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328 MutationsHinHβTβéYYTHencodingHtheHproteinHtyrosineHphosphataseHSvβUZTHcauseHéoonanHsyndromeVH
NaturedGeneticsTH2001THZgTHbdcUf 36.3 1312

327 SomaticHmutationsHinHβTβéYYHinHjuvenileHmyelomonocyticHleukemiaTHmyelodysplasticHsyndromesH
andHacuteHmyeloidHleukemiaVHNaturedGeneticsTH2003THabTHYbfUcX 36.3 819

326 βatientUspecificHinducedHpluripotentHstemUcellUderivedHmodelsHofHzsúβoRrHsyndromeVHNatureTH2010
THbdcTHfXfUYZ 50.4 573

325 βTβéYYHmutationsHinHéoonanHsyndromehHmolecularHspectrumTHgenotypeUphenotypeHcorrelationTH
andHphenotypicHheterogeneityVHAmericandJournaldofdHumandGeneticsTH2002THeXTHYcccUda 11 567

324 uainUofUfunctionHRotYHmutationsHcauseHéoonanHandHzsúβoRrHsyndromesHwithHhypertrophicH
cardiomyopathyVHNaturedGeneticsTH2007THagTHYXXeUYZ 36.3 523

323 éoonanHsyndromeVHLancetqdTheTH2013THafYTHaaaUbZ 40 459

322 uainUofUfunctionHSúSYHmutationsHcauseHaHdistinctiveHformHofHéoonanHsyndromeVHNaturedGeneticsTH
2007THagTHecUg 36.3 440

321 riversityHandHfunctionalHconsequencesHofHgermlineHandHsomaticHβTβéYYHmutationsHinHhumanH
diseaseVHAmericandJournaldofdHumandGeneticsTH2006THefTHZegUgX 11 292

320 MutationHofHSvúqZHpromotesHaberrantHproteinHéUmyristoylationHandHcausesHéoonanUlikeHsyndromeH
withHlooseHanagenHhairVHNaturedGeneticsTH2009THbYTHYXZZUd 36.3 291

319 SomaticallyHacquiredHxoyYHmutationsHinHadultHacuteHlymphoblasticHleukemiaVHJournaldofd
ExperimentaldMedicineTH2008THZXcTHecYUf 16.6 285

318 éoonanHsyndromeHandHrelatedHdisordershHgeneticsHandHpathogenesisVHAnnualdReviewdofdGenomicsd
anddHumandGeneticsTH2005THdTHbcUdf 9.7 246

317 éoonanHsyndromeHandHclinicallyHrelatedHdisordersVHBestdPracticedanddResearchdindClinicald
EndocrinologydanddMetabolismTH2011THZcTHYdYUeg 6.5 240

316 ueneticHevidenceHforHlineageUrelatedHandHdifferentiationHstageUrelatedHcontributionHofHsomaticH
βTβéYYHmutationsHtoHleukemogenesisHinHchildhoodHacuteHleukemiaVHBloodTH2004THYXbTHaXeUYa 2.2 237

315 oHrestrictedHspectrumHofHéRoSHmutationsHcausesHéoonanHsyndromeVHNaturedGeneticsTH2010THbZTHZeUg 36.3 232

314 vighHRateHofHRecurrentHreHéovoHMutationsHinHrevelopmentalHandHspilepticHsncephalopathiesVH
AmericandJournaldofdHumandGeneticsTH2017THYXYTHddbUdfc 11 214

313 uermlineHpRotHmutationsHinHéoonanTHzsúβoRrTHandHcardiofaciocutaneousHsyndromeshHmolecularH
diversityHandHassociatedHphenotypicHspectrumVHHumandMutationTH2009THaXTHdgcUeXZ 4.7 213

312 TheHmutationalHspectrumHofHβTβéYYHinHjuvenileHmyelomonocyticHleukemiaHandHéoonanH
syndromeWmyeloproliferativeHdiseaseVHBloodTH2005THYXdTHZYfaUc 2.2 187
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311 uermlineHmissenseHmutationsHaffectingHyRoSHwsoformHpHareHassociatedHwithHaHsevereHéoonanH
syndromeHphenotypeVHAmericandJournaldofdHumandGeneticsTH2006THegTHYZgUac 11 183

310 veterozygousHgermlineHmutationsHinHtheHqpzHtumorUsuppressorHgeneHcauseHaHéoonanH
syndromeUlikeHphenotypeVHAmericandJournaldofdHumandGeneticsTH2010THfeTHZcXUe 11 179

309 éoonanHsyndromeUassociatedHSvβZWβTβéYYHmutantsHcauseHsutUdependentHprolongedHuopYH
bindingHandHsustainedHsRyZWMoβyYHactivationVHHumandMutationTH2004THZaTHZdeUee 4.7 163

308 éoonanHsyndromehHclinicalHaspectsHandHmolecularHpathogenesisVHMoleculardSyndromologyTH2010THYTHZUZd 1.5 155

307 éoonanHsyndromeHandHrelatedHdisordershHdysregulatedHRoSUmitogenHactivatedHproteinHkinaseHsignalH
transductionVHHumandMoleculardGeneticsTH2006THYcHSpecHéoHZTHRZZXUd 5.6 153

306 risordersHofHdysregulatedHsignalHtrafficHthroughHtheHRoSUMoβyHpathwayhHphenotypicHspectrumHandH
molecularHmechanismsVHAnnalsdofdthedNewdYorkdAcademydofdSciencesTH2010THYZYbTHggUYZY 6.5 132

305 MissenseHmutationHinHtheHtranscriptionHfactorHéyXZUchHaHnovelHmolecularHeventHinHtheHpathogenesisH
ofHthyroidHdysgenesisVHJournaldofdClinicaldEndocrinologydanddMetabolismTH2006THgYTHYbZfUaa 5.6 132

304 oqsZHgeneHvariantsHmayHunderlieHinterindividualHvariabilityHandHsusceptibilityHtoHqúVwrUYgHinHtheH
wtalianHpopulationVHEuropeandJournaldofdHumandGeneticsTH2020THZfTHYdXZUYdYb 5.3 132

303 MutationsHinHyqévYHandHoTβdVYpZHcauseHZimmermannUzabandHsyndromeVHNaturedGeneticsTH2015TH
beTHddYUe 36.3 128

302 étYHgeneHmutationsHrepresentHtheHmajorHmolecularHeventHunderlyingHneurofibromatosisUéoonanH
syndromeVHAmericandJournaldofdHumandGeneticsTH2005THeeTHYXgZUYXY 11 115

301 oHSpecificHMutationalHSignatureHossociatedHwithHréoHfUúxoguanineHβersistenceHinH
MUTYvUdefectiveHqolorectalHqancerVHEBioMedicineTH2017THZXTHagUbg 8.8 112

300 retectionHofHbovineHmitochondrialHréoHinHruminantHfeedshHaHmolecularHapproachHtoHtestHforHtheH
presenceHofHbovineUderivedHmaterialsVHJournaldofdFooddProtectionTH1998THdYTHcYaUf 2.5 108

299 uermUlineHandHsomaticHβTβéYYHmutationsHinHhumanHdiseaseVHEuropeandJournaldofdMedicaldGeneticsTH
2005THbfTHfYUgd 2.6 105

