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j Paper IF Citations

292 γossKofKzRwcsPγKimpairsKneuronalKmaintenanceKthroughKexcessKWntKsignalingYYKSciencebAdvancesWK
2022WKiWKeablfgbd 14.3 1

291
ModelingKPatientXSpecificKMuscularKuystrophyKPhenotypesKandKTherapeuticKResponsesKinK
ReprogrammedKMyotubesKvngineeredKonKMicromoldedKxelatinKyydrogelsYYKFrontiersbinbCellbandb
DevelopmentalbBiologyWK2022WKbaWKidaebf

5.7 1

290 taseKReportkKWholeKvxomeKSequencingKzdentifiesKtompoundKyeterozygousKVariantsKinKxeneK
tausingKαuvenileKyypertrophicKtardiomyopathyYYKFrontiersbinbCardiovascularbMedicineWK2021WKiWKhjijif 5.4 0

289 vxpandingKtheKgenotypicKandKphenotypicKspectrumKinKaKdiverseKcohortKofKbaeKindividualsKwithK
WiedemannXSteinerKsyndromeYKAmericanbJournalbofbMedicalbGeneticsnbPartbAWK2021WKbifWKbgejXbggf 2.5 0

288 vzwdwXrelatedKneurodevelopmentalKdisorderkKrefiningKtheKphenotypicKandKexpandingKtheKmolecularK
spectrumYKOrphanetbJournalbofbRarebDiseasesWK2021WKbgWKbdg 4.2 1

287 VariantsKinKPRβrRbsKcauseKaKneurodevelopmentalKdisorderKwithKautismKspectrumKdisorderWKapraxiaWK
andKinsensitivityKtoKpainYKGeneticsbinbMedicineWK2021WKcdWKbegfXbehd 8.1 1

286 xenotypeXphenotypeKcorrelationsKandKnovelKmolecularKinsightsKintoKtheKuyXdaXassociatedK
neurodevelopmentalKdisordersYKGenomebMedicineWK2021WKbdWKja 14.4 2

285 MosaicKdeKnovoKgeneKvariantKassociatedKwithKPraderXWilliKsyndromeYKJournalbofbMedicalbGeneticsWK
2021WK 5.8 1

284 tOVzuXbjKdrugKrepurposingkKSummaryKstatisticsKonKcurrentKclinicalKtrialsKandKpromisingKuntestedK
candidatesYKTransboundarybandbEmergingbDiseasesWK2021WKgiWKdbdXdbh 4.2 16

283 QuantitativeKimmunoXmassKspectrometryKimagingKofKskeletalKmuscleKdystrophinYKScientificbReportsWK
2021WKbbWKbbci 4.9 4

282 vxpansionKofKNvUROucKphenotypesKtoKincludeKdevelopmentalKdelayKwithoutKseizuresYKAmericanb
JournalbofbMedicalbGeneticsnbPartbAWK2021WKbifWKbahgXbaia 2.5 2

281 tommonalitiesKacrossKcomputationalKworkflowsKforKuncoveringKexplanatoryKvariantsKinK
undiagnosedKcasesYKGeneticsbinbMedicineWK2021WKcdWKbahfXbaif 8.1 2

280 RecessiveKciliopathyKmutationsKinKprimaryKendocardialKfibroelastosiskKaKrareKneonatalK
cardiomyopathyKinKaKcaseKofKrlstromKsyndromeYKJournalbofbMolecularbMedicineWK2021WKjjWKbgcdXbgdi 5.5 0

279 NovelKNUuTcKvariantKcausesKintellectualKdisabilityKandKpolyneuropathyYKAnnalsbofbClinicalbandb
TranslationalbNeurologyWK2020WKhWKcdcaXcdcf 5.3 0

278 MPvxbZPerforinXcKyaploinsufficiencyKrssociatedKPolymicrobialKSkinKznfectionsKandKtonsiderationsK
forKznterferonX˛‡KTherapyYKFrontiersbinbImmunologyWK2020WKbbWKgabfie 8.4 3

277
xeneticKcharacterizationKandKlongXtermKmanagementKofKseverelyKaffectedKsiblingsKwithKintellectualK
developmentalKdisorderKwithKcardiacKarrhythmiaKsyndromeYKMolecularbGeneticsbandbMetabolismb
ReportsWK2020WKcdWKbaafic

1.8 2

276 xeneXenvironmentKregulationKofKchamberXspecificKmaturationKduringKhypoxemicKperinatalK
circulatoryKtransitionYKJournalbofbMolecularbMedicineWK2020WKjiWKbaajXbaca 5.5
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275 uisseminatedKtoccidioidomycosisKTreatedKwithKznterferonX˛‡KandKuupilumabYKNewbEnglandbJournalb
ofbMedicineWK2020WKdicWKcddhXcded 59.2 10

