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j Paper IF Citations

328 TowardHtheHinHvitroHunderstandingHofHiβSqHnucleoskeletalHandHcytoskeletalHbiologyTHandHtheirH
relevanceHforHorganoidHdevelopmentH2022THYaeUYcX

327 βrevalenceHofHbladderHcancerHinHqostelloHsyndromehHnewHinsightsHtoHdriveHclinicalHdecisionUmakingVVH
ClinicaldGeneticsTH2022TH 4 1

326
ManagementHofHgrowthHfailureHandHotherHendocrineHaspectsHinHpatientsHwithHéoonanHsyndromeH
acrossHsuropehHoHsubUanalysisHofHaHsuropeanHclinicalHpracticeHsurveyVVHEuropeandJournaldofdMedicald
GeneticsTH2022THdcTHYXbbXb

2.6 1

325 MetabolicHprofilingHofHqostelloHsyndromehHwnsightsHfromHaHsingleUcenterHcohortVVHEuropeandJournaldofd
MedicaldGeneticsTH2022THYXbbag 2.6 0

324 éovelHdiagnosticHréoHmethylationHepisignaturesHexpandHandHrefineHtheHepigeneticHlandscapesHofH
MendelianHdisordersVVHHumandGeneticsdanddGenomicsdAdvancesTH2022THaTHYXXXec 0.8 1

323 vypertrophicHqardiomyopathyHinHRoSopathieshHriagnosisTHqlinicalHqharacteristicsTHβrognosticH
wmplicationsTHandHManagementVHHeartdFailuredClinicsTH2022THYfTHYgUZg 3.3 2

322 TheHseventhHinternationalHRoSopathiesHsymposiumhHβathwaysHtoHaHcureUexpandingHknowledgeTH
enhancingHresearchTHandHtherapeuticHdiscoveryVVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2022TH 2.5 2

321 qomplexHβresentationHofHvaoUtountainHSyndromeHSolvedHbyHsxomeHSequencingHvighlightingH
qoUúccurringHuenomicHVariantsVHGenesTH2022THYaTHffg 4.2 0

320 qharacterizationHofHboneHhomeostasisHinHindividualsHaffectedHbyHcardioUfacioUcutaneousHsyndromeVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2021THYffTHbYb 2.5 1

319 RoSopathiesHandHhemostaticHabnormalitieshHkeyHroleHofHplateletHdysfunctionVHOrphanetdJournaldofd
RaredDiseasesTH2021THYdTHbgg 4.2 0

318 RiskHofHautoimmuneHdiseasesHinHpatientsHwithHRoSopathieshHsystematicHstudyHofHhumoralHandH
cellularHimmunityVHOrphanetdJournaldofdRaredDiseasesTH2021THYdTHbYX 4.2 0

317
uenotypeUcardiacHphenotypeHcorrelationsHinHaHlargeHsingleUcenterHcohortHofHpatientsHaffectedHbyH
RoSopathieshHqlinicalHimplicationsHandHliteratureHreviewVHAmericandJournaldofdMedicaldGeneticsqdPartd
ATH2021TH

2.5 2

316 SβRsrZHlossUofUfunctionHcausesHaHrecessiveHéoonanHsyndromeUlikeHphenotypeVHAmericandJournaldofd
HumandGeneticsTH2021THYXfTHZYYZUZYZg 11 2

315 TargetingHúncogenicHSrcHvomologyHZHromainUqontainingHβhosphataseHZHPSvβZQHbyHwnhibitingHwtsH
βroteinUβroteinHwnteractionsVHJournaldofdMedicinaldChemistryTH2021THdbTHYcgeaUYcggX 8.3 4

314
ManagementHofHcardiacHaspectsHinHchildrenHwithHéoonanHsyndromeHUHresultsHfromHaHsuropeanH
clinicalHpracticeHsurveyHamongHpaediatricHcardiologistsVHEuropeandJournaldofdMedicaldGeneticsTH2021TH
dcTHYXbaeZ

2.6 2

313
suropeanHMedicalHsducationHwnitiativeHonHéoonanHsyndromehHoHclinicalHpracticeHsurveyHassessingHtheH
diagnosisHandHclinicalHmanagementHofHindividualsHwithHéoonanHsyndromeHacrossHsuropeVHEuropeand
JournaldofdMedicaldGeneticsTH2021THdcTHYXbaeY

2.6 0

312 éeonatalHManifestationsHofHqhronicHuranulomatousHriseasehHMoSWvzvHandHéecrotizingHβneumoniaH
asHUnusualHβhenotypesHandHReviewHofHtheHziteratureVHJournaldofdClinicaldImmunologyTH2021THY 5.7 1
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311 stanerceptHasHaHsuccessfulHtherapyHinHautoinflammatoryHsyndromeHrelatedHtoHTRéTYHmutationshHaH
caseUbasedHreviewVHClinicaldRheumatologyTH2021THbXTHbabYUbabf 3.9 2

310 qlinicalHandHmolecularHcharacterizationHofHpatientsHwithHadenylosuccinateHlyaseHdeficiencyVH
OrphanetdJournaldofdRaredDiseasesTH2021THYdTHYYZ 4.2 2

309
SβséHhaploinsufficiencyHcausesHaHneurodevelopmentalHdisorderHoverlappingHproximalHYpadH
deletionHsyndromeHwithHanHepisignatureHofHXHchromosomesHinHfemalesVHAmericandJournaldofdHumand
GeneticsTH2021THYXfTHcXZUcYd

11 12

308 snlargedHspinalHnerveHrootsHinHRoSopathieshHReportHofHtwoHcasesVHEuropeandJournaldofdMedicald
GeneticsTH2021THdbTHYXbYfe 2.6 0

307 qopyHnumberHvariationHanalysisHimplicatesHnovelHpathwaysHinHpatientsHwithH
oculoUauriculoUvertebralUspectrumHandHcongenitalHheartHdefectsVHClinicaldGeneticsTH2021THYXXTHZdfUZeg 4 2

306 piallelicHmutationsHinHRétZZXHcauseHlaminopathiesHfeaturingHleukodystrophyTHataxiaHandHdeafnessVH
BrainTH2021THYbbTHaXZXUaXac 11.2 1

305
tunctionalHuenomicsHforHUndiagnosedHβatientshHTheHwmpactHofHSmallHuTβasesHSignalingH
rysregulationHatHβanUsmbryoHrevelopmentalHScaleVHFrontiersdindCelldanddDevelopmentaldBiologyTH
2021THgTHdbZZac

5.7 0

304 rissectingHtheHRoleHofHβqrvYgHinHqlusteringHspilepsyHbyHsxploitingHβatientUSpecificHModelsHofH
éeurogenesisVHJournaldofdClinicaldMedicineTH2021THYXTH 5.1 3

303 proadeningHtheHphenotypicHspectrumHofHpetaaualTdUassociatedHphenotypesVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2021THYfcTHaYcaUaYdX 2.5 0

302 piallelicHVariantsHossociatedHwithHwntellectualHrisabilityHandHéeurodevelopmentalHrisordersHolterH
TRsSyHqhannelHoctivityVHInternationaldJournaldofdMoleculardSciencesTH2021THZZTH 6.3 1