298 riversityTHparentalHgermlineHoriginTHandHphenotypicHspectrumHofHdeHnovoHvRoSHmissenseHchangesHinH
qostelloHsyndromeVHHumandMutationTH2007THZfTHZdcUeZ 4.7 104

297 octivatingHmutationsHinHRRoSHunderlieHaHphenotypeHwithinHtheHRoSopathyHspectrumHandHcontributeH
toHleukaemogenesisVHHumandMoleculardGeneticsTH2014THZaTHbaYcUZe 5.6 95

296 pVorgYfXgqysHsubstitutionHinHneurofibrominHisHassociatedHwithHaHdistinctiveHétYHphenotypeHwithoutH
neurofibromasVHEuropeandJournaldofdHumandGeneticsTH2015THZaTHYXdfUeY 5.3 89

295 recreasedHproliferationHandHalteredHdifferentiationHinHosteoblastsHfromHgeneticallyHandHclinicallyH
distinctHcraniosynostoticHdisordersVHAmericandJournaldofdPathologyTH1999THYcbTHYbdcUee 5.8 86

294 tunctionalHrysregulationHofHqrqbZHqausesHriverseHrevelopmentalHβhenotypesVHAmericandJournald
ofdHumandGeneticsTH2018THYXZTHaXgUaZX 11 85

(2018-2006)
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293 SvβUZHandHmyeloidHmalignanciesVHCurrentdOpiniondindHematologyTH2004THYYTHbbUcX 3.3 84

292 SúSYHmutationsHinHéoonanHsyndromehHmolecularHspectrumTHstructuralHinsightsHonHpathogenicH
effectsTHandHgenotypeUphenotypeHcorrelationsVHHumandMutationTH2011THaZTHedXUeZ 4.7 82

291 uenotypicHandHphenotypicHcharacterizationHofHéoonanHsyndromehHnewHdataHandHreviewHofHtheH
literatureVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2005THYaboTHYdcUeX 2.5 80

290 MúrzUZaVHréoHMsTvYzoTwúéHoérHqúβYHéUMpsRHVoRwoTwúéHβRútwzsHtúRHqvoRoqTsRwZoTwúéH
útHβsrwoTRwqHpRowéHTUMúRHβRwMoRYHqszzHzwésSVHNeurorOncologyTH2020THZZTHiiibYcUiiibYc 1 78

289
TMúrUXcVHuséúMsUWwrsHréoHMsTvYzoTwúéHβRútwzshHoHβúWsRtUzHSTRoTsuYHTúH
RsqoβwTUzoTsHvsTsRúuséswTYHútHβsrwoTRwqHpRowéHTUMúRSHwéHβRwMoRYHqszzHzwésSVH
NeurorOncologyTH2021THZaTHiadUiad

1 78

288 RoSHsignalingHdysregulationHinHhumanHembryonalHRhabdomyosarcomaVHGenesdChromosomesdandd
CancerTH2009THbfTHgecUfZ 5 77

287 MutationsHinHβoXZHassociateHwithHadultUonsetHtSuSVHJournaldofdthedAmericandSocietydofdNephrology:d
JASNTH2014THZcTHYgbZUca 12.7 76

286 MutationHofHtheHreceptorHtyrosineHphosphataseHβTβRqHPqrbcQHinHTUcellHacuteHlymphoblasticH
leukemiaVHBloodTH2012THYYgTHbbedUg 2.2 76

285
MutationsHwmpairingHuSyaUMediatedHMotHβhosphorylationHqauseHqataractTHreafnessTHwntellectualH
risabilityTHSeizuresTHandHaHrownHSyndromeUlikeHtaciesVHAmericandJournaldofdHumandGeneticsTH2015TH
gdTHfYdUZc

11 75

284 oHnovelHdisorderHinvolvingHdyshematopoiesisTHinflammationTHandHvzvHdueHtoHaberrantHqrqbZH
functionVHJournaldofdExperimentaldMedicineTH2019THZYdTHZeefUZegg 16.6 71

283
uenotypingHofHanHwtalianHpapillaryHthyroidHcarcinomaHcohortHrevealedHhighHprevalenceHofHpRotH
mutationsTHabsenceHofHRoSHmutationsHandHallowedHtheHdetectionHofHaHnewHmutationHofHpRotH
oncoproteinHPpRotPVcgglnsQQVHClinicaldEndocrinologyTH2006THdbTHYXcUg

3.4 70

282 βhosphataseUdefectiveHzsúβoRrHsyndromeHmutationsHinHβTβéYYHgeneHhaveHgainUofUfunctionH
effectsHduringHrrosophilaHdevelopmentVHHumandMoleculardGeneticsTH2009THYfTHYgaUZXY 5.6 68

281 risruptionHofHtheHhistoneHacetyltransferaseHMYSTbHleadsHtoHaHéoonanHsyndromeUlikeHphenotypeHandH
hyperactivatedHMoβyHsignalingHinHhumansHandHmiceVHJournaldofdClinicaldInvestigationTH2011THYZYTHabegUgY 15.9 68

280 qardiomyopathiesHinHéoonanHsyndromeHandHtheHotherHRoSopathiesVHProgressdindPediatricdCardiologyTH
2015THagTHYaUYg 0.4 67

279 MultipleHgiantHcellHlesionsHinHpatientsHwithHéoonanHsyndromeHandHcardioUfacioUcutaneousHsyndromeVH
EuropeandJournaldofdHumandGeneticsTH2009THYeTHbZXUc 5.3 65

278
oHcompetitiveHpolymeraseHchainHreactionUbasedHapproachHforHtheHidentificationHandH
semiquantificationHofHmitochondrialHréoHinHdifferentlyHheatUtreatedHbovineHmeatHandHboneHmealVH
JournaldofdFooddProtectionTH2003THddTHYXaUg

2.5 65

277 oHrestrictedHspectrumHofHmutationsHinHtheHSMorbHtumorUsuppressorHgeneHunderliesHMyhreH
syndromeVHAmericandJournaldofdHumandGeneticsTH2012THgXTHYdYUg 11 64

276 SomaticHβTβéYYHmutationsHinHchildhoodHacuteHmyeloidHleukaemiaVHBritishdJournaldofdHaematologyTH
2005THYZgTHaaaUg 4.5 64
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275 βTβéZHnegativelyHregulatesHoncogenicHxoyYHinHTUcellHacuteHlymphoblasticHleukemiaVHBloodTH2011TH
YYeTHeXgXUf 2.2 63

274
riverseHdrivingHforcesHunderlieHtheHinvariantHoccurrenceHofHtheHTbZoTHsYagrTHwZfZVHandHTbdfMH
SvβZHaminoHacidHsubstitutionsHcausingHéoonanHandHzsúβoRrHsyndromesVHHumandMoleculard
GeneticsTH2008THYeTHZXYfUZg

5.6 62

273 MutationsHinHZpTpZXHcauseHβrimroseHsyndromeVHNaturedGeneticsTH2014THbdTHfYcUe 36.3 61

272 qognitiveHprofileHofHdisordersHassociatedHwithHdysregulationHofHtheHRoSWMoβyHsignalingHcascadeVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2009THYbgoTHYbXUd 2.5 61

271 βaternalHgermlineHoriginHandHsexUratioHdistortionHinHtransmissionHofHβTβéYYHmutationsHinHéoonanH
syndromeVHAmericandJournaldofdHumandGeneticsTH2004THecTHbgZUe 11 61