274 TheKfrontiersKofKsequencingKinKundiagnosedKneurodevelopmentalKdiseasesYKCurrentbOpinionbinb
GeneticsbandbDevelopmentWK2020WKgfWKhgXid 4.9 1

273 PppbrbbXlncRNrKinhibitsKPRtcKatKmyogenicKregulatoryKgenesKtoKpromoteKcardiacKandKskeletalK
muscleKdevelopmentKinKmouseKandKhumanYKRnaWK2020WKcgWKeibXejb 5.8 14

272 MyopathyKassociatedKwithKhomozygousKPYROXubKpathogenicKvariantsKdetectedKbyKgenomeK
sequencingYKNeuropathologyWK2020WKeaWKdacXdah 2 3

271 xrTrucsXassociatedKneurodevelopmentalKdisorderKSxrNuTkKclinicalKandKmolecularKinsightsKintoKaK
NuRuXrelatedKdisorderYKGeneticsbinbMedicineWK2020WKccWKihiXiii 8.1 9

270 rKdiagnosticKceilingKforKexomeKsequencingKinKcerebellarKataxiaKandKrelatedKneurologicalKdisordersYK
HumanbMutationWK2020WKebWKeihXfab 4.7 24

269 tongenitalKmyasthenicKsyndromeKcausedKbyKaKframeshiftKinsertionKmutationKinYKNeurology:bGeneticsWK
2020WKgWKeegi 3.8 3

268 MitchellXRileyKsyndromeKiPStsKexhibitKreducedKpancreaticKendodermKdifferentiationKdueKtoKaK
mutationKinYKDevelopmentbjCambridgekWK2020WKbehWK 6.6 3

267 rKwellXtoleratedKcoreKneedleKmuscleKbiopsyKprocessKsuitableKforKchildrenKandKadultsYKMusclebandb
NerveWK2020WKgcWKgiiXgji 3.4 5

266 uiagnosticKutilityKofKtranscriptomeKsequencingKforKrareKMendelianKdiseasesYKGeneticsbinbMedicineWK
2020WKccWKejaXejj 8.1 60

265 PartialKγossKofKUSPjXKwunctionKγeadsKtoKaKMaleKNeurodevelopmentalKandKsehavioralKuisorderK
tonvergingKonKTransformingKxrowthKwactorK˛†KSignalingYKBiologicalbPsychiatryWK2020WKihWKbaaXbbc 7.9 19

264 SpectrumKofKneurodevelopmentalKdiseaseKassociatedKwithKtheKxNrObKguanosineK
triphosphateXbindingKregionYKEpilepsiaWK2019WKgaWKeagXebi 6.4 26

263 yeterozygousKvariantsKinKMYsPtbKareKassociatedKwithKanKexpandedKneuromuscularKphenotypeK
beyondKarthrogryposisYKHumanbMutationWK2019WKeaWKbbbfXbbcg 4.7 7

262 zgxeXrelatedKdiseasekKrssociationKwithKaKrareKgeneKvariantKexpressedKinKcytotoxicKTKcellsYKMolecularb
Geneticsbhamp;bGenomicbMedicineWK2019WKhWKegig 2.3 6

261 rKtoolkitKforKgeneticsKprovidersKinKfollowXupKofKpatientsKwithKnonXdiagnosticKexomeKsequencingYK
JournalbofbGeneticbCounselingWK2019WKciWKcbdXcci 2.5 4

260 rKcomprehensiveKiterativeKapproachKisKhighlyKeffectiveKinKdiagnosingKindividualsKwhoKareKexomeK
negativeYKGeneticsbinbMedicineWK2019WKcbWKbgbXbhc 8.1 36

259 MagneticKResonanceKzmagingKcharacteristicsKinKcaseKofKTORbrzPbKmuscularKdystrophyYKClinicalb
ImagingWK2019WKfiWKbaiXbbd 2.7 4

258 TargetingKRyRKrctivityKsoostsKrntisenseKvxonKeeKandKefKSkippingKinKyumanKuMuKSkeletalKorK
tardiacKMuscleKtultureKModelsYKMolecularbTherapybobNucleicbAcidsWK2019WKbiWKfiaXfij 10.7 7

(2019-2020)
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257 SγtdfrcXtuxkKwunctionalKcharacterizationWKexpandedKmolecularWKclinicalWKandKbiochemicalK
phenotypesKofKdaKunreportedKzndividualsYKHumanbMutationWK2019WKeaWKjaiXjcf 4.7 23

256 γargeKinXframeKfRKdeletionsKinKuMuKassociatedKwithKmildKuuchenneKmuscularKdystrophykKTwoKcaseK
reportsKandKaKreviewKofKtheKliteratureYKNeuromuscularbDisordersWK2019WKcjWKigdXihd 2.9 4