301
TMúrUXcVHuséúMsUWwrsHréoHMsTvYzoTwúéHβRútwzshHoHβúWsRtUzHSTRoTsuYHTúH
RsqoβwTUzoTsHvsTsRúuséswTYHútHβsrwoTRwqHpRowéHTUMúRSHwéHβRwMoRYHqszzHzwésSVH
NeurorOncologyTH2021THZaTHiadUiad

1 78

300 VariantsHofHSúSZHareHaHrareHcauseHofHéoonanHsyndromeHwithHparticularHpredispositionHforHlymphaticH
complicationsVHEuropeandJournaldofdHumandGeneticsTH2021THZgTHcYUdX 5.3 11

299 smbryopathyHtollowingHMaternalHpiliopancreaticHriversionhHwsHpariatricHSurgeryHReallyHSafemVH
ObesitydSurgeryTH2021THaYTHbbcUbcX 3.7 2

298 MelanocyticHneviHinHRoSopathieshHinsightsHonHdermatologicalHdiagnosticHhandlesVHJournaldofdthed
EuropeandAcademydofdDermatologydanddVenereologyTH2021THacTHefaUefc 4.6 3

297 oHgenotypeUfirstHapproachHtoHexploringHMendelianHcardiovascularHtraitsHwithHclearHexternalH
manifestationsVHGeneticsdindMedicineTH2021THZaTHgbUYXZ 8.1 4

296 TheHclinicalHsignificanceHofHoZMzYHvariantsHinHéoonanHsyndromeHhasHtoHbeHreconsideredVHEuropeand
JournaldofdHumandGeneticsTH2021THZgTHcZbUcZe 5.3 2

295 reHnovoHrvrrSHvariantsHcauseHaHneurodevelopmentalHandHneurodegenerativeHdisorderHwithH
myoclonusVHBrainTH2021TH 11.2 2

294 SqUpsaHlossUofUfunctionHcausesHaHrecognizableHrecessiveHdevelopmentalHdisorderHdueHtoHdefectiveH
boneHmorphogeneticHproteinHsignalingVHAmericandJournaldofdHumandGeneticsTH2021THYXfTHYYcUYaa 11 8

(2021-2021)
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293 MusculoUskeletalHphenotypeHofHqostelloHsyndromeHandHcardioUfacioUcutaneousHsyndromehHinsightsH
onHtheHfunctionalHassessmentHstatusVHOrphanetdJournaldofdRaredDiseasesTH2021THYdTHba 4.2 7

292 MelanoticHéeuroectodermalHTumorHofHwnfancyHPMéTwQHandHβinealHonlageHTumorHPβoTQHvarborHoH
MedulloblastomaHSignatureHbyHréoHMethylationHβrofilingVHCancersTH2021THYaTH 6.6 4

291 WhenHtoHtestHfetusesHforHRoSopathiesmHβropositionHfromHaHsystematicHanalysisHofHacZHmulticenterH
casesHandHaHpostnatalHcohortVHGeneticsdindMedicineTH2021THZaTHYYYdUYYZb 8.1 5

290
sxpandingHtheHclinicalHphenotypeHofHtheHultraUrareHSkrabanUreardorffHsyndromehHTwoHnovelH
individualsHwithHWrRZdHlossUofUfunctionHvariantsHandHaHliteratureHreviewVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2021THYfcTHYeYZUYeZX

2.5 1

289 qardiacHrefectsHandHueneticHSyndromeshHúldHUncertaintiesHandHéewHwnsightsVHGenesTH2021THYZTH 4.2 5

288 qlinicalHvariabilityHofHneurofibromatosisHYhHoHmodifyingHroleHofHcooccurringHβTβéYYHvariantsHandH
atypicalHbrainHMRwHfindingsVHClinicaldGeneticsTH2021THYXXTHcdaUceZ 4 2

287 spilepsyHandHMutationshHβhenotypesTHéaturalHvistoryHandHuenotypeUβhenotypeHqorrelationsVHGenesTH
2021THYZTH 4.2 1

286 qhildhoodUonsetHdystoniaUcausingHyMTZpHvariantsHresultHinHaHdistinctiveHgenomicHhypermethylationH
profileVHClinicaldEpigeneticsTH2021THYaTHYce 7.7 0

285 oHRareHqaseHofHprachyolmiaHwithHomelogenesisHwmperfectaHqausedHbyHaHéewHβathogenicHSplicingH
VariantHinVHGenesTH2021THYZTH 4.2 0

284 rwqsRYUassociatedHmalignanciesHmimickingHgermHcellHneoplasmshHReportHofHtwoHcasesHandHreviewHofH
theHliteratureVHPathologydResearchdanddPracticeTH2021THZZcTHYcacca 3.4 3

283 vyperactiveHvRoSHdysregulatesHenergeticHmetabolismHinHfibroblastsHfromHpatientsHwithHqostelloH
syndromeHviaHenhancedHproductionHofHreactiveHoxidizingHspeciesVHHumandMoleculardGeneticsTH2021TH 5.6 2

282 RareHandHdeHnovoHcodingHvariantsHinHchromodomainHgenesHinHqhiariHwHmalformationVHAmericand
JournaldofdHumandGeneticsTH2021THYXfTHYXXUYYb 11 3

281 qompoundHheterozygosityHforHβTβéYYHvariantsHinHaHsubjectHwithHéoonanHsyndromeHprovidesH
insightsHintoHtheHmechanismHofHSvβZUrelatedHdisordersVHClinicaldGeneticsTH2021THggTHbceUbdY 4 2

280 wnducedHβluripotentHStemHqellsHPiβSqsQHandHueneHTherapyhHoHéewHsraHforHtheHTreatmentHofH
éeurologicalHriseasesVVHInternationaldJournaldofdMoleculardSciencesTH2021THZZTH 6.3 3

279 poneHtissueHhomeostasisHandHriskHofHfracturesHinHqostelloHsyndromehHoHbUyearHfollowUupHstudyVVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2021TH 2.5 1

278 RefinementHofHtheHclinicalHandHmutationalHspectrumHofHUpsZoHdeficiencyHsyndromeVHClinicald
GeneticsTH2020THgfTHYeZUYef 4 2

277 turtherHdelineationHofHtheHclinicalHspectrumHofHyoTdpHdisordersHandHallelicHseriesHofHpathogenicH
variantsVHGeneticsdindMedicineTH2020THZZTHYaafUYabe 8.1 9

276 oHsecondHcohortHofHqvraHpatientsHexpandsHtheHmolecularHmechanismsHknownHtoHcauseHSnijdersH
plokUqampeauHsyndromeVHEuropeandJournaldofdHumandGeneticsTH2020THZfTHYbZZUYbaY 5.3 10
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275 StructuralHreterminantsHofHβhosphopeptideHpindingHtoHtheHéUTerminalHSrcHvomologyHZHromainHofH
theHSvβZHβhosphataseVHJournaldofdChemicaldInformationdanddModelingTH2020THdXTHaYceUaYeY 6.1 6

274 revelopmentalHandHepilepticHencephalopathyHdueHtoHSZTZHgenomicHvariantshHsmergingHfeaturesHofH
aHsyndromicHconditionVHEpilepsydanddBehaviorTH2020THYXfTHYXeXge 3.2 2