270 úrganoidsHasHaHnewHmodelHforHimprovingHregenerativeHmedicineHandHcancerHpersonalizedHtherapyHinH
renalHdiseasesVHCelldDeathdanddDiseaseTH2019THYXTHZXY 9.8 61

269 RoSopathieshHqlinicalHriagnosisHinHtheHtirstHYearHofHzifeVHMoleculardSyndromologyTH2011THYTHZfZUZfg 1.5 59

268 éoncanonicalHuzwYHsignalingHpromotesHstemnessHfeaturesHandHinHvivoHgrowthHinHlungH
adenocarcinomaVHOncogeneTH2017THadTHbdbYUbdcZ 9.2 58

267 ocuteHlymphoblasticHleukemiaUassociatedHxoyYHmutantsHactivateHtheHxanusHkinaseWSToTHpathwayH
viaHinterleukinUgHreceptorHalphaHhomodimersVHJournaldofdBiologicaldChemistryTH2009THZfbTHdeeaUfY 5.4 58

266 SpectrumHofHMsyYHandHMsyZHgeneHmutationsHinHcardioUfacioUcutaneousHsyndromeHandH
genotypeUphenotypeHcorrelationsVHEuropeandJournaldofdHumandGeneticsTH2009THYeTHeaaUbX 5.3 57

265 TransgenicHrrosophilaHmodelsHofHéoonanHsyndromeHcausingHβTβéYYHgainUofUfunctionHmutationsVH
HumandMoleculardGeneticsTH2006THYcTHcbaUca 5.6 57

264 piallelicHMutationsHinHTpqrTHsncodingHtheHTubulinHtoldingHqofactorHrTHβerturbHMicrotubuleH
rynamicsHandHqauseHsarlyUúnsetHsncephalopathyVHAmericandJournaldofdHumandGeneticsTH2016THggTHgdZUgea11 55

263 RotYHmutationsHinHchildhoodUonsetHdilatedHcardiomyopathyVHNaturedGeneticsTH2014THbdTHdacUdag 36.3 54

262 ModelingHmedulloblastomaHinHvivoHandHwithHhumanHcerebellarHorganoidsVHNaturedCommunicationsTH
2020THYYTHcfa 17.4 54

261 βhenotypicHandHgenotypicHcharacterisationHofHéoonanUlikeWmultipleHgiantHcellHlesionHsyndromeVH
JournaldofdMedicaldGeneticsTH2005THbZTHeYY 5.8 53

260 MyeloidHrysregulationHinHaHvumanHwnducedHβluripotentHStemHqellHModelHofHβTβéYYUossociatedH
xuvenileHMyelomonocyticHzeukemiaVHCelldReportsTH2015THYaTHcXbUcYc 10.6 52

259 svaluationHofHréoHMethylationHspisignaturesHforHriagnosisHandHβhenotypeHqorrelationsHinHbZH
MendelianHéeurodevelopmentalHrisordersVHAmericandJournaldofdHumandGeneticsTH2020THYXdTHacdUaeX 11 51

258 octivatingHMutationsHoffectingHtheHrblHvomologyHromainHofHSúSZHqauseHéoonanHSyndromeVH
HumandMutationTH2015THadTHYXfXUe 4.7 51

(2015-2011)
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257 piochemicalHandHmolecularHcharacterizationHofHtheHnovelHpRotPVcggwnsQHmutationHdetectedHinHaH
classicHpapillaryHthyroidHcarcinomaVHOncogeneTH2006THZcTHbZacUbX 9.2 49

256 ocquiredHβTβéYYHmutationsHoccurHrarelyHinHadultHpatientsHwithHmyelodysplasticHsyndromesHandH
chronicHmyelomonocyticHleukemiaVHLeukemiadResearchTH2005THZgTHbcgUdZ 2.7 49

255 veterozygousHgermlineHmutationsHinHoZMzYHareHassociatedHwithHaHdisorderHclinicallyHrelatedHtoH
éoonanHsyndromeVHEuropeandJournaldofdHumandGeneticsTH2015THZaTHaYeUZb 5.3 48

254 qardiacHdefectsTHmorbidityHandHmortalityHinHpatientsHaffectedHbyHRoSopathiesVHqoRésTHstudyH
resultsVHInternationaldJournaldofdCardiologyTH2017THZbcTHgZUgf 3.2 48

253 qvyYUtargetedHtherapyHtoHdepleteHréoHreplicationUstressedTHpcaUdeficientTHhyperdiploidHcolorectalH
cancerHstemHcellsVHGutTH2018THdeTHgXaUgYe 19.2 45

252 βhenotypicHanalysisHofHindividualsHwithHqostelloHsyndromeHdueHtoHvRoSHpVuYaqVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2011THYccoTHeXdUYd 2.5 45

251 xacksonUWeissHsyndromehHidentificationHofHtwoHnovelHtutRZHmissenseHmutationsHsharedHwithH
qrouzonHandHβfeifferHcraniosynostoticHdisordersVHHumandGeneticsTH1997THYXYTHbeUcX 6.3 45

250 MutationsHinHyqéybHthatHoffectHuatingHqauseHaHRecognizableHéeurodevelopmentalHSyndromeVH
AmericandJournaldofdHumandGeneticsTH2018THYXaTHdZYUdaX 11 45

249 zYRMeHmutationsHcauseHaHmultifocalHcavitatingHleukoencephalopathyHwithHdistinctHMRwHappearanceVH
BrainTH2016THYagTHefZUgb 11.2 44

248 TheHwnterplayHbetweenHqrZeHandHqrZeHpHqellsHsnsuresHtheHtlexibilityTHStabilityTHandHResilienceHofH
vumanHpHqellHMemoryVHCelldReportsTH2020THaXTHZgdaUZgeeVed 10.6 43

247 pehavioralHprofileHinHRoSopathiesVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHgabUbZ 2.5 42

246 qhildhoodHonsetHtubularHaggregateHmyopathyHassociatedHwithHdeHnovoHSTwMYHmutationsVHJournaldofd
NeurologyTH2014THZdYTHfeXUd 5.5 41

245 qraniosynostosisHinHpatientsHwithHéoonanHsyndromeHcausedHbyHgermlineHyRoSHmutationsVHAmericand
JournaldofdMedicaldGeneticsqdPartdATH2009THYbgoTHYXadUbX 2.5 40

244 TrpZgXqysHmutationHinHexonHwwwaHofHtheHfibroblastHgrowthHfactorHreceptorHZHPtutRZQHgeneHisH
associatedHwithHβfeifferHsyndromeVHHumandGeneticsTH1997THggTHdXZUd 6.3 40

243 octivatingHβTβéYYHmutationsHplayHaHminorHroleHinHpediatricHandHadultHsolidHtumorsVHCancerdGeneticsd
anddCytogeneticsTH2006THYddTHYZbUg 40

242 obsenceHofHβTβéYYHmutationsHinHZfHcasesHofHcardiofaciocutaneousHPqtqQHsyndromeVHHumand
GeneticsTH2002THYYYTHbZYUe 6.3 39

241 ossessingHtheHgeneUdiseaseHassociationHofHYgHgenesHwithHtheHRoSopathiesHusingHtheHqlinuenHgeneH
curationHframeworkVHHumandMutationTH2018THagTHYbfcUYbga 4.7 39

