

181 PoorHresponseHtoHsecondUlineHkinaseHinhibitorsHinHchronicHmyeloidHleukemiaHpatientsHwithHmultipleH
lowUlevelHmutationsTHirrespectiveHofHtheirHresistanceHprofileVHBloodTH2012THYYhTHaabcUg 2.2 55

180
ShortUtermHinhibitionHofHpdbHcombinedHwithHkeratinocyteHgrowthHfactorHimprovesHthymicHepithelialH
cellHrecoveryHandHenhancesHTUcellHreconstitutionHafterHmurineHboneHmarrowHtransplantationVHBloodTH
2010THYYdTHYXggUhf

2.2 55

179 pnHintegratedHgeneticHandHfunctionalHanalysisHofHtheHroleHofHtypeHxxHtransmembraneHserineHproteasesH
PTMPRSSsQHinHhearingHlossVHHumanfMutationTH2008THahTHYbXUcY 4.7 55

178 venomicHsubtypingHandHtherapeuticHtargetingHofHacuteHerythroleukemiaVHNaturefGeneticsTH2019THdYTHehcUfXc36.3 54

177 TmprssbTHaHtransmembraneHserineHproteaseHdeficientHinHhumanHsu“qgWYXHdeafnessTHisHcriticalHforH
cochlearHhairHcellHsurvivalHatHtheHonsetHofHhearingVHJournalfoffBiologicalfChemistryTH2011THageTHYfbgbUhf 5.4 54

176 MolecularHdefectsHinHSanfilippoHsyndromeHtypeHpVHHumanfMolecularfGeneticsTH1997THeTHfgfUhY 5.6 54

175 xsolationHandHcharacterizationHofHtheHmouseHpireHgeneVHBiochemicalfandfBiophysicalfResearchf
CommunicationsTH1999THaddTHcgbUhX 3.4 54

174 MiceHdeficientHforHtheHtypeHxxHtransmembraneHserineHproteaseTHTMPRSSYWhepsinTHexhibitHprofoundH
hearingHlossVHAmericanfJournalfoffPathologyTH2007THYfYTHeXgUYe 5.8 53

173 rancerHandHrentralH“ervousHSystemHTumorHSurveillanceHinHPediatricH“eurofibromatosisHaHandH
RelatedHsisordersVHClinicalfCancerfResearchTH2017THabTHedcUeeY 12.9 52
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172 RecommendationsHforHSurveillanceHforHrhildrenHwithHLeukemiaUPredisposingHronditionsVHClinicalf
CancerfResearchTH2017THabTHeYcUeaa 12.9 52

171 rloningHofHaHhumanHR“pHeditingHdeaminaseHPpspRqYQHofHglutamateHreceptorsHthatHmapsHtoH
chromosomeHaYqaaVbVHGenomicsTH1997THcYTHaYXUf 4.3 50

170 MutationsHinHtheHTMPRSSbHgeneHareHaHrareHcauseHofHchildhoodHnonsyndromicHdeafnessHinHraucasianH
patientsVHJournalfoffMolecularfMedicineTH2002THgXTHYacUbY 5.5 50

169 xdentificationHofHaHpathogenicHvariantHinHTRtXYHinHearlyUonsetHcerebralHsystemicHlupusH
erythematosusHbyHWholeUexomeHsequencingVHArthritisfandfRheumatologyTH2014THeeTHbbgaUe 9.5 48

168 seepHsequencingHanalysisHofHtheHdevelopingHmouseHbrainHrevealsHaHnovelHmicroR“pVHBMCfGenomicsTH
2011THYaTHYfe 4.5 46

167 SpliceosomeHmutationsHinHhematopoieticHmalignanciesVHNaturefGeneticsTH2011THccTHhUYX 36.3 46

166 MyeloidHneoplasmsHwithHgermlineHssXcYHmutationVHInternationalfJournalfoffHematologyTH2017THYXeTHYebUYfc2.3 44

165 wematopoieticHdefectsHinHtheHTsYrjeHmouseHmodelHofHsownHsyndromeVHBloodTH2009THYYbTHYhahUbf 2.2 44

164
uunctionalHtranscriptomeHanalysisHofHtheHpostnatalHbrainHofHtheHTsYrjeHmouseHmodelHforHsownH
syndromeHrevealsHglobalHdisruptionHofHinterferonUrelatedHmolecularHnetworksVHBMCfGenomicsTH2014TH
YdTHeac

4.5 43

163 pHserialHanalysisHofHgeneHexpressionHprofileHofHtheHplzheimerOsHdiseaseHTgadfeHmouseHmodelVH
NeurotoxicityfResearchTH2010THYfTHbeXUfh 4.3 43

162 VinclozolinHexposureHinHuteroHinducesHpostpubertalHprostatitisHandHreducesHspermHproductionHviaHaH
reversibleHhormoneUregulatedHmechanismVHEndocrinologyTH2010THYdYTHfgbUha 4.8 42

161
ProteomicHandHmetabolomicHanalysesHofHmitochondrialHcomplexHxUdeficientHmouseHmodelHgeneratedH
byHspontaneousHqaHshortHinterspersedHnuclearHelementHPSx“tQHinsertionHintoH“pswHdehydrogenaseH
PubiquinoneQHueUSHproteinHcHP“dufscQHgeneVHJournalfoffBiologicalfChemistryTH2012THagfTHaXedaUeb

5.4 42

160 StructureHandHsequenceHofHtheHhumanHsulphamidaseHgeneVHDNAfResearchTH1996THbTHaehUfY 4.5 42

159 “eddcUWWHdomainUbindingHproteinHdHP“dfipYQHisHassociatedHwithHneuronalHsurvivalHafterHacuteH
corticalHbrainHinjuryVHJournalfoffNeuroscienceTH2006THaeTHfabcUcc 6.6 41

