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j Paper IF Citations

242 RecentHadvancesHinHtheHdevelopmentalHoriginHofHneuroblastomaiHanHoverviewVVHJournaleofe
ExperimentaleandeClinicaleCancereResearchTH2022THcYTHha 12.8 4

241
venerationHofHtwoHhiPSrHlinesHPU x’iXafUpHandHU x’iXagUpQHfromHearlyHandHlateUonsetHrongenitalH
rentralHhypoventilationHSyndromeHPrrwSQHpatientsHcarryingHaHpolyalanineHexpansionHmutationHinH
theHPwβXaqHgeneVVHStemeCelleResearchTH2022THeYTHYXafgY

1.6

240 raseHReportiHptypicalH anifestationsHpssociatedHWithHuβXPbH utationsVHTheHJuilHRougeJHofHTregH
qetweenHxPtXHueaturesHandHβtherHrlinicalHtntitiesnVHFrontierseineImmunologyTH2022THYbTHgdcfch 8.4 0

239 pHuocusHonHRegulatoryHαetworksH’inkingH icroRαpsTHTranscriptionHuactorsHandHTargetHvenesHinH
αeuroblastomaVHCancersTH2021THYbTH 6.6 6

238 RecessiveHα’RrcUputoinflammatoryHsiseaseHRevealsHanHUlcerativeHrolitisH’ocusVHJournaleofeClinicale
ImmunologyTH2021THY 5.7 2

237  ultidisciplinaryHstudyHofHsuddenHunexpectedHinfantHdeathHinH’iguriaHPxtalyQiHaHnineUyearHreportVH
MinervaePediatricsTH2021THfbTHcbdUccb 1.5 1

236
raseHReportiHseficiencyHofHpdenosineHseaminaseHaHPresentingHWithHβverlappingHueaturesHofH
putoimmuneH’ymphoproliferativeHSyndromeHandHqoneH arrowHuailureVHFrontierseineImmunologyTH
2021THYaTHfdcXah

8.4 2

235 SpectrumHofHSystemicHputoUxnflammatoryHsiseasesHinHxndiaiHpH ultiUrentricHtxperienceVHFrontierseine
ImmunologyTH2021THYaTHebXehY 8.4 1

234
UnderlyingHrT’pcHseficiencyHinHaHPatientHWithHyuvenileHxdiopathicHprthritisHandHputoimmuneH
’ymphoproliferativeHSyndromeHueaturesHSuccessfullyHTreatedHWithHpbataceptUpHraseHReportVH
JournaleofePediatriceHematologytOncologyTH2021THcbTHeYYegUeYYfa

1.2 2

233 pHrommonHbOUTRHVariantHofHtheHveneHxsHpssociatedHWithHxnfantH’ifeUThreateningHandHSuddenHseathH
tventsHinHtheHxtalianHPopulationVHFrontierseineNeurologyTH2021THYaTHecafbd 4.1 6

232 rongenitalHanomaliesHofHtheHkidneyHandHurinaryHtractHinHaHcohortHofHagXHconsecutiveHpatientsHwithH
wirschsprungHdiseaseVHPediatriceNephrologyTH2021THbeTHbYdYUbYdg 3.2 0

231 TheHchallengeHofHearlyHdiagnosisHofHautoimmuneHlymphoproliferativeHsyndromeHinHchildrenHwithH
suspectedHautoinflammatoryWautoimmuneHdisordersVHRheumatologyTH2021TH 3.9 3

230 qiallelicHvariantsHinH’xvbHcauseHaHnovelHmitochondrialHneurogastrointestinalHencephalomyopathyVH
BrainTH2021THYccTHYcdYUYcee 11.2 8

229
PairedUlikeHhomeoboxHgeneHPPwβXaqQHnonpolyalanineHrepeatHexpansionHmutationsHPαPpR sQiH
genotypeUphenotypeHcorrelationHinHcongenitalHcentralHhypoventilationHsyndromeHPrrwSQVHGeneticse
ineMedicineTH2021THabTHYedeUYeeb

8.1 4

228 qiallelicHvariantsHinHwPs’HcauseHpureHandHcomplicatedHhereditaryHspasticHparaplegiaVHBrainTH2021TH
YccTHYcaaUYcbc 11.2 7

227 veneticHscreeningHofHchildrenHwithHmarrowHfailureVHTheHroleHofHprimaryHxmmunodeficienciesVH
AmericaneJournaleofeHematologyTH2021THheTHYXffUYXge 7.1 3

226 pHyoungHfemaleHwithHearlyHonsetHarthritisTHuveitisTHhepaticTHandHrenalHgranulomasiHaHclinicalHtrystHwithH
qlauHsyndromeHoverHaX´ yearsHandHcaseUbasedHreviewVHRheumatologyeInternationalTH2021THcYTHYfbUYgY 3.6 12
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225 sysregulationHinHqUcellHresponsesHandHTHfollicularHhelperHcellHfunctionHinHpspaHdeficiencyHpatientsVH
EuropeaneJournaleofeImmunologyTH2021THdYTHaXeUaYh 6.1 14

224 αovelHprTvaHvariantsHdiscloseHallelicHheterogeneityHandHbiUallelicHinheritanceHinHpediatricHchronicH
intestinalHpseudoUobstructionVHClinicaleGeneticsTH2021THhhTHcbXUcbe 4 5

223 wemolysisHandHαeurologicHxmpairmentHinHPp xHSyndromeiHαovelHrharacteristicsHofHanHtlusiveH
siseaseVHPediatricsTH2021THYcfTH 7.4 0

222 WideningHtheHαeuroimagingHueaturesHofHpdenosineHseaminaseHaHseficiencyVHAmericaneJournaleofe
NeuroradiologyTH2021THcaTHhfdUhfh 4.4 3

221 TargetedHαvSHYieldsHPlentifulHUltraURareHVariantsHinHxnbornHtrrorsHofHxmmunityHPatientsVHGenesTH
2021THYaTH 4.2 1

220 TypeHxHinterferonHactivationHinHRpSUassociatedHautoimmuneHleukoproliferativeHdiseaseHPRp’sQVH
ClinicaleImmunologyTH2021THabYTHYXggbf 9 1

219
TheHpssociationHamongHPyodermaHvangrenosumTHUlcerativeHrolitisTHandHwidradenitisHSuppurativaH
andHtheHSyndromicHwidradenitisHSuppurativaHαetworkiHpHraseHReportVHSkineAppendageeDisordersTH
2021THfTHaafUabX

1.4

218 ParentalHSomaticH osaicismHUncoversHxnheritanceHofHanHppparentlyH utationVVHFrontierseineGeneticsTH
2021THYaTHfccXeg 4.5

217 ProgressionHofHnonUhematologicHmanifestationsHinHSp sh’UassociatedHautoinflammatoryHdiseaseH
PSppsQHafterHhematopoieticHstemHcellHtransplantationVHPediatriceAllergyeandeImmunologyTH2021TH 4.2 0

216 qeneficialHtffectHofHPhenytoinHandHrarbamazepineHonHveneHtxpressionHandH utantHvupPHuoldingHinH
aHrellularH odelHofHplexanderOsHsiseaseVVHFrontierseinePharmacologyTH2021THYaTHfabaYg 5.6 0