240
rominantHéoonanHsyndromeUcausingHzZTRYHmutationsHspecificallyHaffectHtheHyelchHdomainH
substrateUrecognitionHsurfaceHandHenhanceHRoSUMoβyHsignalingVHHumandMoleculardGeneticsTH2019TH
ZfTHYXXeUYXZZ

5.6 38
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239 TpqsHMutationsHqauseHsarlyUúnsetHβrogressiveHsncephalopathyHwithHristalHSpinalHMuscularH
otrophyVHAmericandJournaldofdHumandGeneticsTH2016THggTHgebUgfa 11 37

238 RoSHsignalingHpathwayHmutationsHandHhypertrophicHcardiomyopathyhHgettingHintoHandHoutHofHtheH
thickHofHitVHJournaldofdClinicaldInvestigationTH2011THYZYTHfbbUe 15.9 36

237 qancerHStemHqellUpasedHModelsHofHqolorectalHqancerHRevealHMolecularHreterminantsHofHTherapyH
ResistanceVHStemdCellsdTranslationaldMedicineTH2016THcTHcYYUZa 6.9 35

236 βrenatalHfeaturesHofHéoonanHsyndromehHprevalenceHandHprognosticHvalueVHPrenataldDiagnosisTH2011TH
aYTHgbgUcb 3.2 35

235 zossHofHfunctionHofHtheHsaHubiquitinUproteinHligaseHUpsapHcausesHyaufmanHoculocerebrofacialH
syndromeVHJournaldofdMedicaldGeneticsTH2013THcXTHbgaUg 5.8 33

234
ruplicationHofHuluaeHinHtheHswitchHwHregionHofHvRoSHimpairsHeffectorWuoβHbindingHandHunderliesH
qostelloHsyndromeHbyHpromotingHenhancedHgrowthHfactorUdependentHMoβyHandHoyTHactivationVH
HumandMoleculardGeneticsTH2010THYgTHegXUfXZ

5.6 33

233 StructuralTHtunctionalTHandHqlinicalHqharacterizationHofHaHéovelHβTβéYYHMutationHqlusterHUnderlyingH
éoonanHSyndromeVHHumandMutationTH2017THafTHbcYUbcg 4.7 32

232 qooperatingHxoyYHandHxoyaHmutantsHincreaseHresistanceHtoHxoyHinhibitorsVHBloodTH2014THYZbTHagZbUaY 2.2 32

231
TyrYXdfUphosphorylatedHepidermalHgrowthHfactorHreceptorHPsutRQHpredictsHcancerHstemHcellH
targetingHbyHerlotinibHinHpreclinicalHmodelsHofHwildUtypeHsutRHlungHcancerVHCelldDeathdanddDiseaseTH
2015THdTHeYfcX

9.8 31

230 sxclusionHofHβTβéYYHmutationsHinHqostelloHsyndromehHfurtherHevidenceHforHdistinctHgeneticH
etiologiesHforHéoonanTHcardioUfacioUcutaneousHandHqostelloHsyndromesVHClinicaldGeneticsTH2003THdaTHbZaUd4 31

229 SpecificHcombinationsHofHbiallelicHvariantsHcauseHWiedemannURautenstrauchHsyndromeVHJournaldofd
MedicaldGeneticsTH2018THccTHfaeUfbd 5.8 31

228 oberrantHtunctionHofHtheHqUTerminalHTailHofHvwSTYvYsHocceleratesHqellularHSenescenceHandHqausesH
βrematureHogingVHAmericandJournaldofdHumandGeneticsTH2019THYXcTHbgaUcXf 11 30

227 turtherHdelineationHofHanHentityHcausedHbyHqRsppβHandHsβaXXHmutationsHbutHnotHresemblingH
RubinsteinUTaybiHsyndromeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2018THYedTHfdZUfed 2.5 29

226
ristinctHocuteHzymphoblasticHzeukemiaHPozzQUassociatedHxanusHyinaseHaHPxoyaQHMutantsHsxhibitH
rifferentHqytokineUReceptorHRequirementsHandHxoyHwnhibitorHSpecificitiesVHJournaldofdBiologicald
ChemistryTH2015THZgXTHZgXZZUab

5.4 29

225 RecessiveHwnactivatingHMutationsHinHTpqyTHsncodingHaHRabHuTβaseUoctivatingHβroteinTHqauseHSevereH
wnfantileHSyndromicHsncephalopathyVHAmericandJournaldofdHumandGeneticsTH2016THgfTHeeZUfY 11 29

224
TheHimpactHofHnextUgenerationHsequencingHonHtheHdiagnosisHofHpediatricUonsetHhereditaryHspasticH
paraplegiashHnewHgenotypeUphenotypeHcorrelationsHforHrareHvSβUrelatedHgenesVHNeurogeneticsTH2018
THYgTHYYYUYZY

3 28

223 éotHonlyHdominantTHnotHonlyHopticHatrophyhHexpandingHtheHclinicalHspectrumHassociatedHwithHúβoYH
mutationsVHOrphanetdJournaldofdRaredDiseasesTH2017THYZTHfg 4.2 28

222 oHmutationHinHβoyaHwithHaHdualHmolecularHeffectHderegulatesHtheHRoSWMoβyHpathwayHandHdrivesHanH
XUlinkedHsyndromicHphenotypeVHHumandMoleculardGeneticsTH2014THZaTHadXeUYe 5.6 28

(2014-2016)
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221 qRsppβHmutationsHinHindividualsHwithoutHRubinsteinUTaybiHsyndromeHphenotypeVHAmericandJournald
ofdMedicaldGeneticsqdPartdATH2016THYeXTHZdfYUga 2.5 28

220 éovelHmutationsHinHwpoceHareHassociatedHwithHleukodystrophyHandHvariableHclinicalHphenotypesVH
JournaldofdNeurologyTH2017THZdbTHYXZUYYY 5.5 27

219 MutationsHinHtheHwRpwTHdomainHofHwTβRYHareHaHfrequentHcauseHofHautosomalHdominantH
nonprogressiveHcongenitalHataxiaVHClinicaldGeneticsTH2017THgYTHfdUgY 4 26

218 qlinicalTHbiochemicalHandHmolecularHcharacterizationHofHprosaposinHdeficiencyVHClinicaldGeneticsTH2016
THgXTHZZXUg 4 26

217 qongenitalHheartHdiseaseHandHgeneticHsyndromeshHnewHinsightsHintoHmolecularHmechanismsVHExpertd
ReviewdofdMoleculardDiagnosticsTH2017THYeTHfdYUfeX 3.8 26

216 piallelicHmutationsHinHearlyUonsetTHvariablyHprogressiveHneurodegenerationVHNeurologyTH2018THgYTHeaYgUeaaX6.5 26

215 snhancedHMoβyYHtunctionHqausesHaHéeurodevelopmentalHrisorderHwithinHtheHRoSopathyHqlinicalH
SpectrumVHAmericandJournaldofdHumandGeneticsTH2020THYXeTHbggUcYa 11 25

214 TheHmiRUYagUcpHregulatesHproliferationHofHsupratentorialHpaediatricHlowUgradeHgliomasHbyHtargetingH
theHβwayWoyTWmTúRqYHsignallingVHNeuropathologydanddApplieddNeurobiologyTH2018THbbTHdfeUeXd 5.2 24