158 pxonemalHbetaHheavyHchainHdyneinHs“pwhiHcs“pHsequenceTHgenomicHstructureTHandHinvestigationH
ofHitsHroleHinHprimaryHciliaryHdyskinesiaVHGenomicsTH2001THfaTHaYUbb 4.3 41

157 plteredHspacingHofHpromoterHelementsHdueHtoHtheHdodecamerHrepeatHexpansionHcontributesHtoH
reducedHexpressionHofHtheHcystatinHqHgeneHinHtPMYVHHumanfMolecularfGeneticsTH1999THgTHYfhYUg 5.6 40

156 MutationHanalysisHofHYhH“orthHpmericanHmucopolysaccharidosisHtypeHxHpatientsiHidentificationHofH
twoHadditionalHfrequentHmutationsVHHumanfMutationTH1994THbTHafdUga 4.7 40

155 xsolationHandHcharacterizationHofHtheHUqpSwbpHgeneHonHaYqaaVbHencodingHaHpotentialHnuclearH
proteinHwithHaHnovelHcombinationHofHdomainsVHHumanfGeneticsTH2001THYXgTHYcXUf 6.3 39

(2001-2017)
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154 “ovelHmutationsHofHTMPRSSbHinHfourHsu“qgWqYXHfamiliesHsegregatingHcongenitalHautosomalH
recessiveHdeafnessVHJournalfoffMedicalfGeneticsTH2001THbgTHbheUcXX 5.8 39

153 RevealingHMissingHwumanHProteinHxsoformsHqasedHonHpbHxnitioHPredictionTHR“pUseqHandHProteomicsVH
ScientificfReportsTH2015THdTHYXhcX 4.9 38

152 RU“XYUmutatedHfamiliesHshowHphenotypeHheterogeneityHandHaHsomaticHmutationHprofileHuniqueHtoH
germlineHpredisposedHpMLVHBloodfAdvancesTH2020THcTHYYbYUYYcc 7.8 37

151 xncreasedHxLUYfpHsecretionHinHresponseHtoHrandidaHalbicansHinHautoimmuneHpolyendocrineHsyndromeH
typeHYHandHitsHanimalHmodelVHEuropeanfJournalfoffImmunologyTH2011THcYTHabdUcd 6.1 37

150 pMLYHinterconnectedHpathwaysHofHleukemogenesisVHCancerfInvestigationTH2003THaYTHYXdUbe 2.1 36

149 SecondaryHleukemiaHinHpatientsHwithHgermlineHtranscriptionHfactorHmutationsHPRU“XYTHvpTpaTH
rtqPpQVHBloodTH2020THYbeTHacUbd 2.2 35

148 veneHnetworkHdisruptionsHandHneurogenesisHdefectsHinHtheHadultHTsYrjeHmouseHmodelHofHsownH
syndromeVHPLoSfONETH2010THdTHeYYdeY 3.7 34

147 pHcS“PHMapHandHsatabaseHforHwumanHrhromosomeHaYVHGenomefResearchTH2001THYYTHbXXUbXf 9.7 34

146 vpTpaHmonoallelicHexpressionHunderliesHreducedHpenetranceHinHinheritedHvpTpaUmutatedH
MsSWpMLVHLeukemiaTH2018THbaTHadXaUadXf 10.7 33

145 TheHsusceptibilityHofHpirePUWUQHmiceHtoHexperimentalHmyastheniaHgravisHinvolvesHalterationsHinH
regulatoryHTHcellsVHJournalfoffAutoimmunityTH2011THbeTHYeUac 15.5 33

144 xsolationHandHcharacterizationHofHaHhumanHchromosomeHaYqaaVbHgeneHPWsRcQHandHitsHmouseH
homologueHthatHcodeHforHaHWsUrepeatHproteinVHGenomicsTH2000THegTHfYUh 4.3 33

143 sifferentialHeffectsHonHgeneHtranscriptionHandHhematopoieticHdifferentiationHcorrelateHwithHvpTpaH
mutantHdiseaseHphenotypesVHLeukemiaTH2018THbaTHYhcUaXa 10.7 32

142 uamilialHvasopressinUsensitiveHprTwUindependentHmacronodularHadrenalHhyperplasiaHPVPsUpxMpwQiH
clinicalHstudiesHofHthreeHkindredsVHClinicalfEndocrinologyTH2009THfXTHggbUhY 3.4 32

141 ThymicHdeletionHandHregulatoryHTHcellsHpreventHantimyeloperoxidaseHv“VHJournalfoffthefAmericanf
SocietyfoffNephrology:fJASNTH2013THacTHdfbUgd 12.7 31

140
MolecularHnetworksHinvolvedHinHmouseHcerebralHcorticogenesisHandHspatioUtemporalHregulationHofH
SoxcHandHSoxYYHnovelHantisenseHtranscriptsHrevealedHbyHtranscriptomeHprofilingVHGenomefBiologyTH
2009THYXTHRYXc

18.3 31

139 pHcaseHofHpromataseHdeficiencyHdueHtoHaHnovelHrYPYhpYHmutationVHBMCfEndocrinefDisordersTH2014TH
YcTHYe 3.3 30

138 TMPRSSbTHaHtypeHxxHtransmembraneHserineHproteaseHmutatedHinHnonUsyndromicHautosomalHrecessiveH
deafnessVHFrontiersfinfBiosciencefsfLandmarkTH2008THYbTHYddfUef 2.8 30

137 SpliceHfactorHmutationsHandHalternativeHsplicingHasHdriversHofHhematopoieticHmalignancyVH
ImmunologicalfReviewsTH2015THaebTHadfUfg 11.3 29
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136 MicroSpvtHisHhighlyHrepresentativeHandHreproducibleHbutHrevealsHmajorHdifferencesHinHgeneH
expressionHamongHsamplesHobtainedHfromHsimilarHtissuesVHGenomefBiologyTH2003THcTHRYf 18.3 29

135 wuntingtonHdiseaseUlinkedHlocusHscSYYYHexposedHasHtheHalphaULUiduronidaseHgeneVHSomaticfCellfandf
MolecularfGeneticsTH1991THYfTHcaYUd 29