215 TheHveneticH’andscapeHofHPatentHuoramenHβvaleiHpHSystematicHReviewVVHGenesTH2021THYaTH 4.2 1

214 xSSpxsWt QαHqestHPracticeHvuidelinesHforHtheHveneticHsiagnosisHofH onogenicHputoinflammatoryH
siseasesHinHtheHαextUvenerationHSequencingHtraVHClinicaleChemistryTH2020THeeTHdadUdbe 5.5 17

213 pHcomplementaryHstudyHapproachHunravelsHnovelHplayersHinHtheHpathoetiologyHofHwirschsprungH
diseaseVHPLoSeGeneticsTH2020THYeTHeYXXhYXe 6 2

212 UnusualH’ateUonsetHtnteropathyHinHaHPatientHWithH’ipopolysaccharideUresponsiveHqeigeUlikeHpnchorH
ProteinHseficiencyVHJournaleofePediatriceHematologytOncologyTH2020THcaTHefegUeffY 1.2 4

211 vuidelinesHforHdiagnosisHandHmanagementHofHcongenitalHcentralHhypoventilationHsyndromeVH
OrphaneteJournaleofeRareeDiseasesTH2020THYdTHada 4.2 21

210 TargetedHreUsequencingHinHpediatricHandHperinatalHstrokeVHEuropeaneJournaleofeMedicaleGeneticsTH
2020THebTHYXcXbX 2.6 4

209 ’ateUonsetHandHlongUlastingHautoimmuneHneutropeniaiHanHanalysisHfromHtheHxtalianHαeutropeniaH
RegistryVHBloodeAdvancesTH2020THcTHdeccUdech 7.8 7

208 pHcaseHreportHofHaHnovelHcompoundHheterozygousHmutationHinHaHqrazilianHpatientHwithHdeficiencyHofH
xnterleukinUYHreceptorHantagonistHPsxRpQVHPediatriceRheumatologyTH2020THYgTHef 3.5 3

(2020-2021)

3



207 αextHgenerationHsequencingHpanelHinHundifferentiatedHautoinflammatoryHdiseasesHidentifiesH
patientsHwithHcolchicineUresponderHrecurrentHfeversVHRheumatologyTH2020THdhTHbccUbeX 3.9 19

206
pHnovelHknockUinHmouseHmodelHofHcryopyrinUassociatedHperiodicHsyndromesHwithHdevelopmentHofH
amyloidosisiHTherapeuticHefficacyHofHprotonHpumpHinhibitorsVHJournaleofeAllergyeandeClinicale
ImmunologyTH2020THYcdTHbegUbfgVeYb

11.5 3

205 rausativeHandHcommonHPwβXaqHvariantsHdefineHaHbroadHphenotypicHspectrumVHClinicaleGeneticsTH
2020THhfTHYXbUYYb 4 19

204 PpPpHandHu uHinHtwoHsiblingsiHpossibleHamplificationHofHclinicalHpresentationnHpHcaseHreportVHItaliane
JournaleofePediatricsTH2019THcdTHYYY 3.2 4

203 rurrentHpracticesHforHtheHgeneticHdiagnosisHofHautoinflammatoryHdiseasesiHresultsHofHaHturopeanH
 olecularHveneticsHQualityHαetworkHSurveyVHEuropeaneJournaleofeHumaneGeneticsTH2019THafTHYdXaUYdXg 5.3 9

202 WhenHneonatalHinflammationHdoesHnotHmeanHinfectioniHanHearlyUonsetHmevalonateHkinaseHdeficiencyH
withHinterstitialHlungHdiseaseVHClinicaleImmunologyTH2019THaXdTHadUag 9 6

201 rlassificationHcriteriaHforHautoinflammatoryHrecurrentHfeversVHAnnalseofetheeRheumaticeDiseasesTH
2019THfgTHYXadUYXba 2.4 159

200 pspaHdeficiencyHdueHtoHaHnovelHstructuralHvariationHinHaaqYYVYVHClinicaleGeneticsTH2019THhdTHfbaUfbb 4 8

199 veneticHpspectsHofHxnvestigatingHandHUnderstandingHputoinflammationH2019THYhUcg 2

198
pH etagenomicsHStudyHonHwirschsprungOsHsiseaseHpssociatedHtnterocolitisiHqiodiversityHandHvutH
 icrobialHwomeostasisHsependHonHResectionH’engthHandHPatientOsHrlinicalHwistoryVHFrontierseine
PediatricsTH2019THfTHbae

3.4 10

197 upSUmediatedHapoptosisHimpairmentHinHpatientsHwithHp’PSWp’PSUlikeHphenotypeHcarryingHvariantsH
onHrpSPYXHgeneVHBritisheJournaleofeHaematologyTH2019THYgfTHdXaUdXg 4.5 21

196
WholeHexomeHsequencingHapproachHtoHchildhoodHonsetHfamilialHerythrodermicHpsoriasisHunravelsHaH
novelHmutationHofHrpRsYcHrequiringHunusualHhighHdosesHofHustekinumabVHPediatriceRheumatologyTH
2019THYfTHbg

3.5 13

195 RtTHinHbreastHcanceriHpathogenicHimplicationsHandHmechanismsHofHdrugHresistanceVH2019THaTHYYbeUYYda 2

194 SecondaryHputoimmuneHαeutropeniaiHsataHfromHtheHxtalianHαeutropeniaHRegistryVHBloodTH2019THYbcTHbdgdUbdgd2.2

193
uRxXdegHTwtHUStHβuHαtXTHvtαtRpTxβαHStQUtαrxαvHPpαt’HxαHUαsxuutRtαTxpTtsH
pUTβxαu’p  pTβRYHsxStpStSHxstαTxuYHpHStPpRpTtHSUqStTHβuHrβ’rwxrxαtURtSPβαstRH
RtrURRtαTHutVtRSHsxSTxαrTHuRβ HPupPpHSYαsRβ tH2019TH

3

192 ThromboticHthrombocytopenicHpurpuraHandHdefectiveHapoptosisHdueHtoHrpSPgWYXHmutationsiHtheH
roleHofHmycophenolateHmofetilVHBloodeAdvancesTH2019THbTHbcbaUbcbd 7.8 3

191 ropyHnumberHvariationsHinHcandidateHgenomicHregionsHconfirmHgeneticHheterogeneityHandHparentalH
biasHinHwirschsprungHdiseaseVHOrphaneteJournaleofeRareeDiseasesTH2019THYcTHafX 4.2 3

190 pHαovelH utationHofHrausingHpdultUβnsetHplexanderHsiseaseVHFrontierseineNeurologyTH2019THYXTHYYac 4.1 0
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189 geneHmutationHinHaHpatientHwithHoverlappingHneutrophilicHdiseaseHPpyodermaHgangrenosumHandH
asepticHabscessHsyndromeQVHJAADeCaseeReportsTH2018THcTHYaXUYaa 1.4 6

188  edicoUlegalHinvestigationHinHanHexplicableHcaseHofHcongenitalHcentralHhypoventilationHsyndromeH
dueHtoHaHrareHvariantHofHtheHPwβXaqHgeneVHJournaleofeClinicaleForensiceandeLegaleMedicineTH2018THdgTHYUd 1.7 7

187 pqrreHmutationsHandHearlyHonsetHstrokeiHTwoHcasesHofHaHtypicalHPseudoxanthomaHtlasticumVH
EuropeaneJournaleofePaediatriceNeurologyTH2018THaaTHfadUfag 3.8 6