213 qlinicalHβresentationHandHéaturalHvistoryHofHvypertrophicHqardiomyopathyHinHRoSopathiesVHHeartd
FailuredClinicsTH2018THYbTHZZcUZac 3.3 24

212 UnderstandingHurowthHtailureHinHqostelloHSyndromehHwncreasedHRestingHsnergyHsxpenditureVH
JournaldofdPediatricsTH2016THYeXTHaZZUb 3.6 24

211 uaucherHdiseaseHdueHtoHsaposinHqHdeficiencyHisHanHinheritedHlysosomalHdiseaseHcausedHbyHrapidlyH
degradedHmutantHproteinsVHHumandMoleculardGeneticsTH2014THZaTHcfYbUZd 5.6 24

210 qongenitalHimmunodeficiencyHinHanHindividualHwithHWiedemannUSteinerHsyndromeHdueHtoHaHnovelH
missenseHmutationHinHyMTZoVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2016THYeXTHZafgUga 2.5 24

209 uenotypeHandHphenotypeHspectrumHofHéRoSHgermlineHvariantsVHEuropeandJournaldofdHumandGenetics
TH2017THZcTHfZaUfaY 5.3 23

208 WiedemannURautenstrauchHsyndromehHoHphenotypeHanalysisVHAmericandJournaldofdMedicaldGeneticsqd
PartdATH2017THYeaTHYedaUYeeZ 2.5 23

207 octivatingHMutationsHofHRRoSZHoreHaHRareHqauseHofHéoonanHSyndromeVHAmericandJournaldofdHumand
GeneticsTH2019THYXbTHYZZaUYZaZ 11 23

206 oHnewHbioavailableHfenretinideHformulationHwithHantiproliferativeTHantimetabolicTHandHcytotoxicH
effectsHonHsolidHtumorsVHCelldDeathdanddDiseaseTH2019THYXTHcZg 9.8 23

205 éovelHSMorbHmutationHcausingHMyhreHsyndromeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH
2014THYdboTHYfacUbX 2.5 23

204 snhancedHhumanHbrainHassociativeHplasticityHinHqostelloHsyndromeVHJournaldofdPhysiologyTH2010THcffTHabbcUcd3.9 23
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203 ozzUassociatedHxoyYHmutationsHconferHhypersensitivityHtoHtheHantiproliferativeHeffectHofHtypeHwH
interferonVHBloodTH2010THYYcTHaZfeUgc 2.2 23

202 trameshiftHmutationsHatHtheHqUterminusHofHvwSTYvYsHresultHinHaHspecificHréoHhypomethylationH
signatureVHClinicaldEpigeneticsTH2020THYZTHe 7.7 23

201 MolecularHriversityHandHossociatedHβhenotypicHSpectrumHofHuermlineHqpzHMutationsVHHumand
MutationTH2015THadTHefeUgd 4.7 22

200 MutationsHinHtibronectinHqauseHaHSubtypeHofHSpondylometaphysealHrysplasiaHwithHJqornerH
tracturesJVHAmericandJournaldofdHumandGeneticsTH2017THYXYTHfYcUfZa 11 22

199 uenomicHduplicationHofHβTβéYYHisHanHuncommonHcauseHofHéoonanHsyndromeVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2009THYbgoTHZYZZUf 2.5 22

198
StructuralHandHfunctionalHeffectsHofHdiseaseUcausingHaminoHacidHsubstitutionsHaffectingHresiduesH
olaeZHandHuluedHofHtheHproteinHtyrosineHphosphataseHSvβUZVHProteins:dStructureqdFunctiondandd
BioinformaticsTH2007THddTHgdaUeb

4.2 22

197 βrotractedHlateHinfantileHceroidHlipofuscinosisHdueHtoHTββYHmutationshHqlinicalTHmolecularHandH
biochemicalHcharacterizationHinHthreeHsibsVHJournaldofdthedNeurologicaldSciencesTH2015THacdTHdcUeY 3.2 21

196 wdentificationHofHnovelHandHhotspotHmutationsHinHtheHchannelHdomainHofHwTβRYHinHtwoHpatientsHwithH
uillespieHsyndromeVHGeneTH2017THdZfTHYbYUYbc 3.8 20

195 vydropsHfetalisHinHaHpretermHnewbornHheterozygousHforHtheHcVboluHSvúqZHmutationVHAmericand
JournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHYXYcUZX 2.5 19

194
βrevalenceHofHsequenceHvariantsHinHtheHRoSUmitogenHactivatedHproteinHkinaseHsignalingHpathwayHinH
preUadolescentHchildrenHwithHhypertrophicHcardiomyopathyVHCirculation:dCardiovasculardGeneticsTH
2012THcTHaYeUZd

19

193 otrioventricularHcanalHdefectHinHpatientsHwithHRoSopathiesVHEuropeandJournaldofdHumandGeneticsTH
2013THZYTHZXXUb 5.3 19

192 oHnovelHmutationHinHérUtpYYHunveilsHaHnewHclinicalHphenotypeHassociatedHwithHlacticHacidosisHandH
sideroblasticHanemiaVHClinicaldGeneticsTH2017THgYTHbbYUbbe 4 18

191 MicrocephalyTHintractableHseizuresHandHdevelopmentalHdelayHcausedHbyHbiallelicHvariantsHinHTpqrhH
furtherHdelineationHofHaHnewHchaperoneUmediatedHtubulinopathyVHClinicaldGeneticsTH2017THgYTHeZcUeaf 4 18

190 SynonymousHuoToZHmutationsHresultHinHselectiveHlossHofHmutatedHRéoHandHareHcommonHinHpatientsH
withHuoToZHdeficiencyVHLeukemiaTH2020THabTHZdeaUZdfe 10.7 18

189 refectiveHkinesinHbindingHofHTUppZoHcausesHprogressiveHspasticHataxiaHsyndromeHresemblingH
sacsinopathyVHHumandMoleculardGeneticsTH2018THZeTHYfgZUYgXb 5.6 18

188 sxpandingHtheHclinicalHandHmolecularHspectrumHofHβRMTeHmutationshHaHadditionalHpatientsHandH
reviewVHClinicaldGeneticsTH2018THgaTHdecUdfY 4 18

187
WholeHexomeHsequencingHisHnecessaryHtoHclarifyHwrWrrHcasesHwithHdeHnovoHcopyHnumberHvariantsHofH
uncertainHsignificancehHTwoHproofUofUconceptHexamplesVHAmericandJournaldofdMedicaldGeneticsqdPartd
ATH2016THYeXTHYeeZUg

2.5 18

186 zongHtermHmemoryHprofileHofHdisordersHassociatedHwithHdysregulationHofHtheHRoSUMoβyHsignalingH
cascadeVHBehaviordGeneticsTH2011THbYTHbZaUg 3.2 18

(2011-2010)
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185
qounteractingHeffectsHoperatingHonHSrcHhomologyHZHdomainUcontainingHproteinUtyrosineH
phosphataseHZHPSvβZQHfunctionHdriveHselectionHofHtheHrecurrentHYdZrHandHYdaqHsubstitutionsHinH
éoonanHsyndromeVHJournaldofdBiologicaldChemistryTH2012THZfeTHZeXddUee