255 xeneXenvironmentKregulatoryKcircuitsKofKrightKventricularKpathologyKinKtetralogyKofKfallotYKJournalbofb
MolecularbMedicineWK2019WKjhWKbhbbXbhcc 5.5 3

254 ueKnovoKtruncatingKvariantsKinKtheKintronlessKzRwcsPγKareKresponsibleKforKdevelopmentalKepilepticK
encephalopathyYKGeneticsbinbMedicineWK2019WKcbWKbaaiXbabe 8.1 18

253 vvidenceXsasedKtonsensusKandKSystematicKReviewKonKReducingKtheKTimeKtoKuiagnosisKofKuuchenneK
MuscularKuystrophyYKJournalbofbPediatricsWK2019WKcaeWKdafXdbdYebe 3.6 17

252
vxpandingKtheKSpectrumKofKsrwXRelatedKuisorderskKueKNovoKVariantsKinKSMrRttcKtauseKaK
SyndromeKwithKzntellectualKuisabilityKandKuevelopmentalKuelayYKAmericanbJournalbofbHumanb
GeneticsWK2019WKbaeWKbgeXbhi

11 27

251 βrTgrKSyndromekKgenotypeXphenotypeKcorrelationKinKhgKpatientsKwithKpathogenicKβrTgrKvariantsYK
GeneticsbinbMedicineWK2019WKcbWKifaXiga 8.1 33

250 uuspgKisKaKgeneticKmodifierKofKgrowthKthroughKenhancedKvRβKactivityYKHumanbMolecularbGeneticsWK
2019WKciWKchjXcij 5.6 3

249 VariantKinKhumanKPOwUTbKreducesKenzymaticKactivityKandKlikelyKcausesKaKrecessiveKmicrocephalyWK
globalKdevelopmentalKdelayKwithKcardiacKandKvascularKfeaturesYKGlycobiologyWK2018WKciWKchgXcid 5.8 16

248 vRssdKandKNxwRKmarkKaKdistinctKskeletalKmuscleKprogenitorKcellKinKhumanKdevelopmentKandKhPStsYK
NaturebCellbBiologyWK2018WKcaWKegXfh 23.4 102

247 talpainKdKandKtaMβzz˛†KsignalingKareKrequiredKtoKinduceKySPhaKnecessaryKforKadaptiveKmuscleK
growthKafterKatrophyYKHumanbMolecularbGeneticsWK2018WKchWKbgecXbgfd 5.6 15

246 rKhomozygousKlossXofXfunctionKmutationKcausesKgrowthKdelayWKfrequentKseizuresKandKsevereK
intellectualKdisabilityYKELifeWK2018WKhWK 8.9 24

245 zRwcsPγKzsKrssociatedKwithKNeurologicalKPhenotypesYKAmericanbJournalbofbHumanbGeneticsWK2018WK
badWKcefXcga 11 39

244 zdentificationKofKnovelKcandidateKgenesKforKegWXYKdisordersKofKsexKdevelopmentKSuSuTKusingKaK
tfhsγZgαXYKmouseKmodelYKBiologybofbSexbDifferencesWK2018WKjWKi 9.3 7

243 RepurposingKuantroleneKforKγongXTermKtombinationKTherapyKtoKPotentiateKrntisenseXMediatedK
uMuKvxonKSkippingKinKtheKmdxKMouseYKMolecularbTherapybobNucleicbAcidsWK2018WKbbWKbiaXbjb 10.7 5

242 uMuKgenotypeKcorrelationsKfromKtheKuuchenneKRegistrykKvndogenousKexonKskippingKisKaKfactorKinK
prolongedKambulationKforKindividualsKwithKaKdefinedKmutationKsubtypeYKHumanbMutationWK2018WKdjWKbbjdXbcac4.7 39

241 talculatingKtheKstatisticalKsignificanceKofKrareKvariantsKcausalKforKMendelianKandKcomplexKdisordersYK
BMCbMedicalbGenomicsWK2018WKbbWKfd 3.7 9

240 siXallelicKTMvMjeKTruncatingKVariantsKrreKrssociatedKwithKNeurodevelopmentalKuelayWKtongenitalK
yeartKuefectsWKandKuistinctKwacialKuysmorphismYKAmericanbJournalbofbHumanbGeneticsWK2018WKbadWKjeiXjgh11 8
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239 tardiacKMRzKbiomarkersKforKuuchenneKmuscularKdystrophyYKBiomarkersbinbMedicineWK2018WKbcWKbchbXbcij 2.3 11

238 vffectKofKxeneticKuiagnosisKonKPatientsKwithKPreviouslyKUndiagnosedKuiseaseYKNewbEnglandbJournalb
ofbMedicineWK2018WKdhjWKcbdbXcbdj 59.2 129

237 ValidationKandKuetectionKofKvxonKSkippingKsoostersKinKuMuKPatientKtellKModelsKandKmdxKMouseYK
MethodsbinbMolecularbBiologyWK2018WKbiciWKdajXdcg 1.4 4