273 VeryHmildHisolatedHintellectualHdisabilityHcausedHbyHadenylosuccinateHlyaseHdeficiencyhHaHnewH
phenotypeVHMoleculardGeneticsdanddMetabolismdReportsTH2020THZaTHYXXcgZ 1.8 3

272
sthnobotanyHofHdyeHplantsHinHSouthernHwtalyTHMediterraneanHpasinhHfloristicHcatalogHandHtwoH
centuriesHofHanalysisHofHtraditionalHbotanicalHknowledgeHheritageVHJournaldofdEthnobiologydandd
EthnomedicineTH2020THYdTHaY

3.9 6

271 otypicalHcardiacHdefectsHinHpatientsHwithHRoSopathieshHUpdatedHdataHonHqoRésTHstudyVHBirthd
DefectsdResearchTH2020THYYZTHeZcUeaY 2.9 6

270 SynonymousHuoToZHmutationsHresultHinHselectiveHlossHofHmutatedHRéoHandHareHcommonHinHpatientsH
withHuoToZHdeficiencyVHLeukemiaTH2020THabTHZdeaUZdfe 10.7 18

269 TheHwnterplayHbetweenHqrZeHandHqrZeHpHqellsHsnsuresHtheHtlexibilityTHStabilityTHandHResilienceHofH
vumanHpHqellHMemoryVHCelldReportsTH2020THaXTHZgdaUZgeeVed 10.6 43

268
piUallelicHzotHéRRúSHVariantsHwmpairingHoctiveHTutU˛†YHreliveryHqauseHaHSevereHwnfantileUúnsetH
éeurodegenerativeHqonditionHwithHwntracranialHqalcificationVHAmericandJournaldofdHumandGeneticsTH
2020THYXdTHccgUcdg

11 7

267
qoUoccurrenceHofHmutationsHinHywteHandHywooXccdHinHxoubertHsyndromeHwithHocularHcolobomaTH
pituitaryHmalformationHandHgrowthHhormoneHdeficiencyhHaHcaseHreportHandHliteratureHreviewVHBMCd
PediatricsTH2020THZXTHYZX

2.6 3

266 réoHMethylationHβrofilingHforHriagnosingHUndifferentiatedHSarcomaHwithHqapicuaHTranscriptionalH
ReceptorHPQHolterationsVHInternationaldJournaldofdMoleculardSciencesTH2020THZYTH 6.3 10

265 piallelicHTRéTYHvariantsHinHaHchildHwithHpHcellHimmunodeficiencyTHperiodicHfeverHandHdevelopmentalH
delayHwithoutHsideroblasticHanemiaHPSwtrHvariantQVHImmunologydLettersTH2020THZZcTHdbUdc 4.1 6

264 qantˆ”HsyndromeHversusHZimmermannUzabandHsyndromehHReportHofHnineHindividualsHwithHopqqgH
variantsVHEuropeandJournaldofdMedicaldGeneticsTH2020THdaTHYXaggd 2.6 2

263 refiningHtheHphenotypeHofHtvtYHdevelopmentalHandHepilepticHencephalopathyVHEpilepsiaTH2020THdYTHeeYUeef6.4 2

262 βathogenicHβTβéYYHvariantsHinvolvingHtheHpolyUglutamineHulnHUulnHUulnHstretchHhighlightHtheH
relevanceHofHhelixHpHinHSvβZOsHfunctionalHregulationVHHumandMutationTH2020THbYTHYYeYUYYfZ 4.7 2

261 svaluationHofHréoHMethylationHspisignaturesHforHriagnosisHandHβhenotypeHqorrelationsHinHbZH
MendelianHéeurodevelopmentalHrisordersVHAmericandJournaldofdHumandGeneticsTH2020THYXdTHacdUaeX 11 51

260 refiningHlanguageHdisordersHinHchildrenHandHadolescentsHwithHéoonanHSyndromeVHMoleculard
Geneticsdkamp;dGenomicdMedicineTH2020THfTHeYXdg 2.3 1

259 qoUoccurringHWoRSZHandHqvRéodHmutationsHinHaHchildHwithHaHsevereHformHofHinfantileHparkinsonismVH
ParkinsonismdanddRelateddDisordersTH2020THeZTHecUeg 3.6 9

258 piUallelicHVariantsHinHtheHuβwHTransamidaseHSubunitHβwuyHqauseHaHéeurodevelopmentalHSyndromeH
withHvypotoniaTHqerebellarHotrophyTHandHspilepsyVHAmericandJournaldofdHumandGeneticsTH2020THYXdTHbfbUbgc11 16
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257 βrimroseHsyndromehHqharacterizationHofHtheHphenotypeHinHbZHpatientsVHClinicaldGeneticsTH2020THgeTHfgXUgXY4 5

256 MúrzUZaVHréoHMsTvYzoTwúéHoérHqúβYHéUMpsRHVoRwoTwúéHβRútwzsHtúRHqvoRoqTsRwZoTwúéH
útHβsrwoTRwqHpRowéHTUMúRHβRwMoRYHqszzHzwésSVHNeurorOncologyTH2020THZZTHiiibYcUiiibYc 1 78

255 reHéovoHVβSboHMutationsHqauseHMultisystemHriseaseHwithHobnormalHéeurodevelopmentVH
AmericandJournaldofdHumandGeneticsTH2020THYXeTHYYZgUYYbf 11 11

254 ModelingHmedulloblastomaHinHvivoHandHwithHhumanHcerebellarHorganoidsVHNaturedCommunicationsTH
2020THYYTHcfa 17.4 54

253 zossUofUfunctionHmutationsHinHUrβUulucoseHdUrehydrogenaseHcauseHrecessiveHdevelopmentalH
epilepticHencephalopathyVHNaturedCommunicationsTH2020THYYTHcgc 17.4 18

252 SkeletalHabnormalitiesHareHcommonHfeaturesHinHoymˆ'UurippHsyndromeVHClinicaldGeneticsTH2020THgeTHadZUadg4 4

251 trameshiftHmutationsHatHtheHqUterminusHofHvwSTYvYsHresultHinHaHspecificHréoHhypomethylationH
signatureVHClinicaldEpigeneticsTH2020THYZTHe 7.7 23

250 wnfantileUúnsetHSyndromicHqerebellarHotaxiaHandHqoqéoYuHMutationsVHPediatricdNeurologyTH2020TH
YXbTHbXUbc 2.9 12

249
oHRecurrentHβathogenicHVariantHofHUnderliesHoutosomalHRecessiveHqongenitalHMuscularHrystrophyH
WithHqataractsHandHwntellectualHrisabilityhHsvidenceHforHaHtounderHsffectHinHSouthernHwtalyVHFrontiersd
indGeneticsTH2020THYYTHcdcfdf

4.5 2

248
ontioxidantHomeliorationHofHRiboflavinHTransporterHreficiencyHinHMotoneuronsHrerivedHfromH
βatientUSpecificHwnducedHβluripotentHStemHqellsVHInternationaldJournaldofdMoleculardSciencesTH2020TH
ZYTH

6.3 2

247 oqsZHgeneHvariantsHmayHunderlieHinterindividualHvariabilityHandHsusceptibilityHtoHqúVwrUYgHinHtheH
wtalianHpopulationVHEuropeandJournaldofdHumandGeneticsTH2020THZfTHYdXZUYdYb 5.3 132