5.4 18

184 VisualHfunctionHinHéoonanHandHzsúβoRrHsyndromeVHNeuropediatricsTH2008THagTHaacUbX 1.6 18

183 zossUofUfunctionHmutationsHinHUrβUulucoseHdUrehydrogenaseHcauseHrecessiveHdevelopmentalH
epilepticHencephalopathyVHNaturedCommunicationsTH2020THYYTHcgc 17.4 18

182 sxpandingHtheHmolecularHdiversityHandHphenotypicHspectrumHofHglycerolHaUphosphateH
dehydrogenaseHYHdeficiencyVHJournaldofdInheriteddMetabolicdDiseaseTH2016THagTHdfgUdgc 5.4 18

181
sxpandingHtheHphenotypicHspectrumHofHtruncatingHβúuZHmutationshHossociationHwithHqéSH
malformationsTHskeletalHabnormalitiesTHandHdistinctiveHfacialHdysmorphismVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2017THYeaTHYgdcUYgdg

2.5 17

180 éeurobehavioralHfeaturesHinHindividualsHwithHyabukiHsyndromeVHMoleculardGeneticsdkamp;dGenomicd
MedicineTH2018THdTHaZZUaaY 2.3 17

179 reHéovoHVariantsHristurbingHtheHTransactivationHqapacityHofHβúUataHqauseHaHqharacteristicH
éeurodevelopmentalHrisorderVHAmericandJournaldofdHumandGeneticsTH2019THYXcTHbXaUbYZ 11 17

178
ResponseHtoHlongUtermHgrowthHhormoneHtherapyHinHpatientsHaffectedHbyHRoSopathiesHandHgrowthH
hormoneHdeficiencyhHβatternsHofHgrowthTHpubertyHandHfinalHheightHdataVHAmericandJournaldofdMedicald
GeneticsqdPartdATH2015THYdeoTHZefdUgb

2.5 17

177 βTβéYYHmutationsHinHchildhoodHacuteHlymphoblasticHleukemiaHoccurHasHaHsecondaryHeventH
associatedHwithHhighHhyperdiploidyVHLeukemiaTH2010THZbTHZaZUc 10.7 17

176 qopyHnumberHvariantsHinHautismHspectrumHdisordersVHProgressdindNeurorPsychopharmacologydandd
BiologicaldPsychiatryTH2019THgZTHbZYUbZe 5.5 16

175 piUallelicHVariantsHinHtheHuβwHTransamidaseHSubunitHβwuyHqauseHaHéeurodevelopmentalHSyndromeH
withHvypotoniaTHqerebellarHotrophyTHandHspilepsyVHAmericandJournaldofdHumandGeneticsTH2020THYXdTHbfbUbgc11 16

174 qlinicalHspectrumHofHyabukiUlikeHsyndromeHcausedHbyHvéRéβyHhaploinsufficiencyVHClinicaldGeneticsTH
2018THgaTHbXYUbXe 4 16

173 piallelicHmutationsHinHrYéqZzwYHareHaHrareHcauseHofHsllisUvanHqreveldHsyndromeVHClinicaldGeneticsTH
2018THgaTHdaZUdag 4 16

172 reHéovoHMissenseHVariantsHinHtpXWYYHqauseHriverseHrevelopmentalHβhenotypesHwncludingHprainTH
syeTHandHrigitHonomaliesVHAmericandJournaldofdHumandGeneticsTH2019THYXcTHdbXUdce 11 16

171 ocuteHlymphoblasticHleukaemiaHinHéoonanHsyndromeVHBritishdJournaldofdHaematologyTH2006THYaaTHbbfUcX 4.5 16

170 otrioventricularHcanalHdefectHandHgeneticHsyndromeshHTheHunifyingHroleHofHsonicHhedgehogVHClinicald
GeneticsTH2019THgcTHZdfUZed 4 16

169 piallelicHmutationsHinHtheHhomeodomainHofHéyXdUZHunderlieHaHsevereHhypomyelinatingH
leukodystrophyVHBrainTH2017THYbXTHZccXUZccd 11.2 15

168 ontiUvypothalamusHandHontiUβituitaryHoutoUantibodiesHinHRúvvorHSyndromehHodditionalHsvidenceH
SupportingHanHoutoimmuneHstiopathogenesisVHHormonedResearchdindPaediatricsTH2019THgZTHYZbUYaZ 3.3 15
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167 époSHpathogenicHvariantshHrefiningHtheHassociatedHclinicalHandHfacialHphenotypeHandH
genotypeUphenotypeHcorrelationsVHHumandMutationTH2019THbXTHeZYUeZf 4.7 15

166 recreasedHboneHmineralHdensityHinHqostelloHsyndromeVHMoleculardGeneticsdanddMetabolismTH2014TH
YYYTHbYUc 3.7 15

165 βhenotypicHvariabilityHassociatedHwithHtheHinvariantHSvúqZHcVboluHPpVSerZulyQHmissenseHmutationVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHaYZXUc 2.5 15

164 oHcompetitiveHβqRUbasedHmethodHtoHmeasureHhumanHfibroblastHgrowthHfactorHreceptorHYUbH
PtutRYUbQHgeneHexpressionVHDNAdanddCelldBiologyTH2001THZXTHadeUeg 3.6 15

163 qongenitalHheartHdefectsHinHéoonanHsyndromeHandHRwTYHmutationVHGeneticsdindMedicineTH2016THYfTHYaZX 8.1 15

162 RoleHofHréoHMethylationHβrofileHinHriagnosingHostroblastomahHoHqaseHReportHandHziteratureH
ReviewVHFrontiersdindGeneticsTH2019THYXTHagY 4.5 14

161 éovelHUHtusionHueneHinHβediatricHspendymomasHriscoveredHbyHqlonalHsxpansionHofHStemHqellsHinH
obsenceHofHsxogenousHMitogensVHCancerdResearchTH2017THeeTHcfdXUcfeZ 10.1 14

160 qyclosporineHattenuatesHcardiomyocyteHhypertrophyHinducedHbyHRotYHmutantsHinHéoonanHandH
zsúβoRrHsyndromesVHJournaldofdMoleculardanddCellulardCardiologyTH2011THcYTHbUYc 5.8 14

159 RatHnicastrinHgenehHcréoHisolationTHmRéoHvariantsHandHexpressionHpatternHanalysisVHMoleculardBraind
ResearchTH2005THYadTHYZUZZ 14

158 rifferencesHinHtheHprevalenceHofHβTβéYYHmutationsHinHtopHMcHpaediatricHacuteHmyeloidHleukaemiaVH
BritishdJournaldofdHaematologyTH2005THYaXTHfXYUa 4.5 14

157 octivatingHMRoSHmutationsHcauseHéoonanHsyndromeHassociatedHwithHhypertrophicHcardiomyopathyVH
HumandMoleculardGeneticsTH2020THZgTHYeeZUYefa 5.6 14

156 βsychopathologicalHfeaturesHinHéoonanHsyndromeVHEuropeandJournaldofdPaediatricdNeurologyTH2018TH
ZZTHYeXUYee 3.8 13

155 tibroblastHgrowthHfactorHreceptorHmutationalHscreeningHinHnewbornsHaffectedHbyHmetopicH
synostosisVHChildlsdNervousdSystemTH1999THYcTHafgUgaiHdiscussionHagaUb 1.7 13