236 TheKUndiagnosedKuiseasesKNetworkkKrcceleratingKuiscoveryKaboutKyealthKandKuiseaseYKAmericanb
JournalbofbHumanbGeneticsWK2017WKbaaWKbifXbjc 11 102

235 rKRecurrentKueKNovoKVariantKinKNrttbKtausesKaKSyndromeKtharacterizedKbyKznfantileKvpilepsyWK
tataractsWKandKProfoundKuevelopmentalKuelayYKAmericanbJournalbofbHumanbGeneticsWK2017WKbaaWKdedXdfb 11 23

234 yomozygousKmutationKinKleadsKtoKmicrocephalyKwithKsteroidXresistantKnephroticKconditionKsimilarK
toKxallowayXMowatKsyndromeYKJournalbofbMedicalbGeneticsWK2017WKfeWKdjjXead 5.8 34

233 wurKrpprovalKofKvteplirsenKforKMuscularKuystrophyYKJAMAbobJournalbofbthebAmericanbMedicalb
AssociationWK2017WKdbhWKbeia 27.4 13

232 γossKofKNardilysinWKaKMitochondrialKtoXchaperoneKforK˛–XβetoglutarateKuehydrogenaseWKPromotesK
mTORtbKrctivationKandKNeurodegenerationYKNeuronWK2017WKjdWKbbfXbdb 13.9 65

231 rssociationKofKSexKWithKRecurrenceKofKrutismKSpectrumKuisorderKrmongKSiblingsYKJAMAbPediatricsWK
2017WKbhbWKbbahXbbbc 8.3 41

230 NextXgenerationKmappingkKaKnovelKapproachKforKdetectionKofKpathogenicKstructuralKvariantsKwithKaK
potentialKutilityKinKclinicalKdiagnosisYKGenomebMedicineWK2017WKjWKja 14.4 49

229 RareKdeleteriousKmutationsKareKassociatedKwithKdiseaseKinKbipolarKdisorderKfamiliesYKMolecularb
PsychiatryWK2017WKccWKbaajXbabe 15.1 23

228 rKPathKtoKzmplementKPrecisionKthildKyealthKtardiovascularKMedicineYKFrontiersbinbCardiovascularb
MedicineWK2017WKeWKdg 5.4 7

227 γeveragingKancestryKtoKimproveKcausalKvariantKidentificationKinKexomeKsequencingKforKmonogenicK
disordersYKEuropeanbJournalbofbHumanbGeneticsWK2016WKceWKbbdXj 5.3 0

226 γossKofKfunctionKofKSγtcfregKcausesKlethalKcongenitalKpontocerebellarKhypoplasiaYKBrainWK2016WKbdjWKcihhXcija11.2 58

225 TruncatingKmutationsKinKrPPKcauseKaKdistinctKneurologicalKphenotypeYKAnnalsbofbNeurologyWK2016WK
iaWKefgXga 9.4 8

224 αointKmouseXhumanKphenomeXwideKassociationKtoKtestKgeneKfunctionKandKdiseaseKriskYKNatureb
CommunicationsWK2016WKhWKbaege 17.4 91

223 MissenseXdepletedKregionsKinKpopulationKexomesKimplicateKrasKsuperfamilyKnucleotideXbindingK
proteinKalterationKinKpatientsKwithKbrainKmalformationYKNpjbGenomicbMedicineWK2016WKbWK 6.2 26

222 ReciprocalKRegulationKofKtheKtardiacKvpigenomeKbyKthromatinKStructuralKProteinsKymgbKandKttcfkK
zMPγztrTzONSKwORKTRrNStRzPTzONrγKRvxUγrTzONYKJournalbofbBiologicalbChemistryWK2016WKcjbWKbfeciXeg5.4 18

(2016-2018)
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221 TheKcaseKforKeteplirsenkKPavingKtheKwayKforKprecisionKmedicineYKMolecularbGeneticsbandbMetabolismWK
2016WKbbiWKhaXb 3.7 10

220 rKnovelKztβKmutationKcausesKciliaryKdisruptionKandKlethalKendocrineXcerebroXosteodysplasiaK
syndromeYKCiliaWK2016WKfWKi 5.5 29

219 wailureKtoKupXregulateKtranscriptionKofKgenesKnecessaryKforKmuscleKadaptationKunderliesKlimbKgirdleK
muscularKdystrophyKcrKScalpainopathyTYKHumanbMolecularbGeneticsWK2016WKcfWKcbjeXccah 5.6 21

218 rKSingleKtRzSPRXtasjKueletionKStrategyKthatKTargetsKtheKMajorityKofKuMuKPatientsKRestoresK
uystrophinKwunctionKinKhiPStXuerivedKMuscleKtellsYKCellbStembCellWK2016WKbiWKfddXea 18 233