246 oHRecurrentHuainUofUtunctionHMutationHinHqzqédTHsncodingHtheHqlqUdHqlWvUsxchangerTHqausesH
sarlyUúnsetHéeurodegenerationVHAmericandJournaldofdHumandGeneticsTH2020THYXeTHYXdZUYXee 11 7

245 vistoneHvaVaHbeyondHcancerhHuermlineHmutationsHinHcauseHaHpreviouslyHunidentifiedH
neurodegenerativeHdisorderHinHbdHpatientsVHSciencedAdvancesTH2020THdTH 14.3 12

244 snhancedHMoβyYHtunctionHqausesHaHéeurodevelopmentalHrisorderHwithinHtheHRoSopathyHqlinicalH
SpectrumVHAmericandJournaldofdHumandGeneticsTH2020THYXeTHbggUcYa 11 25

243 turtherHinsightHintoHtheHneurobehavioralHpatternHofHchildrenHcarryingHtheHZpYdVaHheterozygousH
deletionHinvolvingHéRXéYhHReportHofHfiveHnewHcasesVHGenesqdBraindanddBehaviorTH2020THYgTHeYZdfe 3.6 1

242 MitochondrialHandHβeroxisomalHolterationsHqontributeHtoHsnergyHrysmetabolismHinHRiboflavinH
TransporterHreficiencyVHOxidativedMedicinedanddCellulardLongevityTH2020THZXZXTHdfZYZbe 6.7 6

241
qommonHatriumWatrioventricularHcanalHdefectHandHpostaxialHpolydactylyhHoHmildHclinicalHsubtypeHofH
sllisUvanHqreveldHsyndromeHcausedHbyHhypomorphicHmutationsHinHtheHsVqHgeneVHHumandMutationTH
2020THbYTHZXfeUZXga

4.7 2

240 zowUuradeHuliomasHinHβatientsHwithHéoonanHSyndromehHqaseUpasedHReviewHofHtheHziteratureVH
DiagnosticsTH2020THYXTH 3.8 3
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239 tunctionalHanalysisHofHvariantsHandHtheirHproximalHinteractomesHimplicatesHimpairedHkinaseHactivityH
andHchromatinHmaintenanceHdefectsHinHtheirHpathogenesisVHJournaldofdMedicaldGeneticsTH2020TH 5.8 2

238 MitochondrialHobnormalitiesHinHwnducedHβluripotentHStemHqellsUrerivedHMotorHéeuronsHfromH
βatientsHwithHRiboflavinHTransporterHreficiencyVHAntioxidantsTH2020THgTH 7.1 2

237 octivatingHMRoSHmutationsHcauseHéoonanHsyndromeHassociatedHwithHhypertrophicHcardiomyopathyVH
HumandMoleculardGeneticsTH2020THZgTHYeeZUYefa 5.6 14

236 UpfrontHtreatmentHwithHmTúRHinhibitorHeverolimusHinHpediatricHlowUgradeHgliomashHoHsingleUcenterH
experienceVHInternationaldJournaldofdCancerTH2020THYbfTHZcZZ 7.5 5

235 TheHactivatingHpVSerbddorgHchangeHinHSToTYHcausesHaHpeculiarHphenotypeHwithHfeaturesHofH
interferonopathiesVHClinicaldGeneticsTH2019THgdTHcfcUcfg 4 3

234 βrevalenceTHTypeTHandHMolecularHSpectrumHofHMutationsHinHβatientsHwithHéeurofibromatosisHTypeHYH
andHqongenitalHveartHriseaseVHGenesTH2019THYXTH 4.2 8

233 oberrantHtunctionHofHtheHqUTerminalHTailHofHvwSTYvYsHocceleratesHqellularHSenescenceHandHqausesH
βrematureHogingVHAmericandJournaldofdHumandGeneticsTH2019THYXcTHbgaUcXf 11 30

232 sxpandingHtheHclinicalHspectrumHassociatedHwithHβoqSZHmutationsVHClinicaldGeneticsTH2019THgcTHcZcUcaY 4 10

231 RoleHofHréoHMethylationHβrofileHinHriagnosingHostroblastomahHoHqaseHReportHandHziteratureH
ReviewVHFrontiersdindGeneticsTH2019THYXTHagY 4.5 14

230 βúuZUrelatedHepilepsyhHqaseHreportHandHreviewHofHtheHliteratureVHAmericandJournaldofdMedicald
GeneticsqdPartdATH2019THYegTHYdaYUYdad 2.5 10

229 octivatingHMutationsHofHRRoSZHoreHaHRareHqauseHofHéoonanHSyndromeVHAmericandJournaldofdHumand
GeneticsTH2019THYXbTHYZZaUYZaZ 11 23

228 qlinicalHandHfunctionalHcharacterizationHofHaHnovelHRoSopathyUcausingHSvúqZHmutationHassociatedH
withHprenatalUonsetHhypertrophicHcardiomyopathyVHHumandMutationTH2019THbXTHYXbdUYXcd 4.7 6

227 ontiUvypothalamusHandHontiUβituitaryHoutoUantibodiesHinHRúvvorHSyndromehHodditionalHsvidenceH
SupportingHanHoutoimmuneHstiopathogenesisVHHormonedResearchdindPaediatricsTH2019THgZTHYZbUYaZ 3.3 15

226 qostUeffectivenessHofHexomeHsequencinghHanHwtalianHpilotHstudyHonHundiagnosedHpatientsVHNewd
GeneticsdanddSocietyTH2019THafTHZbgUZda 1.9 2

225 époSHpathogenicHvariantshHrefiningHtheHassociatedHclinicalHandHfacialHphenotypeHandH
genotypeUphenotypeHcorrelationsVHHumandMutationTH2019THbXTHeZYUeZf 4.7 15

224 βainHinHindividualsHwithHRoSopathieshHβrevalenceHandHclinicalHcharacterizationHinHaHsampleHofHfXH
affectedHpatientsVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2019THYegTHgbXUgbe 2.5 11

223 qopyHnumberHvariantsHinHautismHspectrumHdisordersVHProgressdindNeurorPsychopharmacologydandd
BiologicaldPsychiatryTH2019THgZTHbZYUbZe 5.5 16

222 piallelicHVariantsHinHtheHéuclearHβoreHqomplexHβroteinHéUβgaHoreHossociatedHwithHéonUprogressiveH
qongenitalHotaxiaVHCerebellumTH2019THYfTHbZZUbaZ 4.3 7
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221 reHéovoHMissenseHVariantsHinHtpXWYYHqauseHriverseHrevelopmentalHβhenotypesHwncludingHprainTH
syeTHandHrigitHonomaliesVHAmericandJournaldofdHumandGeneticsTH2019THYXcTHdbXUdce 11 16

220 βediatricHpatientsHwithHRoSopathyUassociatedHhypertrophicHcardiomyopathyhHtheHmultifacetedH
consequencesHofHβTβéYYHmutationsVHOrphanetdJournaldofdRaredDiseasesTH2019THYbTHYda 4.2 3

219 reHéovoHVariantsHristurbingHtheHTransactivationHqapacityHofHβúUataHqauseHaHqharacteristicH
éeurodevelopmentalHrisorderVHAmericandJournaldofdHumandGeneticsTH2019THYXcTHbXaUbYZ 11 17