154 qolorectalHcancerHspheroidHbiobankshHmultiUlevelHapproachesHtoHdrugHsensitivityHstudiesVHCelldBiologyd
anddToxicologyTH2018THabTHbcgUbdg 7.4 12

153 éaturalHhistoryHandHlifeUthreateningHcomplicationsHinHMyhreHsyndromeHandHreviewHofHtheHliteratureVH
EuropeandJournaldofdPediatricsTH2016THYecTHYaXeUYc 4.1 12

152 qlinicalHlumpingHandHmolecularHsplittingHofHzsúβoRrHandHétYWétYUéoonanHsyndromesVHAmericand
JournaldofdMedicaldGeneticsqdPartdATH2007THYbaoTHYXXgUYY 2.5 12

151 wnfantileUúnsetHSyndromicHqerebellarHotaxiaHandHqoqéoYuHMutationsVHPediatricdNeurologyTH2020TH
YXbTHbXUbc 2.9 12

150 vistoneHvaVaHbeyondHcancerhHuermlineHmutationsHinHcauseHaHpreviouslyHunidentifiedH
neurodegenerativeHdisorderHinHbdHpatientsVHSciencedAdvancesTH2020THdTH 14.3 12

(2020-2019)
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149
SβséHhaploinsufficiencyHcausesHaHneurodevelopmentalHdisorderHoverlappingHproximalHYpadH
deletionHsyndromeHwithHanHepisignatureHofHXHchromosomesHinHfemalesVHAmericandJournaldofdHumand
GeneticsTH2021THYXfTHcXZUcYd

11 12

148 oberrantHvRoSHtranscriptHprocessingHunderliesHaHdistinctiveHphenotypeHwithinHtheHRoSopathyH
clinicalHspectrumVHHumandMutationTH2017THafTHegfUfXb 4.7 11

147 βainHinHindividualsHwithHRoSopathieshHβrevalenceHandHclinicalHcharacterizationHinHaHsampleHofHfXH
affectedHpatientsVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2019THYegTHgbXUgbe 2.5 11

146 SvúqZHsubcellularHshuttlingHrequiresHtheHysysHmotifUrichHregionHandHéUterminalHleucineUrichHrepeatH
domainHandHimpactsHonHsRyHsignallingVHHumandMoleculardGeneticsTH2016THZcTHafZbUafac 5.6 11

145 wsoformUspecificHétYHmRéoHlevelsHcorrelateHwithHdiseaseHseverityHinHéeurofibromatosisHtypeHYVH
OrphanetdJournaldofdRaredDiseasesTH2019THYbTHZdY 4.2 11

144 TheHphenotypicHandHmolecularHspectrumHofHβsvúHsyndromeHandHβsvúUlikeHdisordersVHBrainTH2017TH
YbXTHebg 11.2 11

143 scoRwTHRsawTHandHMspwHRtzβsHofHtheHqúzYoZHgeneHPtypeHwHcollagenQHinHtheHqayapaTHaHéativeHomericanH
populationHofHscuadorVHHumandBiologyTH1994THddTHgegUfg 1.2 11

142 ueneticHcharacterizationHofHtheHqayapaHwndiansHofHscuadorHandHtheirHgeneticHrelationshipsHtoHotherH
éativeHomericanHpopulationsVHHumandBiologyTH1994THddTHZggUaZZ 1.2 11

141 reHéovoHVβSboHMutationsHqauseHMultisystemHriseaseHwithHobnormalHéeurodevelopmentVH
AmericandJournaldofdHumandGeneticsTH2020THYXeTHYYZgUYYbf 11 11

140 VariantsHofHSúSZHareHaHrareHcauseHofHéoonanHsyndromeHwithHparticularHpredispositionHforHlymphaticH
complicationsVHEuropeandJournaldofdHumandGeneticsTH2021THZgTHcYUdX 5.3 11

139 sxpandingHtheHclinicalHspectrumHassociatedHwithHβoqSZHmutationsVHClinicaldGeneticsTH2019THgcTHcZcUcaY 4 10

138 βúuZUrelatedHepilepsyhHqaseHreportHandHreviewHofHtheHliteratureVHAmericandJournaldofdMedicald
GeneticsqdPartdATH2019THYegTHYdaYUYdad 2.5 10

137 oHsecondHcohortHofHqvraHpatientsHexpandsHtheHmolecularHmechanismsHknownHtoHcauseHSnijdersH
plokUqampeauHsyndromeVHEuropeandJournaldofdHumandGeneticsTH2020THZfTHYbZZUYbaY 5.3 10

136 réoHMethylationHβrofilingHforHriagnosingHUndifferentiatedHSarcomaHwithHqapicuaHTranscriptionalH
ReceptorHPQHolterationsVHInternationaldJournaldofdMoleculardSciencesTH2020THZYTH 6.3 10

135 veterozygousHmissenseHmutationsHinHétoTqYHareHassociatedHwithHatrioventricularHseptalHdefectVH
HumandMutationTH2018THagTHYbZfUYbbY 4.7 10

134 rystoniaHinHqostelloHsyndromeVHParkinsonismdanddRelateddDisordersTH2012THYfTHegfUfXX 3.6 10

133 onalysisHofHthreeHRtzβsHofHtheHqúzYoZHPTypeHwHqollagenQHinHtheHomharaHandHtheHúromoHofHsthiopiaVH
AnnalsdofdHumandBiologyTH2002THZgTHbaZUbY 1.7 10

132 turtherHdelineationHofHtheHclinicalHspectrumHofHyoTdpHdisordersHandHallelicHseriesHofHpathogenicH
variantsVHGeneticsdindMedicineTH2020THZZTHYaafUYabe 8.1 9
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131 qoUoccurringHWoRSZHandHqvRéodHmutationsHinHaHchildHwithHaHsevereHformHofHinfantileHparkinsonismVH
ParkinsonismdanddRelateddDisordersTH2020THeZTHecUeg 3.6 9

130 tunctionalHevaluationHofHnaturalHkillerHcellHcytotoxicHactivityHinHétypZUmutatedHpatientsVH
ImmunologydLettersTH2018THYgbTHbXUba 4.1 9

129 rifferentialHsffectsHofHvRoSHMutationHonHzTβUzikeHoctivityHwnducedHbyHrifferentHβrotocolsHofH
RepetitiveHTranscranialHMagneticHStimulationVHBraindStimulationTH2016THgTHaaUf 5.1 9

128 qlinicalHandHfunctionalHcharacterizationHofHtwoHnovelHZpTpZXHmutationsHcausingHβrimroseH
syndromeVHHumandMutationTH2018THagTHgcgUgdb 4.7 9

127 oHβTβéYYHalleleHencodingHaHcatalyticallyHimpairedHSvβZHproteinHinHaHpatientHwithHaHéoonanH
syndromeHphenotypeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2014THYdboTHZacYUc 2.5 9

126 wncreasedHsleepHspindleHactivityHinHpatientsHwithHqostelloHsyndromeHPvRoSHgeneHmutationQVHJournald
ofdClinicaldNeurophysiologyTH2011THZfTHaYbUf 2.2 9

125 ReactiveHoxygenHspeciesHandHepidermalHgrowthHfactorHareHantagonisticHcuesHcontrollingHSvβUZH
dimerizationVHMoleculardanddCellulardBiologyTH2012THaZTHYggfUZXXg 4.8 9