217 tlinicalKaggressivenessKofKmalignantKgliomasKisKlinkedKtoKaugmentedKmetabolismKofKaminoKacidsYK
JournalbofbNeurooOncologyWK2016WKbciWKfhXgg 4.8 17

216
vxomeKSequencingKzdentifiedKaKSpliceKSiteKMutationKinKwyγbKthatKtausesKUruguayKSyndromeWKanK
XXγinkedKuisorderKWithKSkeletalKMuscleKyypertrophyKandKPrematureKtardiacKueathYKCirculation:b
CardiovascularbGeneticsWK2016WKjWKbdaXf

7

215 uemographicallyXsasedKvvaluationKofKxenomicKRegionsKunderKSelectionKinKuomesticKuogsYKPLoSb
GeneticsWK2016WKbcWKebaafifb 6 56

214 PleiotropicKMechanismsKzndicatedKforKSexKuifferencesKinKrutismYKPLoSbGeneticsWK2016WKbcWKebaagecf 6 45

213 TheKfunctionalKOXmannoseKglycanKonK˛–XdystroglycanKcontainsKaKphosphoXribitolKprimedKforK
matriglycanKadditionYKELifeWK2016WKfWK 8.9 73

212 RoleKofKMirXdeKUpregulationKinKuisruptionKofKcXMycWKcXMybKandKNOTtyKSignalingKinK
uiamondXslackfanKrnemiaYKBloodWK2016WKbciWKdijfXdijf 2.2

211
xenomicKpredictorsKofKremissionKtoKantidepressantKtreatmentKinKgeriatricKdepressionKusingK
genomeXwideKexpressionKanalyseskKaKpilotKstudyYKInternationalbJournalbofbGeriatricbPsychiatryWK2016WK
dbWKfbaXh

3.9 14

210 tlinicalKexomeKsequencingKinKneurogeneticKandKneuropsychiatricKdisordersYKAnnalsbofbthebNewbYorkb
AcademybofbSciencesWK2016WKbdggWKejXga 6.5 20

209 MutationKinKTWzNβγvKinKaKγargeKzranianKwamilyKwithKProgressiveKvxternalKOphthalmoplegiaWK
MyopathyWKuysphagiaKandKuysphoniaWKandKsehaviorKthangeYKArchivesbofbIranianbMedicineWK2016WKbjWKihXjb2.4 4

208 PsychiatricKgenomeXwideKassociationKstudyKanalysesKimplicateKneuronalWKimmuneKandKhistoneK
pathwaysYKNaturebNeuroscienceWK2015WKbiWKbjjXcaj 25.5 572

207 MutationsKinKuYNtcγzbKdisruptKciliaKfunctionKandKcauseKshortKribKpolydactylyKsyndromeYKNatureb
CommunicationsWK2015WKgWKhajc 17.4 55

206 γossKofKrurMbhKisKassociatedKwithKsevereKmultiorganKdysfunctionYKHumanbPathologyWK2015WKegWKjcdXi 3.7 23

205 uYRβbrKhaploinsufficiencyKcausesKaKnewKrecognizableKsyndromeKwithKmicrocephalyWKintellectualK
disabilityWKspeechKimpairmentWKandKdistinctKfaciesYKEuropeanbJournalbofbHumanbGeneticsWK2015WKcdWKbehdXib5.3 63

204 RichKannotationKofKuNrKsequencingKvariantsKbyKleveragingKtheKvnsemblKVariantKvffectKPredictorK
withKpluginsYKBriefingsbinbBioinformaticsWK2015WKbgWKcffXge 13.4 33
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203 vxpandingKtheKmutationalKspectrumKofKγZTRbKinKschwannomatosisYKEuropeanbJournalbofbHumanb
GeneticsWK2015WKcdWKjgdXi 5.3 44

202
soneKmorphogeneticKproteinKhKsensitizesKOgXmethylguanineKmethyltransferaseK
expressingXglioblastomaKstemKcellsKtoKclinicallyKrelevantKdoseKofKtemozolomideYKMolecularbCancerWK
2015WKbeWKbij

42.1 29

201 WhatKcanKuuchenneKtonnectKteachKusKaboutKtreatingKuuchenneKmuscularKdystrophypYKCurrentb
OpinionbinbNeurologyWK2015WKciWKfdfXeb 7.1 6

200 RibosomalKProteinsKRPSbbKandKRPScaWKTwoKStressXResponseKMarkersKofKxlioblastomaKStemKtellsWK
rreKNovelKPredictorsKofKPoorKPrognosisKinKxlioblastomaKPatientsYKPLoSbONEWK2015WKbaWKeabebdde 3.7 33

199 γossKofKtheKscavengerKmRNrKdecappingKenzymeKutPSKcausesKsyndromicKintellectualKdisabilityKwithK
neuromuscularKdefectsYKHumanbMolecularbGeneticsWK2015WKceWKdbgdXhb 5.6 20