218 oHnewHbioavailableHfenretinideHformulationHwithHantiproliferativeTHantimetabolicTHandHcytotoxicH
effectsHonHsolidHtumorsVHCelldDeathdanddDiseaseTH2019THYXTHcZg 9.8 23

217 oHnovelHdisorderHinvolvingHdyshematopoiesisTHinflammationTHandHvzvHdueHtoHaberrantHqrqbZH
functionVHJournaldofdExperimentaldMedicineTH2019THZYdTHZeefUZegg 16.6 71

216 úbsessiveHqompulsiveHSymptomsHandHβsychopathologicalHβrofileHinHqhildrenHandHodolescentsHwithH
ypuHsyndromeVHBraindSciencesTH2019THgTH 3.4 1

215 wsoformUspecificHétYHmRéoHlevelsHcorrelateHwithHdiseaseHseverityHinHéeurofibromatosisHtypeHYVH
OrphanetdJournaldofdRaredDiseasesTH2019THYbTHZdY 4.2 11

214 úrganoidsHasHaHnewHmodelHforHimprovingHregenerativeHmedicineHandHcancerHpersonalizedHtherapyHinH
renalHdiseasesVHCelldDeathdanddDiseaseTH2019THYXTHZXY 9.8 61

213 éoHmetagenomicHevidenceHofHtumorigenicHvirusesHinHcancersHfromHaHselectedHcohortHofH
immunosuppressedHsubjectsVHScientificdReportsTH2019THgTHYgfYc 4.9

212 ToRβHsyndromehHzongUtermHsurvivalTHanatomicHpatternsHofHcongenitalHheartHdefectsTHdifferentialH
diagnosisHandHpathogeneticHconsiderationsVHEuropeandJournaldofdMedicaldGeneticsTH2019THdZTHYXacab 2.6 6

211
rominantHéoonanHsyndromeUcausingHzZTRYHmutationsHspecificallyHaffectHtheHyelchHdomainH
substrateUrecognitionHsurfaceHandHenhanceHRoSUMoβyHsignalingVHHumandMoleculardGeneticsTH2019TH
ZfTHYXXeUYXZZ

5.6 38

210 βhenotypicHteaturesHofHspidermolysisHpullosaHSimplexHdueHtoHyzvzZbHMutationsHinHaHwtalianHqasesVH
ActadDermatorVenereologicaTH2019THggTHZafUZag 2.2 4

209 éeurotransmitterHtraffickingHdefectHinHaHpatientHwithHclathrinHPqzTqQHvariationHpresentingHwithH
intellectualHdisabilityHandHearlyUonsetHparkinsonismVHParkinsonismdanddRelateddDisordersTH2019THdYTHZXeUZYX3.6 9

208 otrioventricularHcanalHdefectHandHgeneticHsyndromeshHTheHunifyingHroleHofHsonicHhedgehogVHClinicald
GeneticsTH2019THgcTHZdfUZed 4 16

207 turtherHdelineationHofHanHentityHcausedHbyHqRsppβHandHsβaXXHmutationsHbutHnotHresemblingH
RubinsteinUTaybiHsyndromeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2018THYedTHfdZUfed 2.5 29

206 qolorectalHcancerHspheroidHbiobankshHmultiUlevelHapproachesHtoHdrugHsensitivityHstudiesVHCelldBiologyd
anddToxicologyTH2018THabTHbcgUbdg 7.4 12

205 TheHmiRUYagUcpHregulatesHproliferationHofHsupratentorialHpaediatricHlowUgradeHgliomasHbyHtargetingH
theHβwayWoyTWmTúRqYHsignallingVHNeuropathologydanddApplieddNeurobiologyTH2018THbbTHdfeUeXd 5.2 24

204 tunctionalHrysregulationHofHqrqbZHqausesHriverseHrevelopmentalHβhenotypesVHAmericandJournald
ofdHumandGeneticsTH2018THYXZTHaXgUaZX 11 85
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203 tunctionalHevaluationHofHnaturalHkillerHcellHcytotoxicHactivityHinHétypZUmutatedHpatientsVH
ImmunologydLettersTH2018THYgbTHbXUba 4.1 9

202 rataHonHcardiacHdefectsTHmorbidityHandHmortalityHinHpatientsHaffectedHbyHRoSopathiesVHqoRésTH
studyHresultsVHDatadindBriefTH2018THYdTHdbgUdcb 1.2 5

201 sxpandingHtheHhistopathologicalHspectrumHofHqtzZUrelatedHmyopathiesVHClinicaldGeneticsTH2018THgaTHYZabUYZag4 7

200
TheHimpactHofHnextUgenerationHsequencingHonHtheHdiagnosisHofHpediatricUonsetHhereditaryHspasticH
paraplegiashHnewHgenotypeUphenotypeHcorrelationsHforHrareHvSβUrelatedHgenesVHNeurogeneticsTH2018
THYgTHYYYUYZY

3 28

199 WholeHexomeHsequencingHinHanHwtalianHfamilyHwithHisolatedHmaxillaryHcanineHagenesisHandHcanineH
eruptionHanomaliesVHArchivesdofdOraldBiologyTH2018THgYTHgdUYXZ 2.8 3

198 éeurobehavioralHfeaturesHinHindividualsHwithHyabukiHsyndromeVHMoleculardGeneticsdkamp;dGenomicd
MedicineTH2018THdTHaZZUaaY 2.3 17

197 qlinicalHβresentationHandHéaturalHvistoryHofHvypertrophicHqardiomyopathyHinHRoSopathiesVHHeartd
FailuredClinicsTH2018THYbTHZZcUZac 3.3 24

196 refectiveHkinesinHbindingHofHTUppZoHcausesHprogressiveHspasticHataxiaHsyndromeHresemblingH
sacsinopathyVHHumandMoleculardGeneticsTH2018THZeTHYfgZUYgXb 5.6 18

195 qvyYUtargetedHtherapyHtoHdepleteHréoHreplicationUstressedTHpcaUdeficientTHhyperdiploidHcolorectalH
cancerHstemHcellsVHGutTH2018THdeTHgXaUgYe 19.2 45

194 qlinicalHspectrumHofHyabukiUlikeHsyndromeHcausedHbyHvéRéβyHhaploinsufficiencyVHClinicaldGeneticsTH
2018THgaTHbXYUbXe 4 16

193 βsychopathologicalHfeaturesHinHéoonanHsyndromeVHEuropeandJournaldofdPaediatricdNeurologyTH2018TH
ZZTHYeXUYee 3.8 13

192 piallelicHmutationsHinHrYéqZzwYHareHaHrareHcauseHofHsllisUvanHqreveldHsyndromeVHClinicaldGeneticsTH
2018THgaTHdaZUdag 4 16

191 sxpandingHtheHclinicalHandHmolecularHspectrumHofHβRMTeHmutationshHaHadditionalHpatientsHandH
reviewVHClinicaldGeneticsTH2018THgaTHdecUdfY 4 18

190 veterozygousHmissenseHmutationsHinHétoTqYHareHassociatedHwithHatrioventricularHseptalHdefectVH
HumandMutationTH2018THagTHYbZfUYbbY 4.7 10

189 qlinicalHandHfunctionalHcharacterizationHofHtwoHnovelHZpTpZXHmutationsHcausingHβrimroseH
syndromeVHHumandMutationTH2018THagTHgcgUgdb 4.7 9