124 wnductionHofHbothHqrfSHandHqrbSHTUcellUmediatedHresponsesHinHcolorectalHcancerHpatientsHbyHcolonH
antigenUYVHClinicaldCancerdResearchTH2008THYbTHeZgZUaXa 12.9 9

123 VarueniusHexecutesHcohortUlevelHréoUseqHvariantHcallingHandHannotationHandHallowsHtoHmanageHtheH
resultingHdataHthroughHaHβostgreSQzHdatabaseVHBMCdBioinformaticsTH2018THYgTHbee 3.6 9

122 éeurotransmitterHtraffickingHdefectHinHaHpatientHwithHclathrinHPqzTqQHvariationHpresentingHwithH
intellectualHdisabilityHandHearlyUonsetHparkinsonismVHParkinsonismdanddRelateddDisordersTH2019THdYTHZXeUZYX3.6 9

121 reHnovoHpVTadZRHmutationHinHMúRqZHcausesHearlyHonsetHcerebellarHataxiaTHaxonalHpolyneuropathyH
andHnocturnalHhypoventilationVHBrainTH2017THYbXTHeab 11.2 8

120 olterationsHinHmetabolicHpatternsHhaveHaHkeyHroleHinHdiagnosisHandHprogressionHofHprimroseH
syndromeVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2017THYeaTHYfgdUYgXZ 2.5 8

119 βrevalenceTHTypeTHandHMolecularHSpectrumHofHMutationsHinHβatientsHwithHéeurofibromatosisHTypeHYH
andHqongenitalHveartHriseaseVHGenesTH2019THYXTH 4.2 8

118 uvHTherapyHandHfirstHfinalHheightHdataHinHéoonanUlikeHsyndromeHwithHlooseHanagenHhairHPMazzantiH
syndromeQVHAmericandJournaldofdMedicaldGeneticsqdPartdATH2013THYdYoTHZecdUdY 2.5 8

117 vyperthrophicHcardiomyopathyHandHtheHβTβéYYHgeneVHAmericandJournaldofdMedicaldGeneticsqdPartdATH
2005THYadTHgaUb 2.5 8

116 SqUpsaHlossUofUfunctionHcausesHaHrecognizableHrecessiveHdevelopmentalHdisorderHdueHtoHdefectiveH
boneHmorphogeneticHproteinHsignalingVHAmericandJournaldofdHumandGeneticsTH2021THYXfTHYYcUYaa 11 8

115 piallelicHVariantsHinHtheHéuclearHβoreHqomplexHβroteinHéUβgaHoreHossociatedHwithHéonUprogressiveH
qongenitalHotaxiaVHCerebellumTH2019THYfTHbZZUbaZ 4.3 7

114
piUallelicHzotHéRRúSHVariantsHwmpairingHoctiveHTutU˛†YHreliveryHqauseHaHSevereHwnfantileUúnsetH
éeurodegenerativeHqonditionHwithHwntracranialHqalcificationVHAmericandJournaldofdHumandGeneticsTH
2020THYXdTHccgUcdg

11 7
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113 oHmildHformHofHadenylosuccinateHlyaseHdeficiencyHinHabsenceHofHtypicalHbrainHMRwHfeaturesHdiagnosedH
byHwholeHexomeHsequencingVHItaliandJournaldofdPediatricsTH2017THbaTHdc 3.2 7

112 sxpandingHtheHhistopathologicalHspectrumHofHqtzZUrelatedHmyopathiesVHClinicaldGeneticsTH2018THgaTHYZabUYZag4 7

111 TranscriptionalHhallmarksHofHéoonanHsyndromeHandHéoonanUlikeHsyndromeHwithHlooseHanagenHhairVH
HumandMutationTH2012THaaTHeXaUg 4.7 7

110 éoonanHsyndromeUlikeHdisorderHwithHlooseHanagenHhairhHaHsecondHcaseHwithHneuroblastomaVH
AmericandJournaldofdMedicaldGeneticsqdPartdATH2015THYdeoTHYgXZUe 2.5 7

109 pqMUgcHandHPZUhydroxypropylQU˛†UcyclodextrinHreverseHautophagyHdysfunctionHandHdepleteHstoredH
lipidsHinHSapHqUdeficientHfibroblastsVHHumandMoleculardGeneticsTH2015THZbTHbYgfUZYY 5.6 7

108 uerodermaHosteodysplasticaHmapsHtoHaHbHMbHlocusHonHchromosomeHYqZbVHAmericandJournaldofd
MedicaldGeneticsqdPartdATH2008THYbdoTHaXabUe 2.5 7

107 RapidHcommunicationhHnucleotideHsequenceHofHporcineHandHovineHtRéoPzysQHandHoTβasefH
mitochondrialHgenesVHJournaldofdAnimaldScienceTH1998THedTHZZXeUf 0.7 7

106 oHRecurrentHuainUofUtunctionHMutationHinHqzqédTHsncodingHtheHqlqUdHqlWvUsxchangerTHqausesH
sarlyUúnsetHéeurodegenerationVHAmericandJournaldofdHumandGeneticsTH2020THYXeTHYXdZUYXee 11 7

105 MusculoUskeletalHphenotypeHofHqostelloHsyndromeHandHcardioUfacioUcutaneousHsyndromehHinsightsH
onHtheHfunctionalHassessmentHstatusVHOrphanetdJournaldofdRaredDiseasesTH2021THYdTHba 4.2 7

104 sxomeHsequencingHinHchildrenHofHwomenHwithHskewedHXUinactivationHidentifiesHatypicalHcasesHandH
complexHphenotypesVHEuropeandJournaldofdPaediatricdNeurologyTH2017THZYTHbecUbfb 3.8 6

103 qlinicalHandHfunctionalHcharacterizationHofHaHnovelHRoSopathyUcausingHSvúqZHmutationHassociatedH
withHprenatalUonsetHhypertrophicHcardiomyopathyVHHumandMutationTH2019THbXTHYXbdUYXcd 4.7 6

102 StructuralHreterminantsHofHβhosphopeptideHpindingHtoHtheHéUTerminalHSrcHvomologyHZHromainHofH
theHSvβZHβhosphataseVHJournaldofdChemicaldInformationdanddModelingTH2020THdXTHaYceUaYeY 6.1 6

101
sthnobotanyHofHdyeHplantsHinHSouthernHwtalyTHMediterraneanHpasinhHfloristicHcatalogHandHtwoH
centuriesHofHanalysisHofHtraditionalHbotanicalHknowledgeHheritageVHJournaldofdEthnobiologydandd
EthnomedicineTH2020THYdTHaY

3.9 6

100 otypicalHcardiacHdefectsHinHpatientsHwithHRoSopathieshHUpdatedHdataHonHqoRésTHstudyVHBirthd
DefectsdResearchTH2020THYYZTHeZcUeaY 2.9 6

99 piallelicHTRéTYHvariantsHinHaHchildHwithHpHcellHimmunodeficiencyTHperiodicHfeverHandHdevelopmentalH
delayHwithoutHsideroblasticHanemiaHPSwtrHvariantQVHImmunologydLettersTH2020THZZcTHdbUdc 4.1 6

98 oHsyndromicHextremeHinsulinHresistanceHcausedHbyHbiallelicHmutationsHinHexonHYXVHEuropeandJournald
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