134 putoimmuneHregulatorHcontrolsHTHcellHhelpHforHpathogeneticHautoantibodyHproductionHinH
collagenUinducedHarthritisVHArthritisfandfRheumatismTH2009THeXTHYegbUhb 28

133 veneticHregulatorsHofHmyelopoiesisHandHleukemicHsignalingHidentifiedHbyHgeneHprofilingHandHlinearH
modelingVHJournalfoffLeukocytefBiologyTH2006THgXTHcbbUcf 6.5 28

132
rloningHandHcharacterizationHofHaHputativeHhumanHglycerolHbUphosphateHpermeaseHgeneHPSLrbfpYH
orHvbPPQHonHaYqaaVbiHmutationHanalysisHinHtwoHcandidateHphenotypesTHsu“qYXHandHaHglycerolHkinaseH
deficiencyVHGenomicsTH2000THfXTHYhXUaXX

4.3 28

131 tctrodactylyHandHLethalHPulmonaryHpcinarHsysplasiaHpssociatedHwithHwomozygousHuvuRaHMutationsH
xdentifiedHbyHtxomeHSequencingVHHumanfMutationTH2016THbfTHhddUeb 4.7 28

130 s“pHmethylationHsignaturesHofHtheHpxRtHpromoterHinHthymicHepithelialHcellsTHthymomasHandHnormalH
tissuesVHMolecularfImmunologyTH2011THchTHdYgUae 4.3 27

129 MutationsHamongHxtalianHmucopolysaccharidosisHtypeHxHpatientsVHJournalfoffInheritedfMetabolicf
DiseaseTH1997THaXTHgXbUe 5.4 27

128 sifferentialHgeneHexpressionHstudiesHtoHexploreHtheHmolecularHpathophysiologyHofHsownHsyndromeVH
BrainfResearchfReviewsTH2001THbeTHaedUfc 27

127 pHtaleHofHtwoHsiblingsiHtwoHcasesHofHpMLHarisingHfromHaHsingleHpreUleukemicHs“MTbpHmutantHcloneVH
LeukemiaTH2015THahTHaYXYUc 10.7 26

126 SpatiotemporalHregulationHofHmultipleHoverlappingHsenseHandHnovelHnaturalHantisenseHtranscriptsHatH
theH“rgnHandHramkanYHgeneHlociHduringHmouseHcerebralHcorticogenesisVHCerebralfCortexTH2011THaYTHegbUhf5.1 26

125 pHfourUgeneHLincR“pHexpressionHsignatureHpredictsHriskHinHmultipleHcohortsHofHacuteHmyeloidH
leukemiaHpatientsVHLeukemiaTH2018THbaTHaebUafa 10.7 25

124
RefinedHlocalizationHofHautosomalHrecessiveHnonsyndromicHdeafnessHsu“qYXHlocusHusingHbcHnovelH
microsatelliteHmarkersTHgenomicHstructureTHandHexclusionHofHsixHknownHgenesHinHtheHregionVH
GenomicsTH2000THegTHaaUh

4.3 25

123 MorquioHpHsyndromeiHcloningTHsequenceTHandHstructureHofHtheHhumanH“UacetylgalactosamineH
eUsulfataseHPvpL“SQHgeneVHGenomicsTH1994THaaTHedaUc 4.3 25

122 putoimmuneHhepatitisHinHaHmurineHautoimmuneHpolyendocrineHsyndromeHtypeHYHmodelHisHdirectedH
againstHmultipleHautoantigensVHHepatologyTH2015THeYTHYahdUbXd 11.2 23

121 xsolationHofHaHhumanHgeneHPwtSYQHwithHhomologyHtoHanHtscherichiaHcoliHandHaHzebrafishHproteinHthatH
mapsHtoHchromosomeHaYqaaVbVHHumanfGeneticsTH1997THhhTHeYeUab 6.3 23

120 vermlineHvariantsHinHfamilialHpituitaryHtumourHsyndromeHgenesHareHcommonHinHyoungHpatientsHandH
familiesHwithHadditionalHendocrineHtumoursVHEuropeanfJournalfoffEndocrinologyTH2017THYfeTHebdUecc 6.5 22

119 ManyHqrRUpqLYHcompoundHmutationsHreportedHinHchronicHmyeloidHleukemiaHpatientsHmayHactuallyH
beHartifactsHdueHtoHPrRUmediatedHrecombinationVHBloodTH2014THYacTHYdbUd 2.2 22

(2014-2003)
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118 TmprssbHlossHofHfunctionHimpairsHcochlearHinnerHhairHcellHzcnmaYHchannelHmembraneHexpressionVH
HumanfMolecularfGeneticsTH2013THaaTHYaghUhh 5.6 22

117 tstimatingHtheHproportionHofHmicroarrayHprobesHexpressedHinHanHR“pHsampleVHNucleicfAcidsfResearch
TH2010THbgTHaYegUfe 20.1 21

116 xdentificationHofHaHnovelHmemberHofHtheHrLxrHfamilyTHrLxreTHmappingHtoHaYqaaVYaVHGeneTH2003THbaXTHbYUcX3.8 21

115 ReducedHthymicHpireHexpressionHandHabnormalH“uUkappaHqaHsignalingHinHaHmodelHofHsystemicH
autoimmunityVHJournalfoffImmunologyTH2009THYgaTHaehXUh 5.3 20

114 rharacterizationHofHaHnovelHgeneTHraYorfaTHonHhumanHchromosomeHaYqaaVbHandHitsHexclusionHasHtheH
pPtrtsHgeneHbyHmutationHanalysisVHGenomicsTH1998THcfTHecUfX 4.3 20

113 PrRHofHaHV“TRHlinkedHtoHmucopolysaccharidosisHtypeHxHandHwuntingtonHdiseaseVHNucleicfAcidsf
ResearchTH1991THYhTHebcg 20.1 20