188 VarueniusHexecutesHcohortUlevelHréoUseqHvariantHcallingHandHannotationHandHallowsHtoHmanageHtheH
resultingHdataHthroughHaHβostgreSQzHdatabaseVHBMCdBioinformaticsTH2018THYgTHbee 3.6 9

187 MutationsHinHyqéybHthatHoffectHuatingHqauseHaHRecognizableHéeurodevelopmentalHSyndromeVH
AmericandJournaldofdHumandGeneticsTH2018THYXaTHdZYUdaX 11 45

186 ossessingHtheHgeneUdiseaseHassociationHofHYgHgenesHwithHtheHRoSopathiesHusingHtheHqlinuenHgeneH
curationHframeworkVHHumandMutationTH2018THagTHYbfcUYbga 4.7 39

(2018-2018)
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185 SpecificHcombinationsHofHbiallelicHvariantsHcauseHWiedemannURautenstrauchHsyndromeVHJournaldofd
MedicaldGeneticsTH2018THccTHfaeUfbd 5.8 31

184 piallelicHmutationsHinHearlyUonsetTHvariablyHprogressiveHneurodegenerationVHNeurologyTH2018THgYTHeaYgUeaaX6.5 26

183 oHnovelHmutationHinHérUtpYYHunveilsHaHnewHclinicalHphenotypeHassociatedHwithHlacticHacidosisHandH
sideroblasticHanemiaVHClinicaldGeneticsTH2017THgYTHbbYUbbe 4 18

182 MutationsHinHtheHwRpwTHdomainHofHwTβRYHareHaHfrequentHcauseHofHautosomalHdominantH
nonprogressiveHcongenitalHataxiaVHClinicaldGeneticsTH2017THgYTHfdUgY 4 26

181 MicrocephalyTHintractableHseizuresHandHdevelopmentalHdelayHcausedHbyHbiallelicHvariantsHinHTpqrhH
furtherHdelineationHofHaHnewHchaperoneUmediatedHtubulinopathyVHClinicaldGeneticsTH2017THgYTHeZcUeaf 4 18

180 StructuralTHtunctionalTHandHqlinicalHqharacterizationHofHaHéovelHβTβéYYHMutationHqlusterHUnderlyingH
éoonanHSyndromeVHHumandMutationTH2017THafTHbcYUbcg 4.7 32

179 oberrantHvRoSHtranscriptHprocessingHunderliesHaHdistinctiveHphenotypeHwithinHtheHRoSopathyH
clinicalHspectrumVHHumandMutationTH2017THafTHegfUfXb 4.7 11

178 reHnovoHpVTadZRHmutationHinHMúRqZHcausesHearlyHonsetHcerebellarHataxiaTHaxonalHpolyneuropathyH
andHnocturnalHhypoventilationVHBrainTH2017THYbXTHeab 11.2 8

177 olterationsHinHmetabolicHpatternsHhaveHaHkeyHroleHinHdiagnosisHandHprogressionHofHprimroseH
syndromeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2017THYeaTHYfgdUYgXZ 2.5 8

176
sxpandingHtheHphenotypicHspectrumHofHtruncatingHβúuZHmutationshHossociationHwithHqéSH
malformationsTHskeletalHabnormalitiesTHandHdistinctiveHfacialHdysmorphismVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2017THYeaTHYgdcUYgdg

2.5 17

175 uenotypeHandHphenotypeHspectrumHofHéRoSHgermlineHvariantsVHEuropeandJournaldofdHumandGenetics
TH2017THZcTHfZaUfaY 5.3 23

174 WiedemannURautenstrauchHsyndromehHoHphenotypeHanalysisVHAmericandJournaldofdMedicaldGeneticsqd
PartdATH2017THYeaTHYedaUYeeZ 2.5 23

173 oHSpecificHMutationalHSignatureHossociatedHwithHréoHfUúxoguanineHβersistenceHinH
MUTYvUdefectiveHqolorectalHqancerVHEBioMedicineTH2017THZXTHagUbg 8.8 112

172 éoncanonicalHuzwYHsignalingHpromotesHstemnessHfeaturesHandHinHvivoHgrowthHinHlungH
adenocarcinomaVHOncogeneTH2017THadTHbdbYUbdcZ 9.2 58

171 VisualHperceptionHskillshHaHcomparisonHbetweenHpatientsHwithHéoonanHsyndromeHandHZZqYYVZH
deletionHsyndromeVHGenesqdBraindanddBehaviorTH2017THYdTHdZeUdab 3.6 1

170 sxomeHsequencingHinHchildrenHofHwomenHwithHskewedHXUinactivationHidentifiesHatypicalHcasesHandH
complexHphenotypesVHEuropeandJournaldofdPaediatricdNeurologyTH2017THZYTHbecUbfb 3.8 6

169 vighHRateHofHRecurrentHreHéovoHMutationsHinHrevelopmentalHandHspilepticHsncephalopathiesVH
AmericandJournaldofdHumandGeneticsTH2017THYXYTHddbUdfc 11 214

168 piallelicHmutationsHinHtheHhomeodomainHofHéyXdUZHunderlieHaHsevereHhypomyelinatingH
leukodystrophyVHBrainTH2017THYbXTHZccXUZccd 11.2 15
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167 oHmildHformHofHadenylosuccinateHlyaseHdeficiencyHinHabsenceHofHtypicalHbrainHMRwHfeaturesHdiagnosedH
byHwholeHexomeHsequencingVHItaliandJournaldofdPediatricsTH2017THbaTHdc 3.2 7

166 qongenitalHheartHdiseaseHandHgeneticHsyndromeshHnewHinsightsHintoHmolecularHmechanismsVHExpertd
ReviewdofdMoleculardDiagnosticsTH2017THYeTHfdYUfeX 3.8 26

165 SomaticHmosaicismHrepresentsHanHunderestimatedHeventHunderlyingHcollagenHdUrelatedHdisordersVH
EuropeandJournaldofdPaediatricdNeurologyTH2017THZYTHfeaUffa 3.8 4

164 qardiacHdefectsTHmorbidityHandHmortalityHinHpatientsHaffectedHbyHRoSopathiesVHqoRésTHstudyH
resultsVHInternationaldJournaldofdCardiologyTH2017THZbcTHgZUgf 3.2 48

163 oHsyndromicHextremeHinsulinHresistanceHcausedHbyHbiallelicHmutationsHinHexonHYXVHEuropeandJournald
ofdEndocrinologyTH2017THYeeTHyZYUyZe 6.5 6

162 éovelHUHtusionHueneHinHβediatricHspendymomasHriscoveredHbyHqlonalHsxpansionHofHStemHqellsHinH
obsenceHofHsxogenousHMitogensVHCancerdResearchTH2017THeeTHcfdXUcfeZ 10.1 14

161 qongenitalHmyopathyHwithHproteinHaggregatesHandHnemalineHbodiesHrelatedHtoHqtzZHmutationsVH
NeuromusculardDisordersTH2017THZeTHSYfd 2.9 3

160 MutationsHinHtibronectinHqauseHaHSubtypeHofHSpondylometaphysealHrysplasiaHwithHJqornerH
tracturesJVHAmericandJournaldofdHumandGeneticsTH2017THYXYTHfYcUfZa 11 22