186
αewHworkflowHforHclassificationHofHgeneticHvariantsOHpathogenicityHappliedHtoHhereditaryHrecurrentH
feversHbyHtheHxnternationalHStudyHvroupHforHSystemicHputoinflammatoryHsiseasesHPxαSpxsQVHJournale
ofeMedicaleGeneticsTH2018THddTHdbXUdbf

5.8 73

185 αovelHspondyloepimetaphysealHdysplasiaHdueHtoHUuSPaHgeneHmutationVHClinicaleGeneticsTH2018THhbTHefYUefc4 13

184 sesogestrelHdownUregulatesHPwβXaqHandHitsHtargetHgenesHinHprogesteroneHresponsiveH
neuroblastomaHcellsVHExperimentaleCelleResearchTH2018THbfXTHefYUefh 4.2 8

183 wighUdoseHustekinumabHforHsevereHchildhoodHdeficiencyHofHinterleukinUbeHreceptorHantagonistH
PsxTRpQVHAnnalseofetheeRheumaticeDiseasesTH2018THffTHYacYUYacb 2.4 18

182 upSU ediatedHppoptosisHpssayHinHPatientsHwithHp’PSUlikeHPhenotypeHrarryingHrpSPYXH utationsVH
BloodTH2018THYbaTHcheXUcheX 2.2

181 SevereHrhronicHαeutropeniaiHPrimaryHxmmunodeficiencyH utationsHpreHurequentHrausativeHpgentsVH
BloodTH2018THYbaTHacXaUacXa 2.2

180 RpvHdeficiencyHwithHp’PSHfeaturesHsuccessfullyHtreatedHwithHTrR˛–˛†WrsYhHcellHdepletedH
haploidenticalHstemHcellHtransplantVHClinicaleImmunologyTH2018THYgfTHYXaUYXb 9 9

179 StructuralHandHfunctionalHdifferencesHinHPwβXaqHframeshiftHmutationsHunderlieHisolatedHorH
syndromicHcongenitalHcentralHhypoventilationHsyndromeVHHumaneMutationTH2018THbhTHaYhUabe 4.7 22

178 WholeHexomeHsequencingHcoupledHwithHunbiasedHfunctionalHanalysisHrevealsHnewHwirschsprungH
diseaseHgenesVHGenomeeBiologyTH2017THYgTHcg 18.3 55

177 rommonHPwβXaqHpolyUalanineHcontractionsHimpairHRtTHgeneHtranscriptionTHpredisposingHtoH
wirschsprungHdiseaseVHBiochimicaeEteBiophysicaeActaereMoleculareBasiseofeDiseaseTH2017THYgebTHYffXUYfff 6.9 21

176 pspaHdeficiencyHPspspaQHasHanHunrecognisedHcauseHofHearlyHonsetHpolyarteritisHnodosaHandHstrokeiH
aHmulticentreHnationalHstudyVHAnnalseofetheeRheumaticeDiseasesTH2017THfeTHYecgUYede 2.4 139

175 putoinflammationHinHpyodermaHgangrenosumHandHitsHsyndromicHformHPpyodermaHgangrenosumTH
acneHandHsuppurativeHhidradenitisQVHBritisheJournaleofeDermatologyTH2017THYfeTHYdggUYdhg 4 103

174 pHwebUbasedHcollectionHofHgenotypeUphenotypeHassociationsHinHhereditaryHrecurrentHfeversHfromH
theHturofeverHregistryVHOrphaneteJournaleofeRareeDiseasesTH2017THYaTHYef 4.2 42

173 rsfXHseficiencyHdueHtoHaHαovelH utationHinHaHPatientHwithHSevereHrhronicHtqVHxnfectionHPresentingH
psHaHPeriodicHueverVHFrontierseineImmunologyTH2017THgTHaXYd 8.4 15

172 rryopyrinUassociatedHPeriodicHSyndromesHinHxtalianHPatientsiHtvaluationHofHtheHRateHofHSomaticH
α’RPbH osaicismHandHPhenotypicHrharacterizationVHJournaleofeRheumatologyTH2017THccTHYeefUYefb 4.1 19

(2017-2018)
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171  utationsHinHcauseHaHrecessiveHformHofHcentralHhypoventilationHwithHautonomicHdysfunctionVHJournale
ofeMedicaleGeneticsTH2017THdcTHfdcUfeY 5.8 14

170 rustomHprrayHromparativeHvenomicHwybridizationiHtheHxmportanceHofHsαpHQualityTHanHtxpertHtyeTH
andHVariantHValidationVHInternationaleJournaleofeMoleculareSciencesTH2017THYgTH 6.3 4

169 TargetingHofHexpressionHallowsHtheHidentificationHofHdrugsHeffectiveHinHcounteractingH
neuroblastomaHcellHgrowthVHOncotargetTH2017THgTHfaYbbUfaYce 3.3 6

168 αeonatalUβnsetHUrticariaHandHueverVHJournaleofePediatricsTH2016THYffTHbahUbahVeY 3.6 1

167 UnusualHpresentationsHandHintrafamilialHphenotypicHvariabilityHinHinfantileHonsetHplexanderHdiseaseVH
NeurologicaleSciencesTH2016THbfTHhfbUf 3.5 3

166 VariantsHofHtheHprTvaHgeneHcorrelateHwithHdegreeHofHseverityHandHpresenceHofHmegacystisHinH
chronicHintestinalHpseudoUobstructionVHEuropeaneJournaleofeHumaneGeneticsTH2016THacTHYaYYUd 5.3 27

165 vuidelinesHforHtheHuseHandHinterpretationHofHassaysHforHmonitoringHautophagyHPbrdHeditionQVH
AutophagyTH2016THYaTHYUaaa 10.2 3838

164 αextUgenerationHsequencingHandHitsHinitialHapplicationsHforHmolecularHdiagnosisHofHsystemicH
autoUinflammatoryHdiseasesVHAnnalseofetheeRheumaticeDiseasesTH2016THfdTHYddXUf 2.4 41

163 veneticHandHepigeneticHfactorsHaffectHRtTHgeneHexpressionHinHbreastHcancerHcellHlinesHandHinfluenceH
survivalHinHpatientsVHOncotargetTH2016THfTHaecedUfh 3.3 17

162 SingleU’ineageHqoneH arrowHuailureHsrivenHqyHaHαovelHPxbzrsH utationsVHBloodTH2016THYagTHYbcfUYbcf 2.2

161 rhronicHintestinalHpseudoUobstructionHinHaHchildHharboringHaHfounderHwirschsprungHRtTHmutationVH
AmericaneJournaleofeMedicaleGeneticsqeParteATH2016THYfXTHacXXUb 2.5 2

160 rlinicalHrharacteristicsHofHPatientsHrarryingHtheHQfXbzHVariantHofHtheHα’RPbHveneiHpHYXUyearH
 ulticentricHαationalHStudyVHJournaleofeRheumatologyTH2016THcbTHYXhbUYXX 4.1 22

159 TransUethnicHmetaUanalysisHofHgenomeUwideHassociationHstudiesHforHwirschsprungHdiseaseVHHumane
MoleculareGeneticsTH2016THadTHdaedUdafd 5.6 23

158 veneticsHofHentericHneuropathiesVHDevelopmentaleBiologyTH2016THcYfTHYhgUaXg 3.1 29

157
veneHexpressionHprofileHinHTαuHreceptorUassociatedHperiodicHsyndromeHrevealsHconstitutivelyH
enhancedHpathwaysHandHnewHplayersHinHtheHunderlyingHinflammationVHClinicaleandeExperimentale
RheumatologyTH2016THbcTHSYaYUSYag