112 TheHmutationalHburdenHofHtherapyUrelatedHmyeloidHneoplasmsHisHsimilarHtoHprimaryHmyelodysplasticH
syndromeHbutHhasHaHdistinctiveHdistributionVHLeukemiaTH2019THbbTHagcaUagdb 10.7 19

111 LinearizationHandHpurificationHofHqprHs“pHforHtheHdevelopmentHofHtransgenicHmiceVHTransgenicf
ResearchTH1999THgTHYcfUdX 3.3 19

110 TwoHnovelHmutationsHcausingHmucopolysaccharidosisHtypeHxHdetectedHbyHsingleHstrandH
conformationalHanalysisHofHtheHalphaULUiduronidaseHgeneVHHumanfMolecularfGeneticsTH1993THaTHYbYYUa 5.6 19

109 MucopolysaccharidosisHtypeHxHPwurlerHsyndromeQiHlinkageHdisequilibriumHindicatesHtheHpresenceHofHaH
majorHalleleVHHumanfGeneticsTH1992THggTHfXYUa 6.3 19

108 SelfUrevertingHmutationsHpartiallyHcorrectHtheHbloodHphenotypeHinHaHsiamondHqlackfanHanemiaH
patientVHHaematologicaTH2017THYXaTHedXeUedXh 6.6 17

107 rqvHSantiagoiHaHnovelHrqvHmutationVHJournalfoffClinicalfEndocrinologyfandfMetabolismTH2012THhfTHtYdYUd 5.6 17

106
pHcomparativeHanalysisHofHtranscribedHgenesHinHtheHmouseHhypothalamusHandHneocortexHrevealsH
chromosomalHclusteringVHProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoff
AmericaTH2004THYXYTHYchfaUf

11.5 17

105 TheHepilepsyTHtheHproteaseHinhibitorHandHtheHdodecameriHprogressiveHmyoclonusHepilepsyTHcystatinHbH
andHaHYaUmerHrepeatHexpansionVHCytogeneticfandfGenomefResearchTH2003THYXXTHaYbUab 1.9 17

104 raYorfdTHaHnovelHhumanHchromosomeHaYHgeneTHhasHaHraenorhabditisHelegansHorthologHPpadUYQH
requiredHforHembryonicHpatterningVHGenomicsTH2000THegTHbXUcX 4.3 17

103 xntegratingHmassivelyHparallelHsequencingHintoHdiagnosticHworkflowsHandHmanagingHtheHannotationH
andHclinicalHinterpretationHchallengeVHHumanfMutationTH2014THbdTHcYbUab 4.7 16

102 s“MTbLHisHaHregulatorHofHXHchromosomeHcompactionHandHpostUmeioticHgeneHtranscriptionVHPLoSf
ONETH2011THeTHeYgafe 3.7 16

101 TransplantationHofHautoimmuneHregulatorUencodingHboneHmarrowHcellsHdelaysHtheHonsetHofH
experimentalHautoimmuneHencephalomyelitisVHEuropeanfJournalfoffImmunologyTH2010THcXTHbchhUdXh 6.1 15
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100 WhatHisHexpandedHinHprogressiveHmyoclonusHepilepsynVHNaturefGeneticsTH1997THYfTHYf 36.3 15

99 LocalizationHofHaHnovelHhumanHR“pUeditingHdeaminaseHPhRtsaHorHpspRqaQHtoHchromosomeHYXpYdVH
HumanfGeneticsTH1997THYXXTHbhgUcXX 6.3 15

98 serivationHofHanHendogenousHsmallHR“pHfromHdoubleUstrandedHSoxcHsenseHandHnaturalHantisenseH
transcriptsHinHtheHmouseHbrainVHGenomicsTH2016THYXfTHggUhh 4.3 14

97 qrRUpqLYHkinaseHdomainHmutationsHmayHpersistHatHveryHlowHlevelsHforHmanyHyearsHandHleadHtoH
subsequentHTzxHresistanceVHBritishfJournalfoffCancerTH2013THYXhTHYdhbUg 8.7 14

96
putoimmuneHregulatorHPpxRtQUdeficientHrsgSrsaglowHregulatoryHTHlymphocytesHfailHtoHcontrolH
experimentalHcolitisVHProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmerica
TH2011THYXgTHYacbfUca

11.5 14

95 PrRHofHaHzpnxHRuLPHinHtheHalphaULUiduronidaseHPxsUpQHgeneVHNucleicfAcidsfResearchTH1991THYhTHdfhe 20.1 14

94
PoorHprognosisHinHfamilialHacuteHmyeloidHleukaemiaHwithHcombinedHbiallelicHrtqPpHmutationsHandH
downstreamHeventsHaffectingHtheHpTMTHuLTbHandHrsXaHgenesVHBritishfJournalfoffHaematologyTH2010TH
YdXTHbgaUd

4.5 13

93 veneticHheterogeneityHofHgranulocytesHforHtheHypzaHVeYfuHmutationHinHessentialH
thrombocythaemiaiHimplicationsHforHmutationHdetectionHinHperipheralHbloodVHPathologyTH2006THbgTHbbeUca1.6 13

92 LocalizationHofHxddYYHisHnotHassociatedHwithHthymusHandHnktHcellHabnormalitiesHinH“”sHmiceVH
DiabetesTH2005THdcTHbcdbUf 0.9 13

91 ronstructionHofHaHaVdUMbHintegratedHphysicalHandHgeneHmapHofHdistalHaYqaaVbVHGenomicsTH1998THchTHYUYb 4.3 13

90 pHnovelHgermlineHmutationHinHaHfamilyHwithHataxiaUpancytopeniaHsyndromeHandHpediatricHacuteH
lymphoblasticHleukemiaVHHaematologicaTH2019THYXcTHebYgUebaY 6.6 11

89 pberrantHRpvUmediatedHrecombinationHcontributesHtoHmultipleHstructuralHrearrangementsHinH
lymphoidHblastHcrisisHofHchronicHmyeloidHleukemiaVHLeukemiaTH2020THbcTHaXdYUaXeb 10.7 11