159 wdentificationHofHnovelHandHhotspotHmutationsHinHtheHchannelHdomainHofHwTβRYHinHtwoHpatientsHwithH
uillespieHsyndromeVHGeneTH2017THdZfTHYbYUYbc 3.8 20

158 TheHphenotypicHandHmolecularHspectrumHofHβsvúHsyndromeHandHβsvúUlikeHdisordersVHBrainTH2017TH
YbXTHebg 11.2 11

157 éotHonlyHdominantTHnotHonlyHopticHatrophyhHexpandingHtheHclinicalHspectrumHassociatedHwithHúβoYH
mutationsVHOrphanetdJournaldofdRaredDiseasesTH2017THYZTHfg 4.2 28

156 éovelHmutationsHinHwpoceHareHassociatedHwithHleukodystrophyHandHvariableHclinicalHphenotypesVH
JournaldofdNeurologyTH2017THZdbTHYXZUYYY 5.5 27

155 vwβyZUTcddHautophosphorylationHdiverselyHcontributesHtoHUVUHandHdoxorubicinUinducedHvwβyZH
activationVHOncotargetTH2017THfTHYdebbUYdecb 3.3 5

154 SvúqZHsubcellularHshuttlingHrequiresHtheHysysHmotifUrichHregionHandHéUterminalHleucineUrichHrepeatH
domainHandHimpactsHonHsRyHsignallingVHHumandMoleculardGeneticsTH2016THZcTHafZbUafac 5.6 11

153 éaturalHhistoryHandHlifeUthreateningHcomplicationsHinHMyhreHsyndromeHandHreviewHofHtheHliteratureVH
EuropeandJournaldofdPediatricsTH2016THYecTHYaXeUYc 4.1 12

152 qancerHStemHqellUpasedHModelsHofHqolorectalHqancerHRevealHMolecularHreterminantsHofHTherapyH
ResistanceVHStemdCellsdTranslationaldMedicineTH2016THcTHcYYUZa 6.9 35

151
WholeHexomeHsequencingHisHnecessaryHtoHclarifyHwrWrrHcasesHwithHdeHnovoHcopyHnumberHvariantsHofH
uncertainHsignificancehHTwoHproofUofUconceptHexamplesVHAmericandJournaldofdMedicaldGeneticsqdPartd
ATH2016THYeXTHYeeZUg

2.5 18

150 qlinicalTHbiochemicalHandHmolecularHcharacterizationHofHprosaposinHdeficiencyVHClinicaldGeneticsTH2016
THgXTHZZXUg 4 26

(2016-2017)
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149 zYRMeHmutationsHcauseHaHmultifocalHcavitatingHleukoencephalopathyHwithHdistinctHMRwHappearanceVH
BrainTH2016THYagTHefZUgb 11.2 44

148 UnderstandingHurowthHtailureHinHqostelloHSyndromehHwncreasedHRestingHsnergyHsxpenditureVH
JournaldofdPediatricsTH2016THYeXTHaZZUb 3.6 24

147 rifferentialHsffectsHofHvRoSHMutationHonHzTβUzikeHoctivityHwnducedHbyHrifferentHβrotocolsHofH
RepetitiveHTranscranialHMagneticHStimulationVHBraindStimulationTH2016THgTHaaUf 5.1 9

146 qongenitalHimmunodeficiencyHinHanHindividualHwithHWiedemannUSteinerHsyndromeHdueHtoHaHnovelH
missenseHmutationHinHyMTZoVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2016THYeXTHZafgUga 2.5 24

145 sxpandingHtheHmolecularHdiversityHandHphenotypicHspectrumHofHglycerolHaUphosphateH
dehydrogenaseHYHdeficiencyVHJournaldofdInheriteddMetabolicdDiseaseTH2016THagTHdfgUdgc 5.4 18

144 qRsppβHmutationsHinHindividualsHwithoutHRubinsteinUTaybiHsyndromeHphenotypeVHAmericandJournald
ofdMedicaldGeneticsqdPartdATH2016THYeXTHZdfYUga 2.5 28

143 RecessiveHwnactivatingHMutationsHinHTpqyTHsncodingHaHRabHuTβaseUoctivatingHβroteinTHqauseHSevereH
wnfantileHSyndromicHsncephalopathyVHAmericandJournaldofdHumandGeneticsTH2016THgfTHeeZUfY 11 29

142 qongenitalHheartHdefectsHinHéoonanHsyndromeHandHRwTYHmutationVHGeneticsdindMedicineTH2016THYfTHYaZX 8.1 15

141 piallelicHMutationsHinHTpqrTHsncodingHtheHTubulinHtoldingHqofactorHrTHβerturbHMicrotubuleH
rynamicsHandHqauseHsarlyUúnsetHsncephalopathyVHAmericandJournaldofdHumandGeneticsTH2016THggTHgdZUgea11 55

140 TpqsHMutationsHqauseHsarlyUúnsetHβrogressiveHsncephalopathyHwithHristalHSpinalHMuscularH
otrophyVHAmericandJournaldofdHumandGeneticsTH2016THggTHgebUgfa 11 37

139 βrotractedHlateHinfantileHceroidHlipofuscinosisHdueHtoHTββYHmutationshHqlinicalTHmolecularHandH
biochemicalHcharacterizationHinHthreeHsibsVHJournaldofdthedNeurologicaldSciencesTH2015THacdTHdcUeY 3.2 21

138 qardiomyopathiesHinHéoonanHsyndromeHandHtheHotherHRoSopathiesVHProgressdindPediatricdCardiologyTH
2015THagTHYaUYg 0.4 67

137
MutationsHwmpairingHuSyaUMediatedHMotHβhosphorylationHqauseHqataractTHreafnessTHwntellectualH
risabilityTHSeizuresTHandHaHrownHSyndromeUlikeHtaciesVHAmericandJournaldofdHumandGeneticsTH2015TH
gdTHfYdUZc

11 75

136 MolecularHriversityHandHossociatedHβhenotypicHSpectrumHofHuermlineHqpzHMutationsVHHumand
MutationTH2015THadTHefeUgd 4.7 22

135 MutationsHinHyqévYHandHoTβdVYpZHcauseHZimmermannUzabandHsyndromeVHNaturedGeneticsTH2015TH
beTHddYUe 36.3 128

134 MyeloidHrysregulationHinHaHvumanHwnducedHβluripotentHStemHqellHModelHofHβTβéYYUossociatedH
xuvenileHMyelomonocyticHzeukemiaVHCelldReportsTH2015THYaTHcXbUcYc 10.6 52

133
TyrYXdfUphosphorylatedHepidermalHgrowthHfactorHreceptorHPsutRQHpredictsHcancerHstemHcellH
targetingHbyHerlotinibHinHpreclinicalHmodelsHofHwildUtypeHsutRHlungHcancerVHCelldDeathdanddDiseaseTH
2015THdTHeYfcX

9.8 31

132 pVorgYfXgqysHsubstitutionHinHneurofibrominHisHassociatedHwithHaHdistinctiveHétYHphenotypeHwithoutH
neurofibromasVHEuropeandJournaldofdHumandGeneticsTH2015THZaTHYXdfUeY 5.3 89
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131 veterozygousHgermlineHmutationsHinHoZMzYHareHassociatedHwithHaHdisorderHclinicallyHrelatedHtoH
éoonanHsyndromeVHEuropeandJournaldofdHumandGeneticsTH2015THZaTHaYeUZb 5.3 48