2.2 12

156 miRUaXcHmediatesHpostUtranscriptionalHdownUregulationHofHPwβXaqHgeneHexpressionHinH
neuroblastomaHcellsVHBiochimicaeEteBiophysicaeActaereGeneeRegulatoryeMechanismsTH2015THYgchTHYXdfUed 6 17

155 xdentificationHofHnovelHpathwaysHandHmoleculesHableHtoHdownUregulateHPwβXaqHgeneHexpressionHbyH
inHvitroHdrugHscreeningHapproachesHinHneuroblastomaHcellsVHExperimentaleCelleResearchTH2015THbbeTHcbUdf 4.2 9

154 SpTXcgcHPrevalenceHofHrecrYH utationsHinHPediatricHPatientsHwithHPolyarteritisHαodosaTH’ivedoH
ReticularisHandWorHStrokeVHAnnalseofetheeRheumaticeDiseasesTH2015THfcTHgbdVaUgbd 2.4
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153
pHαextHvenerationHSequencingHapproachHtoHtheHmutationalHscreeningHofHpatientsHaffectedHwithH
systemicHautoinflammatoryHdisordersiHdiagnosisHimprovementHandHinterpretationHofHcomplexH
clinicalHphenotypesVHPediatriceRheumatologyTH2015THYbTHβac

3.5 78

152
SpTXXXYHrryopyrinHpssociatedHPeriodicHSyndromesHPrpPSQiHxnvestigationsHonHznockUxnH ouseH
 odelHtoHtxploitHαovelHppproachesHforHtheH odulationHofHtheHα’RPbHxnflammasomeVHAnnalseofethee
RheumaticeDiseasesTH2015THfcTHedXVYUedX

2.4

151 TwUXdagHSevereHtrytrodermicHPsoriasisHandHprthritisHasHrlinicalHPresentationHofHaHrardYcU ediatedH
PustularHPsoriasisHPrp PSQVHAnnalseofetheeRheumaticeDiseasesTH2015THfcTHbhYVaUbhY 2.4

150
rryopyrinHassociatedHperiodicHsyndromesHPrpPSQiHimmunologicalHcharacterizationHofHknockUinH
mouseHmodelHtoHexploitHnovelHapproachesHforHtheHmodulationHofHtheHα’RPbHinflammasomeVVH
PediatriceRheumatologyTH2015THYbTH

3.5 78

149 SevereHerytrodermicHpsoriasisHandHarthritisHasHclinicalHpresentationHofHaHrpRsYcUmediatedHpsoriasisH
Prp PSQVHPediatriceRheumatologyTH2015THYbTH 3.5 1

148 uunctionalHlossHofHsemaphorinHbrHandWorHsemaphorinHbsHandHtheirHepistaticHinteractionHwithHretHareH
criticalHtoHwirschsprungHdiseaseHliabilityVHAmericaneJournaleofeHumaneGeneticsTH2015THheTHdgYUhe 11 82

147 RecurrenceHofHrrwSHassociatedHPwβXaqHpolyUalanineHexpansionHmutationHdueHtoHmaternalH
mosaicismVHPediatricePulmonologyTH2014THchTHtcdUf 3.5 11

146 TumorHnecrosisHfactorHreceptorUassociatedHperiodicHsyndromeHasHaHmodelHlinkingHautophagyHandH
inflammationHinHproteinHaggregationHdiseasesVHJournaleofeMoleculareMedicineTH2014THhaTHdgbUhc 5.5 17

145 txpressionHvariabilityHandHfunctionHofHtheHRtTHgeneHinHadultHperipheralHbloodHmononuclearHcellsVH
JournaleofeCellularePhysiologyTH2014THaahTHaXafUbf 7 9

144 pssociationHofHpyodermaHgangrenosumTHacneTHandHsuppurativeHhidradenitisHPPpSwQHsharesHgeneticH
andHcytokineHprofilesHwithHotherHautoinflammatoryHdiseasesVHMedicineemUnitedeStatesnTH2014THhbTHeYgf 1.8 83

143 pnHautoinflammatoryHneurologicalHdiseaseHdueHtoHinterleukinHeHhypersecretionVHJournaleofe
NeuroinflammationTH2013THYXTHah 10.1 10

142
pdultUonsetHplexanderHdiseaseTHassociatedHwithHaHmutationHinHanHalternativeHvupPHtranscriptTHmayH
beHphenotypicallyHmodulatedHbyHaHnonUneutralHwspreHvariantVHOrphaneteJournaleofeRareeDiseasesTH
2013THgTHee

4.2 17

141 rontributionHofHrareHandHcommonHvariantsHdetermineHcomplexHdiseasesUwirschsprungHdiseaseHasHaH
modelVHDevelopmentaleBiologyTH2013THbgaTHbaXUh 3.1 90

140 PathwaysHsystematicallyHassociatedHtoHwirschsprungOsHdiseaseVHOrphaneteJournaleofeRareeDiseasesTH
2013THgTHYgf 4.2 14

139 TheHinvolvementHofHtheHRtTHvariantHvehYSHinHmedullaryHthyroidHcarcinomaiHconflictingHresultsHofH
metaUanalysesHneedHtoHbeHreconciledVHInternationaleJournaleofeCancerTH2013THYbbTHYfeXUY 7.5 2

138 TheHinvolvementHofHtheHRtTHvariantHvehYSHinHmedullaryHthyroidHcarcinomaHenlightenedHbyHaH
metaUanalysisHstudyVHInternationaleJournaleofeCancerTH2013THYbaTHagXgUYh 7.5 20

137
TranscriptionalHdysregulationHandHimpairmentHofHPwβXaqHautoUregulatoryHmechanismHinducedHbyH
polyalanineHexpansionHmutationsHassociatedHwithHcongenitalHcentralHhypoventilationHsyndromeVH
NeurobiologyeofeDiseaseTH2013THdXTHYgfUaXX

7.5 24

136 pHprospectiveHobservationalHstudyHofHassociatedHanomaliesHinHwirschsprungOsHdiseaseVHOrphanete
JournaleofeRareeDiseasesTH2013THgTHYgc 4.2 26

(2013-2015)
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135  agneticHresonanceHimagingHJtigroidHpatternJHinHplexanderHdiseaseVHNeuropediatricsTH2013THccTHYfcUe 1.6 6

134 uailureHofHtocilizumabHtreatmentHinHaHrxαrpHpatientiHclinicalHandHpathogenicHimplicationsVH
RheumatologyTH2013THdaTHYfbYUa 3.9 6

133
PyogenicHarthritisTHpyodermaHgangrenosumTHacneTHandHhidradenitisHsuppurativaHPPpPpSwQiHaHnewH
autoinflammatoryHsyndromeHassociatedHwithHaHnovelHmutationHofHtheHPSTPxPYHgeneVHJAMAe
DermatologyTH2013THYchTHfeaUc

5.1 147

132 putophagyHcontributesHtoHinflammationHinHpatientsHwithHTαuRUassociatedHperiodicHsyndromeH
PTRpPSQVHAnnalseofetheeRheumaticeDiseasesTH2013THfaTHYXccUda 2.4 62

131 plleleUspecificHexpressionHatHtheHRtTHlocusHinHbloodHandHgutHtissueHofHindividualsHcarryingHriskHallelesH
forHwirschsprungHdiseaseVHHumaneMutationTH2013THbcTHfdcUea 4.7 4