88 UltrastructureHofHmedullaryHthymicHepithelialHcellsHofHautoimmuneHregulatorHPpireQUdeficientHmiceVH
ImmunologyfandfCellfBiologyTH2010THggTHdXUe 5 11

87
SpvtHanalysisHofHgenesHdifferentiallyHexpressedHinHpresymptomaticHTgS”sYvhbpHtransgenicHmiceH
identifiedHcellularHprocessesHinvolvedHinHearlyHstageHofHpLSHpathologyVHJournalfoffMolecularf
NeuroscienceTH2010THcYTHYfaUga

3.3 11

86 pHsynonymousHvpTpaHvariantHunderlyingHfamilialHmyeloidHmalignancyHwithHstrikingHintrafamilialH
phenotypicHvariabilityVHBritishfJournalfoffHaematologyTH2020THYhXTHeahfUebXY 4.5 10

85 rlonalHandHlineageHanalysisHofHsomaticHs“MTbpHandHypzaHmutationsHinHaHchronicHphaseH
polycythemiaHveraHpatientVHBritishfJournalfoffHaematologyTH2012THYdeTHaegUfX 4.5 10

84 ThyroxineHtreatmentsHdoHnotHcorrectHinnerHearHdefectsHinHtmprssYHmutantHmiceVHNeuroReportTH2010TH
aYTHghfUhXY 1.7 10

83
xmmunochemicalHcharacterizationHofHaHnovelHmitochondriallyHlocatedHproteinHencodedHbyHaHnuclearH
geneHwithinHtheHsu“qgWYXHcriticalHregionHonHaYqaaVbVHBiochemicalfandfBiophysicalfResearchf
CommunicationsTH1997THabgTHgXeUYX

3.4 10

(1997-1997)

11



82 “zTHcellHdevelopmentHinHtheHabsenceHofHtheHautoimmuneHregulatorHgeneHPpireQVHEuropeanfJournalfoff
ImmunologyTH2008THbgTHaeghUhe 6.1 10

81 venomicHorganisationHandHnervousHsystemHexpressionHofHradialHspokeHproteinHbVHGeneTH2004THbbeTHYdUab 3.8 10

80 LinkageTHbutHnotHgeneHorderTHofHhomologousHlociTHincludingHalphaULUiduronidaseHPxduaQTHisHconservedH
inHtheHwuntingtonHdiseaseHregionHofHtheHmouseHandHhumanHgenomesVHMammalianfGenomeTH1992THbTHabUf 3.2 10

79
TargetedHgeneHpanelsHidentifyHaHhighHfrequencyHofHpathogenicHgermlineHvariantsHinHpatientsH
diagnosedHwithHaHhematologicalHmalignancyHandHatHleastHoneHotherHindependentHcancerVHLeukemiaTH
2021THbdTHbacdUbade

10.7 10

78
rharacterisationHofHaHcompoundHinUcisHvpTpaHgermlineHmutationHinHaHpedigreeHpresentingHwithH
myelodysplasticHsyndromeWacuteHmyeloidHleukemiaHwithHconcurrentHthrombocytopeniaVHLeukemiaTH
2015THahTHYfhdUf

10.7 9

77 andHgermHlineHvariantsHpredictHresponseHandHidentifyHrMLHpatientsHwithHtheHgreatestHriskHofHimatinibH
failureVHBloodfAdvancesTH2017THYTHYbehUYbgY 7.8 9

76 vlobalHtranscriptHexpressionHprofilingHbyHSerialHpnalysisHofHveneHtxpressionHPSpvtQVHGeneticf
EngineeringTH2001THabTHaXYUYh 9

75 StructureHofHtheHhumanHLanosterolHsynthaseHgeneHandHitsHanalysisHasHaHcandidateHforH
holoprosencephalyHPwPtYQVHHumanfGeneticsTH1999THYXdTHcghUhd 6.3 9

74
TheHMouseHqrainHTranscriptomeHbyHSpvtiHsifferencesHinHveneHtxpressionHbetweenHPbXHqrainsHofH
theHPartialHTrisomyHYeHMouseHModelHofHsownHSyndromeHPTsedsnQHandH“ormalsVHGenomefResearchTH
2000THYXTHaXXeUaXaY

9.7 9

73 RareHandHnovelHepidermalHgrowthHfactorHreceptorHmutationsHinHnonUsmallUcellHlungHcancerHandHlackH
ofHclinicalHresponseHtoHgefitinibHinHtwoHcasesVHJournalfoffThoracicfOncologyTH2012THfTHhcYUa 8.9 8

72 vpTpaHisHaH“ewHPredispositionHveneHforHuamilialHMyelodysplasticHSyndromeHPMsSQHandHpcuteH
MyeloidHLeukemiaHPpMLQVHBloodTH2010THYYeTHLqpUbULqpUb 2.2 8

71 xnvestigatingHtheHpotentialHroleHofHgeneticHandHepigeneticHvariationHofHs“pHmethyltransferaseH
genesHinHhyperplasticHpolyposisHsyndromeVHPLoSfONETH2011THeTHeYegbY 3.7 8

70 TheHvenomicHLandscapeHofHSporadicHProlactinomasVHEndocrinefPathologyTH2019THbXTHbYgUbag 4.2 7

69 pllanUwerndonUsudleyHsyndromeHwithHunusualHprofoundHsensorineuralHhearingHlossVHAmericanf
JournalfoffMedicalfGeneticsrfPartfATH2015THYefpTHYgfaUe 2.5 7

68 ppparentHOypzaUnegativeOHpolycythaemiaHveraHdueHtoHcompoundHmutationsHinHexonHYcVHBritishf
JournalfoffHaematologyTH2017THYfgTHbbbUbbe 4.5 7

67 MultiplexHligationUdependentHprobeHamplificationHPMLPpQHgenotypingHassayHforHmouseHmodelsHofH
downHsyndromeVHFrontiersfinfBiosciencefsfLandmarkTH2007THYaTHbXYXUe 2.8 7