198
ueKnovoKnonsenseKmutationsKinKβrTgrWKaKlysineKacetylXtransferaseKgeneWKcauseKaKsyndromeK
includingKmicrocephalyKandKglobalKdevelopmentalKdelayYKAmericanbJournalbofbHumanbGeneticsWK2015WK
jgWKejiXfag

11 79

197 vxomeKsequencingKforKtheKdiagnosisKofKegWXYKdisordersKofKsexKdevelopmentYKJournalbofbClinicalb
EndocrinologybandbMetabolismWK2015WKbaaWKvdddXee 5.6 132

196 WholeKexomeKsequencingKdetectsKhomozygosityKforKrstreKpYrrggacTrpKmissenseKmutationKinKaK
pediatricKpatientKwithKrapidlyKprogressiveKretinalKdystrophyYKBMCbMedicalbGeneticsWK2014WKbfWKbb 2.1 8

195 TargetedKtherapyKresistanceKmediatedKbyKdynamicKregulationKofKextrachromosomalKmutantKvxwRK
uNrYKScienceWK2014WKdedWKhcXg 33.3 316

194 rssessingKtheKnecessityKofKconfirmatoryKtestingKforKexomeXsequencingKresultsKinKaKclinicalKmolecularK
diagnosticKlaboratoryYKGeneticsbinbMedicineWK2014WKbgWKfbaXf 8.1 102

193 vxpandingKtheKphenotypeKofKmutationsKinKuztvRbkKmosaicKmissenseKmutationsKinKtheKRNaseKzzzbK
domainKofKuztvRbKcauseKxγOWKsyndromeYKJournalbofbMedicalbGeneticsWK2014WKfbWKcjeXdac 5.8 48

192 yighXthroughputKprofilingKofKinfluenzaKrKvirusKhemagglutininKgeneKatKsingleXnucleotideKresolutionYK
ScientificbReportsWK2014WKeWKejec 4.9 113

191 xenomeKsequencingKhighlightsKtheKdynamicKearlyKhistoryKofKdogsYKPLoSbGeneticsWK2014WKbaWKebaaeabg 6 372

190 PuvfKinhibitionKalleviatesKfunctionalKmuscleKischemiaKinKboysKwithKuuchenneKmuscularKdystrophyYK
NeurologyWK2014WKicWKcaifXjb 6.5 79

189
XKchromosomeKexomeKsequencingKrevealsKaKnovelKrγxbdKmutationKinKaKnonsyndromicKintellectualK
disabilityKfamilyKwithKmultipleKaffectedKmaleKsiblingsYKAmericanbJournalbofbMedicalbGeneticsnbPartbAWK
2014WKbgerWKbgeXj

2.5 19

188 znterpretingKwholeXgenomeKsequencingYKJAMAbobJournalbofbthebAmericanbMedicalbAssociationWK2014WK
dbcWKcjg 27.4 1

187 vxomeKsequencingKinKtheKclinicalKdiagnosisKofKsporadicKorKfamilialKcerebellarKataxiaYKJAMAbNeurology
WK2014WKhbWKbcdhXeg 17.2 171

186 tlinicalKexomeKsequencingKforKgeneticKidentificationKofKrareKMendelianKdisordersYKJAMAbobJournalbofb
thebAmericanbMedicalbAssociationWK2014WKdbcWKbiiaXh 27.4 640

(2014-2015)
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185 ueKNovoKvariantsKinKtheKβMTcrKSMγγTKgeneKcausingKatypicalKWiedemannXSteinerKsyndromeKinKtwoK
unrelatedKindividualsKidentifiedKbyKclinicalKexomeKsequencingYKBMCbMedicalbGeneticsWK2014WKbfWKej 2.1 43

184 rnnexinKrgKmodifiesKmuscularKdystrophyKbyKmediatingKsarcolemmalKrepairYKProceedingsbofbtheb
NationalbAcademybofbSciencesbofbthebUnitedbStatesbofbAmericaWK2014WKbbbWKgaaeXj 11.5 90

183
vxomeKsequencingKidentifiesKdeKnovoKgainKofKfunctionKmissenseKmutationKinKβtNucKinKidenticalK
twinsKwithKautismKandKseizuresKthatKslowsKpotassiumKchannelKinactivationYKHumanbMolecularb
GeneticsWK2014WKcdWKdeibXj

5.6 65

182 OnlineKselfXreportKdataKforKduchenneKmuscularKdystrophyKconfirmsKnaturalKhistoryKandKcanKbeKusedK
toKassessKforKtherapeuticKbenefitsYKPLOSbCurrentsWK2014WKgWK 22