130 rhromosomeHaYHscanHinHsownHsyndromeHrevealsHsSrp HasHaHpredisposingHlocusHinHwirschsprungH
diseaseVHPLoSeONETH2013THgTHeeadYh 3.7 18

129 reftriaxoneHforHplexanderOsHsiseaseiHpHuourUYearHuollowUUpVHJIMDeReportsTH2013THhTHefUfY 1.9 8

128 xnductionHofHRtTHdependentHandHindependentHproUinflammatoryHprogramsHinHhumanHperipheralH
bloodHmononuclearHcellsHfromHwirschsprungHpatientsVHPLoSeONETH2013THgTHedhXee 3.7 16

127 xnHvitroHdrugHtreatmentsHreduceHtheHdeleteriousHeffectsHofHaggregatesHcontainingHpolyplaHexpandedH
PwβXaqHproteinsVHNeurobiologyeofeDiseaseTH2012THcdTHdXgUYg 7.5 27

126 qeneficialHeffectsHofHcurcuminHonHvupPHfilamentHorganizationHandHdownUregulationHofHvupPH
expressionHinHanHinHvitroHmodelHofHplexanderHdiseaseVHExperimentaleCelleResearchTH2012THbYgTHYgccUdc 4.2 19

125 TheHtbHubiquitinHligaseHTRx YYHmediatesHtheHdegradationHofHcongenitalHcentralHhypoventilationH
syndromeUassociatedHpolyalanineUexpandedHPwβXaqVHJournaleofeMoleculareMedicineTH2012THhXTHYXadUbd 5.5 14

124 r’ PHisHrequiredHforHintestinalHdevelopmentTHandHlossUofUfunctionHmutationsHcauseHcongenitalH
shortUbowelHsyndromeVHGastroenterologyTH2012THYcaTHcdbUceaVeb 13.3 43

123  aleHandHfemaleHdifferentialHreproductiveHrateHcouldHexplainHparentalHtransmissionHasymmetryHofH
mutationHoriginHinHwirschsprungHdiseaseVHEuropeaneJournaleofeHumaneGeneticsTH2012THaXTHhYfUaX 5.3 7

122 rlinicalHimpactHofH tuVHmutationsHinHchildrenHwithHperiodicHfeverHinHaHprevalentHwesternHturopeanH
raucasianHpopulationVHAnnalseofetheeRheumaticeDiseasesTH2012THfYTHYheYUd 2.4 51

121 vuidelinesHforHtheHgeneticHdiagnosisHofHhereditaryHrecurrentHfeversVHAnnalseofetheeRheumatice
DiseasesTH2012THfYTHYdhhUeXd 2.4 132

120 SafeHdrugsHtoHfightHmutantHproteinHoverloadHandHalphaUYUantitrypsinHdeficiencyVHJournaleofe
HepatologyTH2011THddTHhchUdX 13.4 4

119 TowardHaHtherapeuticHstrategyHforHpolyalanineHexpansionsHdisordersiHinHvivoHandHinHvitroHmodelsHforH
drugsHanalysisVHEuropeaneJournaleofePaediatriceNeurologyTH2011THYdTHcchUda 3.8 5

118
’owHamountsHofHPwβXaqHexpandedHallelesHinHasymptomaticHparentsHsuggestHunsuspectedH
recurrenceHriskHinHcongenitalHcentralHhypoventilationHsyndromeVHJournaleofeMoleculareMedicineTH2011
THghTHdXdUYb

5.5 28
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117  egacystisTHmegacolonTHandHmalrotationiHaHnewHsyndromicHassociationnVHAmericaneJournaleofe
MedicaleGeneticsqeParteATH2011THYddpTHYfhgUgXa 2.5 11

116 rlinicalHpresentationHandHpathogenesisHofHcoldUinducedHautoinflammatoryHdiseaseHinHaHfamilyHwithH
recurrenceHofHanHα’RPYaHmutationVHArthritiseandeRheumatismTH2011THebTHgbXUh 131

115 ’ongUtermHclinicalHprofileHofHchildrenHwithHtheHlowUpenetranceHRhaQHmutationHofHtheHTαuRSuYpH
geneVHArthritiseandeRheumatismTH2011THebTHYYcYUdX 85

114
randidateHgenesHinHpatientsHwithHautoinflammatoryHsyndromeHresemblingHtumorHnecrosisHfactorH
receptorUassociatedHperiodicHsyndromeHwithoutHmutationsHinHtheHTαuRSuYpHgeneVHJournaleofe
RheumatologyTH2011THbgTHYbfgUgc

4.1 13

113 TheHocularHmotorHfeaturesHofHadultUonsetHalexanderHdiseaseiHaHcaseHandHreviewHofHtheHliteratureVH
JournaleofeNeurorOphthalmologyTH2011THbYTHYddUh 2.6 7

112 pHnovelHpolymorphicHpPUYHbindingHelementHofHtheHvupPHpromoterHisHassociatedHwithHdifferentHallelicH
transcriptionalHactivitiesVHAnnalseofeHumaneGeneticsTH2010THfcTHdXeUYd 2.2 12

111 rongenitalHcentralHhypoventilationHsyndromeiHgenotypeUphenotypeHcorrelationHinHparentsHofH
affectedHchildrenHcarryingHaHPwβXaqHexpansionHmutationVHClinicaleGeneticsTH2010THfgTHaghUhb 4 16

110 PwβXaqUmediatedHregulationHofHp’zHexpressioniHinHvitroHidentificationHofHaHfunctionalHrelationshipH
betweenHtwoHgenesHinvolvedHinHneuroblastomaVHPLoSeONETH2010THdTHeYbYXg 3.7 32

109
pnHofficialHpTSHclinicalHpolicyHstatementiHrongenitalHcentralHhypoventilationHsyndromeiHgeneticH
basisTHdiagnosisTHandHmanagementVHAmericaneJournaleofeRespiratoryeandeCriticaleCareeMedicineTH2010TH
YgYTHeaeUcc

10.2 348

108
 ultipleHendocrineHneoplasiaHtypeHaHsyndromesHP tαHaQiHresultsHfromHtheHxta tαHnetworkHanalysisH
onHtheHprevalenceHofHdifferentHgenotypesHandHphenotypesVHEuropeaneJournaleofeEndocrinologyTH2010
THYebTHbXYUg

6.5 95

107 reftriaxoneHhasHaHtherapeuticHroleHinHplexanderHdiseaseVHProgresseineNeurorPsychopharmacologyeande
BiologicalePsychiatryTH2010THbcTHcYeUf 5.5 12

106
rorrespondenceHregardingiHplexanderHdiseaseHmutantHglialHfibrillaryHacidicHproteinHcompromisesH
glutamateHtransportHinHastrocytesVHJournaleofeNeuropathologyeandeExperimentaleNeurologyTH2010THehTH
YafXjHauthorHreplyHYafXUY

3.1 2

105 sifferentialHcontributionsHofHrareHandHcommonTHcodingHandHnoncodingHRetHmutationsHtoH
multifactorialHwirschsprungHdiseaseHliabilityVHAmericaneJournaleofeHumaneGeneticsTH2010THgfTHeXUfc 11 198

104 venomicsHapproachHtoHtheHanalysisHofHbacterialHcommunitiesHdynamicsHinHwirschsprungOsH
diseaseUassociatedHenterocolitisiHaHpilotHstudyVHPediatriceSurgeryeInternationalTH2010THaeTHcedUfY 2.1 24