66 pnHgeUbpHV“TRHwithinHxsUpHisHtheHbasisHofHtheHscSYYYHpolymorphicHlocusVHGenomicsTH1992THYcTHYYYgUaX 4.3 7

65 TargetedHpharmacotherapyHafterHsomaticHcancerHmutationHscreeningVHFwvvvResearchTH2016THdTHYddY 3.6 7
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64 selayedHdiagnosisHleadingHtoHacceleratedUphaseHchronicHeosinophilicHleukemiaHdueHtoHaH
cytogeneticallyHcrypticTHimatinibUresponsiveHT“xPYUPsuvRqHfusionHgeneVHLeukemiaTH2016THbXTHYcXaUd 10.7 6

63 veneticHTestingHinHtndocrinologyVHClinicalfBiochemistfReviewsTH2018THbhTHYfUag 7.3 6

62
raseHreportHofHwholeHgenomeHsequencingHinHtheHXYHfemaleiHidentificationHofHaHnovelHSRYHmutationH
andHrevisionHofHaHmisdiagnosisHofHandrogenHinsensitivityHsyndromeVHBMCfEndocrinefDisordersTH2016TH
YeTHdg

3.3 6

61 veneHandHproteinHexpressionHprofilesHofHypzUSTpTHsignallingHpathwayHinHtheHdevelopingHbrainHofHtheH
TsYrjeHdownHsyndromeHmouseHmodelVHInternationalfJournalfoffNeuroscienceTH2019THYahTHgfYUggY 2 6

60 THcellHreceptorHassessmentHinHautoimmuneHdiseaseHrequiresHaccessHtoHtheHmostHadjacentH
immunologicallyHactiveHorganVHJournalfoffAutoimmunityTH2017THgYTHacUbb 15.5 5

59 MetallophilicHmacrophagesHareHfullyHdevelopedHinHtheHthymusHofHautoimmuneHregulatorH
PpireQUdeficientHmiceVHHistochemistryfandfCellfBiologyTH2009THYbYTHecbUh 2.4 5

58
pHpedigreeHwithHautosomalHdominantHthrombocytopeniaTHredHcellHmacrocytosisTHandHanHoccurrenceH
ofHtPYaiaYQHpositiveHpreUqHacuteHlymphoblasticHleukemiaVHBloodfCellsrfMoleculesrfandfDiseasesTH2007TH
bhTHYXfUYc

2.1 5

57 xdentificationHandHtargetedHmanagementHofHaHneurodegenerativeHdisorderHcausedHbyHbiallelicH
mutationsHinHSLrdpeVHNpjfGenomicfMedicineTH2019THcTHag 6.2 5

56 pHnovelTHsomaticTHtransformingHmutationHinHtheHextracellularHdomainHofHtpidermalHvrowthHuactorH
ReceptorHidentifiedHinHmyeloproliferativeHneoplasmVHScientificfReportsTH2017THfTHacef 4.9 4

55 PseudodiastrophicHdysplasiaHexpandsHtheHknownHphenotypicHspectrumHofHdefectsHinHproteoglycanH
biosynthesisVHJournalfoffMedicalfGeneticsTH2020THdfTHcdcUceX 5.8 4

54 xnHdepthHanalysisHofHtheHSoxcHgeneHlocusHthatHconsistsHofHsenseHandHnaturalHantisenseHtranscriptsVH
DatafinfBriefTH2016THfTHagaUhX 1.2 4

53
venomeUwideHgeneHexpressionHprofilingHidentifiesHoverlapHwithHmalignantHadrenocorticalHtumoursH
andHnovelHmechanismsHofHinefficientHsteroidogenesisHinHfamilialHprTwUindependentHmacronodularH
adrenalHhyperplasiaVHEndocrinesRelatedfCancerTH2012THYhTHLYhUab

5.7 4

52 siversityHandHclonotypicHcompositionHofHinfluenzaUspecificHrsgSHTrRHrepertoiresHremainHunalteredH
inHtheHabsenceHofHpireVHEuropeanfJournalfoffImmunologyTH2010THcXTHgchUdg 6.1 4

51 “oHevidenceHforHcoreUbindingHfactorHrqubetaHasHaHleukemiaHpredisposingHfactorHinHchromosomeH
YeqaaUlinkedHfamilialHpMLVHLeukemiaTH2004THYgTHggY 10.7 4

50 rhromosomeHbandHYeqaaUlinkedHfamilialHpMLiHexclusionHofHcandidateHgenesTHandHpossibleHdiseaseH
riskHmodificationHbyH“Q”YHpolymorphismsVHGenesfChromosomesfandfCancerTH2004THcYTHafgUga 5 4

49 TargetedHpharmacotherapyHafterHsomaticHcancerHmutationHscreeningVHFwvvvResearchTH2016THdTHYddY 3.6 4

48 xnsightsHintoHpituitaryHtumorigenesisiHfromHSangerHsequencingHtoHnextUgenerationHsequencingHandH
beyondVHExpertfReviewfoffEndocrinologyfandfMetabolismTH2019THYcTHbhhUcYg 4.1 4

47 vpTpaHdeficiencyHsyndromeiHpHdecadeHofHdiscoveryVHHumanfMutationTH2021THcaTHYbhhUYcaY 4.7 4

(2021-2016)
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46 pRMrdHisHnotHimplicatedHinHfamilialHhyperaldosteronismHtypeHxxHPuwUxxQVHJournalfoffHumanf
HypertensionTH2017THbYTHgdfUgdh 2.6 3

45
PaternalHmosaicismHforHaHnovelHPqXYHmutationHassociatedHwithHrecurrentHperinatalHdeathiH
PhenotypicHexpansionHofHtheHPqXYUrelatedHsyndromeVHAmericanfJournalfoffMedicalfGeneticsrfPartfATH
2020THYgaTHYafbUYaff