181 zdentificationKofKsomaticKandKgermlineKmutationsKusingKwholeKexomeKsequencingKofKcongenitalK
acuteKlymphoblasticKleukemiaYKBMCbCancerWK2013WKbdWKff 4.8 18

180 xeneticKrelationshipKbetweenKfiveKpsychiatricKdisordersKestimatedKfromKgenomeXwideKSNPsYKNatureb
GeneticsWK2013WKefWKjieXje 36.3 1628

179 TargetedKmassivelyKparallelKsequencingKprovidesKcomprehensiveKgeneticKdiagnosisKforKpatientsKwithK
disordersKofKsexKdevelopmentYKClinicalbGeneticsWK2013WKidWKdfXed 4 59

178 vxwRKmutationXinducedKalternativeKsplicingKofKMaxKcontributesKtoKgrowthKofKglycolyticKtumorsKinK
brainKcancerYKCellbMetabolismWK2013WKbhWKbaaaXbaai 24.6 105

177 WholeKexomeKsequencingKofKpediatricKgastricKadenocarcinomaKrevealsKanKatypicalKpresentationKofK
γiXwraumeniKsyndromeYKPediatricbBloodbandbCancerWK2013WKgaWKfhaXe 3 18

176 TherapeuticKpotentialKofKySPjaKinhibitionKforKneurofibromatosisKtypeKcYKClinicalbCancerbResearchWK
2013WKbjWKdifgXha 12.9 27

175 PontocerebellarKhypoplasiaKtypeKbkKclinicalKspectrumKandKrelevanceKofKvXOStdKmutationsYK
NeurologyWK2013WKiaWKediXeg 6.5 65

174 vxomeKsequencingKfindsKaKnovelKPtSβbKmutationKinKaKchildKwithKgeneralizedKmalabsorptiveKdiarrheaK
andKdiabetesKinsipidusYKJournalbofbPediatricbGastroenterologybandbNutritionWK2013WKfhWKhfjXgh 2.8 25

173 SxβbjgKisKaKglycosylationXspecificKOXmannoseKkinaseKrequiredKforKdystroglycanKfunctionYKScienceWK
2013WKdebWKijgXj 33.3 162

172 ProtectiveKpropertiesKofKradioXchemoresistantKglioblastomaKstemKcellKclonesKareKassociatedKwithK
metabolicKadaptationKtoKreducedKglucoseKdependenceYKPLoSbONEWK2013WKiWKeiadjh 3.7 45

171 RareKxenomicKVariantsKγinkKsipolarKuisorderKwithKrnxietyKuisordersKtoKtRvsXRegulatedK
zntracellularKSignalingKPathwaysYKFrontiersbinbPsychiatryWK2013WKeWKbfe 5 28

170 wunctionalKconsequencesKofKaKnovelKvariantKofKPtSβbYKPLoSbONEWK2013WKiWKeffagf 3.7 18

169 zdentificationKofKretinolKbindingKproteinKbKpromoterKhypermethylationKinKisocitrateKdehydrogenaseK
bKandKcKmutantKgliomasYKJournalbofbthebNationalbCancerbInstituteWK2012WKbaeWKbefiXgj 9.7 45

168 uNrKsequencingKofKmaternalKplasmaKreliablyKidentifiesKtrisomyKbiKandKtrisomyKbdKasKwellKasKuownK
syndromekKanKinternationalKcollaborativeKstudyYKGeneticsbinbMedicineWK2012WKbeWKcjgXdaf 8.1 407
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167 uantroleneKenhancesKantisenseXmediatedKexonKskippingKinKhumanKandKmouseKmodelsKofKuuchenneK
muscularKdystrophyYKSciencebTranslationalbMedicineWK2012WKeWKbgerabga 17.5 67

166 rKnovelKapproachKofKhomozygousKhaplotypeKsharingKidentifiesKcandidateKgenesKinKautismKspectrumK
disorderYKHumanbGeneticsWK2012WKbdbWKfgfXhj 6.3 150

165 tvPebKisKmutatedKinKαoubertKsyndromeKandKisKrequiredKforKtubulinKglutamylationKatKtheKciliumYK
NaturebGeneticsWK2012WKeeWKbjdXj 36.3 123

164 toldKurticariaWKimmunodeficiencyWKandKautoimmunityKrelatedKtoKPγtxcKdeletionsYKNewbEnglandb
JournalbofbMedicineWK2012WKdggWKddaXi 59.2 288

163 MutationsKinKzRXfKimpairKcraniofacialKdevelopmentKandKgermKcellKmigrationKviaKSuwbYKNatureb
GeneticsWK2012WKeeWKhajXbd 36.3 52

162 MolecularKdiagnosisKofKputativeKStargardtKuiseaseKprobandsKbyKexomeKsequencingYKBMCbMedicalb
GeneticsWK2012WKbdWKgh 2.1 24