130 octivatingHMutationsHoffectingHtheHrblHvomologyHromainHofHSúSZHqauseHéoonanHSyndromeVH
HumandMutationTH2015THadTHYXfXUe 4.7 51

129
ResponseHtoHlongUtermHgrowthHhormoneHtherapyHinHpatientsHaffectedHbyHRoSopathiesHandHgrowthH
hormoneHdeficiencyhHβatternsHofHgrowthTHpubertyHandHfinalHheightHdataVHAmericandJournaldofdMedicald
GeneticsqdPartdATH2015THYdeoTHZefdUgb

2.5 17

128 éoonanHsyndromeUlikeHdisorderHwithHlooseHanagenHhairhHaHsecondHcaseHwithHneuroblastomaVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2015THYdeoTHYgXZUe 2.5 7

127 pehavioralHphenotypeHinHqostelloHsyndromeHwithHatypicalHmutationhHaHcaseHreportVHAmericandJournald
ofdMedicaldGeneticsdPartdB:dNeuropsychiatricdGeneticsTH2015THYdfpTHddUeY 3.5 5

126 pqMUgcHandHPZUhydroxypropylQU˛†UcyclodextrinHreverseHautophagyHdysfunctionHandHdepleteHstoredH
lipidsHinHSapHqUdeficientHfibroblastsVHHumandMoleculardGeneticsTH2015THZbTHbYgfUZYY 5.6 7

125
ristinctHocuteHzymphoblasticHzeukemiaHPozzQUassociatedHxanusHyinaseHaHPxoyaQHMutantsHsxhibitH
rifferentHqytokineUReceptorHRequirementsHandHxoyHwnhibitorHSpecificitiesVHJournaldofdBiologicald
ChemistryTH2015THZgXTHZgXZZUab

5.4 29

124 qhildhoodHonsetHtubularHaggregateHmyopathyHassociatedHwithHdeHnovoHSTwMYHmutationsVHJournaldofd
NeurologyTH2014THZdYTHfeXUd 5.5 41

123 pehavioralHprofileHinHRoSopathiesVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHgabUbZ 2.5 42

122 vydropsHfetalisHinHaHpretermHnewbornHheterozygousHforHtheHcVboluHSvúqZHmutationVHAmericand
JournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHYXYcUZX 2.5 19

121 RotYHmutationsHinHchildhoodUonsetHdilatedHcardiomyopathyVHNaturedGeneticsTH2014THbdTHdacUdag 36.3 54

120 uaucherHdiseaseHdueHtoHsaposinHqHdeficiencyHisHanHinheritedHlysosomalHdiseaseHcausedHbyHrapidlyH
degradedHmutantHproteinsVHHumandMoleculardGeneticsTH2014THZaTHcfYbUZd 5.6 24

119 MutationsHinHZpTpZXHcauseHβrimroseHsyndromeVHNaturedGeneticsTH2014THbdTHfYcUe 36.3 61

118 éovelHSMorbHmutationHcausingHMyhreHsyndromeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH
2014THYdboTHYfacUbX 2.5 23

117 recreasedHboneHmineralHdensityHinHqostelloHsyndromeVHMoleculardGeneticsdanddMetabolismTH2014TH
YYYTHbYUc 3.7 15

116 qooperatingHxoyYHandHxoyaHmutantsHincreaseHresistanceHtoHxoyHinhibitorsVHBloodTH2014THYZbTHagZbUaY 2.2 32

115 βhenotypicHvariabilityHassociatedHwithHtheHinvariantHSvúqZHcVboluHPpVSerZulyQHmissenseHmutationVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHaYZXUc 2.5 15

114 MutationsHinHβoXZHassociateHwithHadultUonsetHtSuSVHJournaldofdthedAmericandSocietydofdNephrology:d
JASNTH2014THZcTHYgbZUca 12.7 76

(2014-2015)
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113 octivatingHmutationsHinHRRoSHunderlieHaHphenotypeHwithinHtheHRoSopathyHspectrumHandHcontributeH
toHleukaemogenesisVHHumandMoleculardGeneticsTH2014THZaTHbaYcUZe 5.6 95

112 oHmutationHinHβoyaHwithHaHdualHmolecularHeffectHderegulatesHtheHRoSWMoβyHpathwayHandHdrivesHanH
XUlinkedHsyndromicHphenotypeVHHumandMoleculardGeneticsTH2014THZaTHadXeUYe 5.6 28

111 oHβTβéYYHalleleHencodingHaHcatalyticallyHimpairedHSvβZHproteinHinHaHpatientHwithHaHéoonanH
syndromeHphenotypeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHZacYUc 2.5 9

110 éoonanHsyndromeVHLancetqdTheTH2013THafYTHaaaUbZ 40 459

109 otrioventricularHcanalHdefectHinHpatientsHwithHRoSopathiesVHEuropeandJournaldofdHumandGeneticsTH
2013THZYTHZXXUb 5.3 19

108 zossHofHfunctionHofHtheHsaHubiquitinUproteinHligaseHUpsapHcausesHyaufmanHoculocerebrofacialH
syndromeVHJournaldofdMedicaldGeneticsTH2013THcXTHbgaUg 5.8 33

107 uvHTherapyHandHfirstHfinalHheightHdataHinHéoonanUlikeHsyndromeHwithHlooseHanagenHhairHPMazzantiH
syndromeQVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2013THYdYoTHZecdUdY 2.5 8

106 βrogressiveHextremeHheterotopicHcalcificationVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2013TH
YdYoTHYeXdUYa 2.5 2

105 TranscriptionalHhallmarksHofHéoonanHsyndromeHandHéoonanUlikeHsyndromeHwithHlooseHanagenHhairVH
HumandMutationTH2012THaaTHeXaUg 4.7 7

104 zossHofHqpzHsaUligaseHactivityHinHpUlineageHchildhoodHacuteHlymphoblasticHleukaemiaVHBritishdJournald
ofdHaematologyTH2012THYcgTHYYcUg 4.5 5

103 rystoniaHinHqostelloHsyndromeVHParkinsonismdanddRelateddDisordersTH2012THYfTHegfUfXX 3.6 10

102
βrevalenceHofHsequenceHvariantsHinHtheHRoSUmitogenHactivatedHproteinHkinaseHsignalingHpathwayHinH
preUadolescentHchildrenHwithHhypertrophicHcardiomyopathyVHCirculation:dCardiovasculardGeneticsTH
2012THcTHaYeUZd

19

101 MutationHofHtheHreceptorHtyrosineHphosphataseHβTβRqHPqrbcQHinHTUcellHacuteHlymphoblasticH
leukemiaVHBloodTH2012THYYgTHbbedUg 2.2 76

100 oHrestrictedHspectrumHofHmutationsHinHtheHSMorbHtumorUsuppressorHgeneHunderliesHMyhreH
syndromeVHAmericandJournaldofdHumandGeneticsTH2012THgXTHYdYUg 11 64

99 ReactiveHoxygenHspeciesHandHepidermalHgrowthHfactorHareHantagonisticHcuesHcontrollingHSvβUZH
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