103 xnHvitroHtreatmentsHwithHceftriaxoneHpromoteHeliminationHofHmutantHglialHfibrillaryHacidicHproteinH
andHtranscriptionHdownUregulationVHExperimentaleCelleResearchTH2010THbYeTHaYdaUed 4.2 29

102 xnteractionHbetweenHaHchromosomeHYXHRtTHenhancerHandHchromosomeHaYHinHtheHsownH
syndromeUwirschsprungHdiseaseHassociationVHHumaneMutationTH2009THbXTHffYUd 4.7 50

101 TheHcabQHpolymorphismHofHtheHXUlinkedHinhibitorHofHapoptosisHgeneHinfluencesHmonocyteHfunctionH
andHisHassociatedHwithHperiodicHfeverVHArthritiseandeRheumatismTH2009THeXTHbcfeUgc 12

100 rongenitalHcentralHhypoventilationHsyndromeHfromHpastHtoHfutureiHmodelHforHtranslationalHandH
transitionalHautonomicHmedicineVHPediatricePulmonologyTH2009THccTHdaYUbd 3.5 87

(2009-2011)
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99 romplexHpathogenesisHofHwirschsprungOsHdiseaseHinHaHpatientHwithHhydrocephalusTHvesicoUureteralH
refluxHandHaHbalancedHtranslocationHtPbjYfQPpYajqYYQVHEuropeaneJournaleofeHumaneGeneticsTH2009THYfTHcgbUhX5.3 20

98 SearchHforHpathogeneticHvariantsHofHtheHSPRYaHgeneHinHintestinalHinnervationHdefectsVHInternale
MedicineeJournalTH2009THbhTHbbdUf 1.6 13

97 sifferentiatingHPupPpHsyndromeHfromHmonogenicHperiodicHfeversVHPediatricsTH2009THYacTHefaYUg 7.4 109

96 wirschsprungHdiseaseHandHcongenitalHanomaliesHofHtheHkidneyHandHurinaryHtractHPrpzUTQiHaHnovelH
syndromicHassociationVHMedicineemUnitedeStatesnTH2009THggTHgbUhX 1.8 53

95 RecurrentHarthritisHasHaHuniqueHmanifestationHofHhyperimmunoglobulinaemiaHsVHRheumatologyTH
2009THcgTHYhhUaXY 3.9 1

94 uunctionalHcharacterizationHofHaHminimalHsequenceHessentialHforHtheHexpressionHofHhumanHT’XaH
geneVHBMBeReportsTH2009THcaTHfggUhb 5.5

93  ildHfunctionalHeffectsHofHaHnovelHvupPHmutantHalleleHidentifiedHinHaHfamilialHcaseHofHadultUonsetH
plexanderHdiseaseVHEuropeaneJournaleofeHumaneGeneticsTH2008THYeTHceaUfX 5.3 14

92 rongenitalHcentralHhypoventilationHsyndromeHPrrwSQHandHsuddenHinfantHdeathHsyndromeHPSxsSQiH
kindredHdisordersHofHautonomicHregulationVHRespiratoryePhysiologyeandeNeurobiologyTH2008THYecTHbgUcg 2.8 41

91 pdultUonsetHplexanderHdiseaseiHaHseriesHofHelevenHunrelatedHcasesHwithHreviewHofHtheHliteratureVH
BrainTH2008THYbYTHabaYUbY 11.2 138

90 UncommonHassociationHofHgermlineHmutationsHofHRtTHprotoUoncogeneHandHrszαapHgeneVHEuropeane
JournaleofeEndocrinologyTH2008THYdgTHcYfUaa 6.5 9

89 ranH RHimagingHdiagnoseHadultUonsetHplexanderHdiseasenVHAmericaneJournaleofeNeuroradiologyTH
2008THahTHYYhXUe 4.4 80

88 pdultUonsetHplexanderHdiseaseHiHreportHonHaHfamilyVHJournaleofeNeurologyTH2008THaddTHacUbX 5.5 23

87 pHnovelHmissenseHmutationHinHtheHPwβXaqHgeneHisHassociatedHwithHlateHonsetHcentralH
hypoventilationHsyndromeVHPediatricePulmonologyTH2008THcbTHYXbeUh 3.5 12

86 ParentalHoriginHandHsomaticHmosaicismHofHPwβXaqHmutationsHinHrongenitalHrentralHwypoventilationH
SyndromeVHHumaneMutationTH2008THahTHaXe 4.7 42

85 pHdiagnosticHscoreHforHmolecularHanalysisHofHhereditaryHautoinflammatoryHsyndromesHwithHperiodicH
feverHinHchildrenVHArthritiseandeRheumatismTH2008THdgTHYgabUba 135

84 wirschsprungHdiseaseTHassociatedHsyndromesHandHgeneticsiHaHreviewVHJournaleofeMedicaleGeneticsTH
2008THcdTHYUYc 5.8 622

83 xnHvitroHstudiesHofHPwβXaqHgeneHmutationsHinHcongenitalHcentralHhypoventilationHsyndromeH2008THfYUgb

82 TheH olecularHveneticsHofHwirschsprungâ��sHsiseaseH2008THebUfg 5
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81 xncorporatingHpriorHbiologicalHinformationHinHlinkageHstudiesHincreasesHpowerHandHlimitsHmultipleH
testingVHBMCeProceedingsTH2007THYHSupplHYTHSgh 2.3 2

80 pHcommonHvariantHlocatedHinHtheHbOUTRHofHtheHRtTHgeneHisHassociatedHwithHprotectionHfromH
wirschsprungHdiseaseVHHumaneMutationTH2007THagTHYegUfe 4.7 33

79 TranscriptionalHregulationHofHT’XaHandHimpairedHintestinalHinnervationiHpossibleHroleHofHtheHPwβXapH
andHPwβXaqHgenesVHEuropeaneJournaleofeHumaneGeneticsTH2007THYdTHgcgUdd 5.3 18

78 vupPHmutationsHandHpolymorphismsHinHYbHunrelatedHxtalianHpatientsHaffectedHbyHplexanderHdiseaseVH
ClinicaleGeneticsTH2007THfaTHcafUbb 4 22

77 qrainstemHsignsHwithHprogressingHatrophyHofHmedullaHoblongataHandHupperHcervicalHspinalHcordVH
LanceteNeurologyqeTheTH2007THeTHdeaUfX 24.1 18

76 pHnovelHmutationHinHtheHvupPHgeneHinHaHfamilialHadultHonsetHplexanderHdiseaseVHJournaleofeNeurology
TH2007THadcTHYafgUgX 5.5 15

75 rlinicalHandHgeneticHcharacterizationHofHxtalianHpatientsHaffectedHbyHrxαrpHsyndromeVHRheumatologyTH
2007THceTHcfbUg 3.9 56

74 veldanamycinHpromotesHnuclearHlocalisationHandHclearanceHofHPwβXaqHmisfoldedHproteinsH
containingHpolyalanineHexpansionsVHInternationaleJournaleofeBiochemistryeandeCelleBiologyTH2007THbhTHbafUbh5.6 29

73
αeutrophilsHfromHpatientsHwithHTαuRSuYpHmutationsHdisplayHresistanceHtoHtumorHnecrosisH
factorUinducedHapoptosisiHpathogeneticHandHclinicalHimplicationsVHArthritiseandeRheumatismTH2006TH
dcTHhhgUYXXg