2.5 3

44 PresentationHofHmVbacbpmvHPMTUTLYjHtR“pLeuQHvariantHwithHfocalHneurologyHinHinfancyVHAmericanf
JournalfoffMedicalfGeneticsrfPartfATH2015THYefpTHaehfUfXY 2.5 3

43 wighHxncidenceHofHMutatedHrancerUpssociatedHvenesHatHsiagnosisHinHrMLHPatientsHwithHtarlyH
TransformationHtoHqlastHrrisisVHBloodTH2015THYaeTHeXXUeXX 2.2 3

42 “”Mx“pT”RiHueasibilityHofHgenomicHtestingHofHrareHcancersHtoHmatchHcancerHtoHtreatmentVVHJournalf
offClinicalfOncologyTH2020THbgTHYXbUYXb 2.2 3

41
TheHRU“XYHdatabaseHPRU“XYdbQiHestablishmentHofHanHexpertHcuratedHRU“XYHregistryHandHgenomicsH
databaseHasHaHpublicHresourceHforHfamilialHplateletHdisorderHwithHmyeloidHmalignancyVHHaematologica
TH2021THYXeTHbXXcUbXXf

6.6 3

40
txpandingHtheHphenotypeHofH“UPgdHmutationsHbeyondHnephroticHsyndromeHtoHprimaryHautosomalH
recessiveHmicrocephalyHandHSeckelHsyndromeHspectrumHdisordersVHHumanfMolecularfGeneticsTH2021TH
bXTHaXegUaXgY

5.6 3

39 rlinicalHimplicationsHofHtransientHmyeloproliferativeHdisorderHinHaHneonateHwithoutHsownHsyndromeH
featuresVHJournalfoffPaediatricsfandfChildfHealthTH2017THdbTHYXYgUYXaX 1.3 2

38 RU“XYHmutationsHareHrareHinHchronicHphaseHpolycythaemiaHveraVHBritishfJournalfoffHaematologyTH
2011THYdbTHefaUd 4.5 2

37 pHresponseHtoHSuzukiHetHalVHâ��wowHpathogenicHisHtheHpVsYXc“WendostatinHpolymorphicHalleleHofH
r”LYgpYHinHznoblochHsyndromenâ��VHHumanfMutationTH2005THadTHbYeUbYe 4.7 2

36 UniversalHfluorescentHlabelingHofHPrRHproductsHforHswPLrHanalysisiHreducingHcostHandHincreasingH
sampleHthroughputVHBioTechniquesTH2005THbhTHbcTHbeTHbgTHcX 2.5 2

35 pustralianHuamilialHwaematologicalHrancerHStudyHUHuindingsHfromHYdHYearsHofHpggregatedHrlinicalTH
venomicHandHTranscriptomicHsataVHBloodTH2019THYbcTHYcbhUYcbh 2.2 2

34 qrRUpqLHpssayHSensitivityHofHMRcVdHpchievedHinHmhXMTHandHMRdHinHmfdMHofHSamplesTHthroughH
mR“pHSelectionHbeforeHqRTUPrRVHBloodTH2015THYaeTHafffUafff 2.2 2

33
txpandedHPhenotypicHandHveneticHweterogeneityHinHtheHrlinicalHSpectrumHofHuPsUpMLiHLymphoidH
MalignanciesHandHSkinHsisordersHpreHrommonHueaturesHinHrarriersHofHvermlineHRU“XYHMutationsVH
BloodTH2016THYagTHYaYaUYaYa

2.2 2

32
“ovelHuusionHvenesHatHrMLHsiagnosisHRevealHaHromplexHPatternHofHvenomicHRearrangementsHandH
SequenceHxnversionsHpssociatedHwithHtheHPhiladelphiaHrhromosomeHinHPatientsHwithHtarlyHqlastH
rrisisVHBloodTH2016THYagTHYaYhUYaYh

2.2 2

31 pHputativeHroleHforHtheHarylHhydrocarbonHreceptorHPpwRQHgeneHinHaHpatientHwithHcyclicalHrushingOsH
diseaseVHBMCfEndocrinefDisordersTH2020THaXTHYg 3.3 2

30 pberrantHSplicingHofHinHuamiliesHWithHUnexplainedHSuccinateHsehydrogenaseUseficientH
ParagangliomasVHJournalfoffthefEndocrinefSocietyTH2020THcTHbvaaXfY 0.4 2

29 rorrectHapplicationHofHvariantHclassificationHguidelinesHinHgermlineHmutatedHdisordersHtoHassistH
clinicalHdiagnosisVHLeukemiafandfLymphomaTH2020THeYTHaceUacf 1.9 2
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28 putosomalHdominantHhypocalcaemiaHdueHtoHaHnovelHrpSRHmutationiHclinicalHandHgeneticH
implicationsVHClinicalfEndocrinologyTH2016THgdTHchdUf 3.4 1

27 RareHandHrommonHvermlineHVariantsHrontributeHtoH”ccurrenceHofHMyelodysplasticHSyndromeVH
BloodTH2015THYaeTHYeccUYecc 2.2 1

26 MetabolicHProfilingHofHpdultHpcuteHMyeloidHLeukemiaHPpMLQVHBloodTH2016THYagTHYegcUYegc 2.2 1

25 TwoHmonogenicHdisordersHmasqueradingHasHoneiHsevereHcongenitalHneutropeniaHwithHmonocytosisH
andHnonUsyndromicHsensorineuralHhearingHlossVHBMCfMedicalfGeneticsTH2020THaYTHbd 2.1 1

24 txpressionHProfilingHofH“otchHSignallingHPathwayHandHvammaUSecretaseHpctivityHinHtheHqrainHofH
TsYrjeHMouseHModelHofHsownHSyndromeVHJournalfoffMolecularfNeuroscienceTH2019THefTHebaUeca 3.3 1