121

72 TheHT’XaHhomeoboxHgeneHisHaHtranscriptionalHtargetHofHPwβXaqHinHneuralUcrestUderivedHcellsVH
BiochemicaleJournalTH2006THbhdTHbddUeY 3.8 35

71 qrainstemHanomaliesHinHtwoHpatientsHaffectedHbyHcongenitalHcentralHhypoventilationHsyndromeVH
AmericaneJournaleofeRespiratoryeandeCriticaleCareeMedicineTH2006THYfcTHfXeUh 10.2 20

70 αuclearHfactorHYHdrivesHbasalHtranscriptionHofHtheHhumanHT’XbTHaHgeneHoverexpressedHinHTUcellHacuteH
lymphocyticHleukemiaVHMoleculareCancereResearchTH2006THcTHebdUcb 6.6 10

69  olecularHmechanismsHofHRtTUinducedHwirschsprungHpathogenesisVHAnnalseofeMedicineTH2006THbgTHYYUh 1.5 33

68 qetaineTHdimethylHsulfoxideTHandHfUdeazaUdvTPTHaHpowerfulHmixtureHforHamplificationHofHvrUrichH
sαpHsequencesVHJournaleofeMoleculareDiagnosticsTH2006THgTHdccUdX 5.1 78

67 TheHimmediateHupstreamHsequenceHofHtheHmouseHRetHgeneHcontrolsHtissueUspecificHexpressionHinH
transgenicHmiceVHInternationaleJournaleofeMoleculareMedicineTH2006THYgTHeXY 4.4 1

66
waplotypesHofHtheHhumanHRtTHprotoUoncogeneHassociatedHwithHwirschsprungHdiseaseHinHtheHxtalianH
populationHderiveHfromHaHsingleHancestralHcombinationHofHallelesVHAnnalseofeHumaneGeneticsTH2006TH
fXTHYaUae

2.2 35

65 βligogenicHinheritanceHinHneuroblastomaVHCancereLettersTH2005THaagTHedUh 9.9 13

64 pnHinHvitroHapproachHtoHtestHtheHpossibleHroleHofHcandidateHfactorsHinHtheHtranscriptionalHregulationH
ofHtheHRtTHprotoUoncogeneVHGeneeExpressionTH2005THYaTHYbfUch 3.4 21

(2005-2007)
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63  VzHmutationsHandHassociatedHclinicalHfeaturesHinHxtalianHpatientsHaffectedHwithHautoinflammatoryH
disordersHandHrecurrentHfeverVHEuropeaneJournaleofeHumaneGeneticsTH2005THYbTHbYcUaX 5.3 58

62 PwβXaqHmutationsHandHgeneticHpredispositionHtoHneuroblastomaVHOncogeneTH2005THacTHbXdXUb 9.2 40

61 pHcommonHhaplotypeHatHtheHdOHendHofHtheHRtTHprotoUoncogeneTHoverrepresentedHinHwirschsprungH
patientsTHisHassociatedHwithHreducedHgeneHexpressionVHHumaneMutationTH2005THadTHYghUhd 4.7 44

60
romparativeHgenomicHsequenceHanalysisHcoupledHtoHchromatinHimmunoprecipitationiHaHscreeningH
procedureHappliedHtoHsearchHforHregulatoryHelementsHatHtheHRtTHlocusVHPhysiologicaleGenomicsTH2005TH
abTHaehUfc

3.6 7

59 sistinctHpathogeneticHmechanismsHforHPwβXaqHassociatedHpolyalanineHexpansionsHandHframeshiftH
mutationsHinHcongenitalHcentralHhypoventilationHsyndromeVHHumaneMoleculareGeneticsTH2005THYcTHYgYdUac5.6 99

58
PwβXaqHmutationsHandHpolyalanineHexpansionsHcorrelateHwithHtheHseverityHofHtheHrespiratoryH
phenotypeHandHassociatedHsymptomsHinHbothHcongenitalHandHlateHonsetHrentralHwypoventilationH
syndromeVHJournaleofeMedicaleGeneticsTH2004THcYTHbfbUgX

5.8 205

57
’ocalizingHaHputativeHmutationHasHtheHmajorHcontributorHtoHtheHdevelopmentHofHsporadicH
wirschsprungHdiseaseHtoHtheHRtTHgenomicHsequenceHbetweenHtheHpromoterHregionHandHexonHaVH
EuropeaneJournaleofeHumaneGeneticsTH2004THYaTHeXcUYa

5.3 42

56 ReplicationHpatternHofHtheHpericentromericHregionHofHchromosomeHYXqHandHexpressionHofHtheHRtTH
protooncogeneVHExperimentaleCelleResearchTH2004THahgTHeXaUYX 4.2 2

55 TheHRetHprotoUoncogeneHinHtheHWpvWRijHratHstrainiHanHanimalHmodelHforHinheritedHrUcellHcarcinomanVH
LaboratoryeAnimalsTH2003THbfTHaYdUaY 2.6 5

54 RescueHofHhumanHRtTHgeneHexpressionHbyHsodiumHbutyrateiHaHnovelHpowerfulHtoolHforHmolecularH
studiesHinHwirschsprungHdiseaseVHGutTH2003THdaTHYYdcUg 19.2 15

53 SingleHnucleotideHpolymorphicHallelesHinHtheHdOHregionHofHtheHRtTHprotoUoncogeneHdefineHaHriskH
haplotypeHinHwirschsprungOsHdiseaseVHJournaleofeMedicaleGeneticsTH2003THcXTHfYcUg 5.8 43

52  utationalHanalysisHofHtheHRαXHgeneHinHcongenitalHcentralHhypoventilationHsyndromeVHAmericane
JournaleofeMedicaleGeneticseParteATH2002THYYbTHYfgUga 16

51 siagnosticHandHtherapeuticHapproachHtoHmultipleHendocrineHneoplasiaHtypeHaqHinHpediatricHpatientsVH
PediatriceSurgeryeInternationalTH2002THYgTHbfgUgb 2.1 24

50 wβXYY’YiHaHpromoterHstudyHtoHevaluateHpossibleHexpressionHdefectsHinHintestinalHmotilityHdisordersVH
InternationaleJournaleofeMoleculareMedicineTH2002THYXTHYXY 4.4 1

49 wirschsprungHassociatedHvsαuHmutationsHdoHnotHpreventHRtTHactivationVHEuropeaneJournaleofe
HumaneGeneticsTH2002THYXTHYgbUf 5.3 9

48 SpecificHhaplotypesHofHtheHRtTHprotoUoncogeneHareHoverUrepresentedHinHpatientsHwithHsporadicH
papillaryHthyroidHcarcinomaVHJournaleofeMedicaleGeneticsTH2002THbhTHaeXUd 5.8 34

47 vlomerulocysticHkidneyHdiseaseHinHaHfamilyVHNephrologyeDialysiseTransplantationTH2002THYfTHgYbUg 4.3 19

46 rellUlineHspecificHchromatinHacetylationHatHtheHSoxYXUPaxbHenhancerHsiteHmodulatesHtheHRtTH
protoUoncogeneHexpressionVHFEBSeLettersTH2002THdabTHYabUf 3.8 17
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45 pHrareHhaplotypeHofHtheHRtTHprotoUoncogeneHisHaHriskUmodifyingHalleleHinHhirschsprungHdiseaseVH
AmericaneJournaleofeHumaneGeneticsTH2002THfYTHhehUfc 11 39