23 gqYbVYUqYbVaHdeletionHassociatedHwithHinferiorHcerebellarHvermianHhypoplasiaHandHdigitalHanomaliesiH
aHnewHsyndromenVHPediatricfNeurologyTH2015THdaTHabXUcVeY 2.9 0

22 TranscriptionalHprofilingHofHtheHpostnatalHbrainHofHtheHTsYrjeHmouseHmodelHofHsownHsyndromeVH
GenomicsfDataTH2014THaTHbYcUf 0

21 R“pHSplicingHsefectsHinHrancerULinkedHvenesHxndicateHMutationHorHuocalHveneHseletionHandHpreH
pssociatedHwithHTzxHResistanceHinHrMLVHBloodTH2019THYbcTHeeaUeea 2.2 0

20 rompoundHheterozygousHvariantsHinHLpMrbHinHassociationHwithHposteriorHperiventricularHnodularH
heterotopiaVHBMCfMedicalfGenomicsTH2021THYcTHec 3.7 0

19 rhildhoodHacuteHmyeloidHleukemiaHshowsHaHhighHlevelHofHgermlineHpredispositionVHBloodTH2021THYbgTHaahbUaahg2.2 0

18 R“ucbHpathogenicHvermlineHvariantHinHaHfamilyHwithHcolorectalHcancerVHClinicalfGeneticsTH2022THYXYTHYaaUYae4 0

17 PathogenicHvariantsHinHcauseHrecessiveHcentralHconductingHlymphaticHanomalyHwithHlymphedemaVVH
SciencefTranslationalfMedicineTH2022THYcTHeabmcgeh 17.5 0

16 TheHhumanHgenomeHprojectHandHitsHimpactHinHmedicineVHEuropeanfReviewTH1996THcTHcYd 0.3

15 sodecamerHRepeatHtxpansionHinHProgressiveHMyoclonusHtpilepsyHYH2006THYaYUYcY

14
TherapyURelatedHMyeloidH“eoplasmsHPTUM“QHandHPrimaryHMsSHPPMsSQHPatientsHwithHVeryHLowHPVLQH
orHLowHPLQHxPSSURHScoreHShareHrlinicalHandHqiologicalHrharacteristicsHandHwaveHSimilarH”utcomeVH
BloodTH2018THYbaTHbXfgUbXfg

2.2

13 sevelopmentHofHaHsataHPortalHforHpggregationHandHpnalysisHofHvenomicsHsataHinHuamilialHPlateletH
sisorderHwithHPredispositionHtoHMyeloidHMalignancyHUHtheHRU“XYVsqVHBloodTH2018THYbaTHdacYUdacY 2.2

12
pnHR“pUqasedH“extHvenerationHSequencingHP“vSQHStrategyHsetectsHMoreHrancerHveneHMutationsH
ThanHaHs“pUqasedHppproachHforHtheHPredictionHandHpssessmentHofHResistanceHinHrMLVHBloodTH2019TH
YbcTHahYgUahYg

2.2

11 uamilialHrlusteringHofHwematologicalHMalignanciesiHwarbingersHofHWiderHvermlineHrancerH
SusceptibilityVHBloodTH2019THYbcTHbfhcUbfhc 2.2
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10 pberrantHpctivationHofHtpidermalHvrowthHuactorHReceptorHinHMP“HMayHRespondHtoHtheHzinaseH
xnhibitorHvefitinibVHBloodTH2014THYacTHYggaUYgga 2.2

9 rlonalHsiversityHofHRecurrentlyHMutatedHvenesHinHMyelodysplasticHSyndromesVHBloodTH2014THYacTHcebcUcebc2.2

8 TheHurequencyHofHveneticHMutationsHinHTUM“HxsHwighHandHromparableHtoHPrimaryHMsSHbutHtheH
SpectrumHxsHsifferentVHBloodTH2016THYagTHbYdfUbYdf 2.2

7
setectionHofHLowHLevelH“ilotinibHorHsasatinibHResistantHqrRUpqLHMutationsHbyHMassHSpectrometryH
xnHrMLHPatientsHWhoHuailHxmatinibHxsHwighlyHPredictiveHofHTheirHSubsequentHrlonalHtxpansionHWhenH
TreatedHwithHtheHsrugHforHWhichHTheirHMutationHronfersHResistanceVHBloodTH2010THYYeTHghYUghY

2.2

6 MechanismsHofHroU”perationHofHs“MTbpHMutationsHwithHypzaHVeYfuHThroughHwistoneHwcHprginineH
bHProvidesH“ewHxnsightsHinHMP“HsiseaseHPathogenesisVHBloodTH2011THYYgTHagabUagab 2.2

5
MultipleHLowHLevelHMutationsHxdentifiesHxmatinibHResistantHrMLHPatientsHptHRiskHofHPoorHResponseH
toHSecondULineHxnhibitorHTherapyTHxrrespectiveHofHtheHResistanceHProfileHofHtheHMutationsVHBloodTH
2011THYYgTHYYYUYYY

2.2

4 TheHpatientOsHqrRUpqLYHzinaseHsomainHMutationHwistoryHxsHxmportantHforHsecisionsHRegardingH
TyrosineHzinaseHxnhibitorHTherapyVHBloodTH2012THYaXTHYehaUYeha 2.2

3 PrRUMediatedHRecombinationHranHLeadHToHprtificialHrhimeraHuormationTHWhichHMayHPoseHpsH
qrRUpqLYHrompoundHMutationsVHBloodTH2013THYaaTHcXYcUcXYc 2.2

2 uamilialHpMLHWithHvermlineHrtqPpHMutationsiHtxtendedHrlinicalH”utcomesHandHpnalysisH”fH
SecondaryHMutationsHUsingHWholeHtxomeHSequencingVHBloodTH2013THYaaTHfcXUfcX 2.2

1 LaboratoryHqualityHassessmentHofHcandidateHgeneHpanelHtestingHforHacuteHmyeloidHleukaemiaiHaHjointH
pLLvHWHRrPpQpPHinitiativeVHPathologyTH2021THdbTHcgfUcha 1.6
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