44 wβXYY’YiHaHpromoterHstudyHtoHevaluateHpossibleHexpressionHdefectsHinHintestinalHmotilityHdisordersVH
InternationaleJournaleofeMoleculareMedicineTH2002THYXTHYXYUe 4.4 21

43 pnalysisHofHcandidateHgenesHforHintrinsicHneuropathyHinHaHfamilyHwithHchronicHidiopathicHintestinalH
pseudoUobstructionVHClinicaleGeneticsTH2001THdhTHYbYUb 4 10

42 rellUlineHspecificHtranscriptionHratesHofHtheHRtTHgeneHandHfunctionalHdomainsHinHitsHminimalH
promoterVHGeneeFunctionekeDiseaseTH2001THYTHYcdUYdb 1

41
TheHsensitivityHofHactivatedHrysHRetHmutantsHtoHglialHcellHlineUderivedHneurotrophicHfactorHisH
mandatoryHtoHrescueHneuroectodermicHcellsHfromHapoptosisVHMoleculareandeCellulareBiologyTH2001TH
aYTHefYhUbX

4.8 23

40
pHheterozygousHendothelinHbHmutationHinHWaardenburgUwirschsprungHdiseaseiHisHthereHaHdosageH
effectHofHtsαbWtsαRqHgeneHmutationsHonHneurocristopathyHphenotypesnVHJournaleofeMedicale
GeneticsTH2001THbgTHaXdUh

5.8 38

39 pnHintronicHnucleotideHvariantHofHtheHRtTHprotoUoncogeneHcausesHwirschsprungHdiseaseHbyH
interferingHwithHRαpHsplicingVHGeneeFunctionekeDiseaseTH2000THYTHYgcUYgg 3

38 pHsingleUnucleotideHpolymorphicHvariantHofHtheHRtTHprotoUoncogeneHisHunderrepresentedHinH
sporadicHwirschsprungHdiseaseVHEuropeaneJournaleofeHumaneGeneticsTH2000THgTHfaYUc 5.3 42

37 αuclearHrunUonHassayHusingHbiotinHlabelingTHmagneticHbeadHcaptureHandHanalysisHbyH
fluorescenceUbasedHRTUPrRVHBioTechniquesTH2000THahTHYXYaUcTHYXYeUf 2.5 91

36 csαpHsequenceHandHgenomicHstructureHofHtheHratHRtTHprotoUoncogeneVHDNAeSequenceTH2000THYYTHcXdUYf 8

35 PathogenesisHofHwirschsprungOsHdiseaseVHJournaleofePediatriceSurgeryTH2000THbdTHYXYfUad 2.6 88

34 xncidenceHofHRtTHmutationsHinHpatientsHwithHwirschsprungOsHdiseaseVHJournaleofePediatriceSurgeryTH
2000THbdTHYbhUcajHdiscussionHYcaUb 2.6 61

33 rellUlineHspecificHtranscriptionHratesHofHtheRtTHgeneHandHfunctionalHdomainsHinHitsHminimalH
promoterVHGeneeFunctionekeDiseaseTH2000THYTHYUh 1

32 soubleHheterozygosityHforHaHRtTHsubstitutionHinterferingHwithHsplicingHandHanHtsαRqHmissenseH
mutationHinHwirschsprungHdiseaseVHAmericaneJournaleofeHumaneGeneticsTH1999THecTHYaYeUaY 11 83

31 pssociationHofHmultipleHendocrineHneoplasiaHtypeHaHandHwirschsprungHdiseaseVHJournaleofeInternale
MedicineTH1998THacbTHdYdUaX 10.8 66

30 SβXYXHmutationsHinHpatientsHwithHWaardenburgUwirschsprungHdiseaseVHNatureeGeneticsTH1998THYgTHYfYUb 36.3 659

29 ’ocationHofHtheHfirstHgeneticHlocusTHPzsrYTHcontrollingHautosomalHdominantHpolycysticHkidneyH
diseaseHinHwaniSPRsHcyWSHratVHHumaneMoleculareGeneticsTH1997THeTHeXhUYb 5.6 28

28 venomicHstructureHofHtheHhumanHlysosomalHalphaUmannosidaseHgeneHP pαqQVHGenomicsTH1997THcaTHaXXUf 4.3 40

(1997-2002)
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27 pssignmentHofHmouseHvfraYTHtheHhomologueHofHaHnewHhumanHwSrRHcandidateHgeneTHtoHtheH
telomericHregionHofHmouseHchromosomeHYhVHCytogeneticeandeGenomeeResearchTH1997THfgTHahYUc 1.9

26 SomaticHinHframeHdeletionsHnotHinvolvingHjuxtamembranousHcysteineHresiduesHstronglyHactivateHtheH
RtTHprotoUoncogeneVHOncogeneTH1997THYcTHaeXhUYa 9.2 28

25 urequencyHofHRtTHmutationsHinHlongUHandHshortUsegmentHwirschsprungHdiseaseVHHumaneMutationTH
1997THhTHacbUh 4.7 125

24 StrategiesHforHtheHxdentificationHofHxntronUtxonHqoundariesHandHPointH utationsiHTheHtxampleHofH
theHRtTHProtoUβncogeneVHMethodsTH1996THhTHhgUYXd 4.6 1

23 RtTHmutationsHinHhumanHdiseaseVHTrendseineGeneticsTH1996THYaTHYbgUcc 8.5 158

22
SomaticHmutationsHofHtheHretHprotooncogeneHinHsporadicHmedullaryHthyroidHcarcinomaHareHnotH
restrictedHtoHexonHYeHandHareHassociatedHwithHtumorHrecurrenceVHJournaleofeClinicaleEndocrinologye
andeMetabolismTH1996THgYTHYeYhUYeaa

5.6 88

21 veneticHmappingHofHtheHRtTHprotooncogeneHonHratHchromosomeHcVHMammalianeGenomeTH1995THeTHcbbUd 3.2 18

20 venderUdependentHdiseaseHseverityHinHautosomalHpolycysticHkidneyHdiseaseHofHratsVHKidneye
InternationalTH1995THcgTHcheUdXX 9.9 34

19 xnterstitialHdeletionHofHtheHendothelinUqHreceptorHgeneHinHtheHspottingHlethalHPslQHratVHHumane
MoleculareGeneticsTH1995THcTHaXghUhe 5.6 72

18 pHmutationHinHtheHRtTHprotoUoncogeneHassociatedHwithHmultipleHendocrineHneoplasiaHtypeHaqHandH
sporadicHmedullaryHthyroidHcarcinomaVHNatureTH1994THbefTHbfdUe 50.4 975

17 PointHmutationsHaffectingHtheHtyrosineHkinaseHdomainHofHtheHRtTHprotoUoncogeneHinHwirschsprungOsH
diseaseVHNatureTH1994THbefTHbffUg 50.4 659

16 vermHlineHmutationsHofHtheHretHprotoUoncogeneHinHyapaneseHpatientsHwithHmultipleHendocrineH
neoplasiaHtypeHapHandHtypeHaqVHJapaneseeJournaleofeCancereResearchTH1994THgdTHgfhUga 11

15 TreatmentHofHpreclinicalHmedullaryHthyroidHcarcinomaHinH tαHapHgeneHcarrierVHLancetqeTheTH1994TH
bccTHYXgcUd 40 6
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