161 xenomeXwideKassociationKstudyKofKintelligencekKadditiveKeffectsKofKnovelKbrainKexpressedKgenesYK
JournalbofbthebAmericanbAcademybofbChildbandbAdolescentbPsychiatryWK2012WKfbWKedcXeeaYec 7.2 15

160 uifferentialKgeneKexpressionKinKglioblastomaKdefinedKbyKrutKhistogramKanalysiskKrelationshipKtoK
extracellularKmatrixKmoleculesKandKsurvivalYKAmericanbJournalbofbNeuroradiologyWK2012WKddWKbafjXge 4.4 56

159 MelanomaKwholeXexomeKsequencingKidentifiesKSVgaavTsXRrwKamplificationXmediatedKacquiredK
sXRrwKinhibitorKresistanceYKNaturebCommunicationsWK2012WKdWKhce 17.4 500

158 vxomeKsequencingKidentifiesKPuveuKmutationsKinKacrodysostosisYKAmericanbJournalbofbHumanb
GeneticsWK2012WKjaWKhegXfb 11 114

157 SexXspecificKinfluenceKofKuRucKonKruyuXtypeKtemperamentKinKaKlargeKpopulationXbasedKbirthK
cohortYKPsychiatricbGeneticsWK2012WKccWKbjhXcab 2.9 19

156 zdentificationKofKalleleXspecificKalternativeKmRNrKprocessingKviaKtranscriptomeKsequencingYKNucleicb
AcidsbResearchWK2012WKeaWKebae 20.1 53

155
yighKthroughputKscreeningKforKcompoundsKthatKalterKmuscleKcellKglycosylationKidentifiesKnewKroleK
forKNXglycansKinKregulatingKsarcolemmalKproteinKabundanceKandKlamininKbindingYKJournalbofb
BiologicalbChemistryWK2012WKcihWKcchfjXha

5.4 13

154 xenomeXwideKanalysisKofKcopyKnumberKvariantsKinKattentionKdeficitKhyperactivityKdisorderkKtheKroleK
ofKrareKvariantsKandKduplicationsKatKbfqbdYdYKAmericanbJournalbofbPsychiatryWK2012WKbgjWKbjfXcae 11.9 195

153 MutationsKinKtheKPtNrXbindingKdomainKofKtuβNbtKcauseKzMrxeKsyndromeYKNaturebGeneticsWK2012WK
eeWKhiiXjc 36.3 140

152 zndividualKcommonKvariantsKexertKweakKeffectsKonKtheKriskKforKautismKspectrumKdisordersYKHumanb
MolecularbGeneticsWK2012WKcbWKehibXjc 5.6 279

151 MutationsKinKtheKRNrKexosomeKcomponentKgeneKvXOStdKcauseKpontocerebellarKhypoplasiaKandK
spinalKmotorKneuronKdegenerationYKNaturebGeneticsWK2012WKeeWKhaeXi 36.3 170

150 zSPuKlossXofXfunctionKmutationsKdisruptKdystroglycanKOXmannosylationKandKcauseKWalkerXWarburgK
syndromeYKNaturebGeneticsWK2012WKeeWKfhfXia 36.3 183

(2012-2012)
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149 uNrKSequencingKofKMaternalKPlasmaKtoKuetectKuownKSyndromeYKObstetricalbandbGynecologicalb
SurveyWK2012WKghWKigXii 2.4 2

148 RethinkingKclinicalKpracticekKclinicalKimplementationKofKexomeKsequencingYKPersonalizedbMedicineWK
2012WKjWKhifXhih 2.2 4

147 xenomeXwideKcopyKnumberKvariationKstudyKassociatesKmetabotropicKglutamateKreceptorKgeneK
networksKwithKattentionKdeficitKhyperactivityKdisorderYKNaturebGeneticsWK2011WKeeWKhiXie 36.3 279

146 PredictingKtheKseverityKofKuuchenneKmuscularKdystrophykKimplicationsKforKtreatmentYKNeurologyWK
2011WKhgWKcaiXj 6.5 6

145 uNrKsequencingKofKmaternalKplasmaKtoKdetectKuownKsyndromekKanKinternationalKclinicalKvalidationK
studyYKGeneticsbinbMedicineWK2011WKbdWKjbdXca 8.1 670

144 MultipleKselfXhealingKsquamousKepitheliomaKisKcausedKbyKaKdiseaseXspecificKspectrumKofKmutationsK
inKTxwsRbYKNaturebGeneticsWK2011WKedWKdgfXj 36.3 119

143 vxomeKsequencingXbasedKcopyXnumberKvariationKandKlossKofKheterozygosityKdetectionkKvxometNVYK
BioinformaticsWK2011WKchWKcgeiXfe 7.2 305

142 uecitabineKimmunosensitizesKhumanKgliomasKtoKNYXvSOXbKspecificKTKlymphocyteKtargetingKthroughK
theKwasZwasKligandKpathwayYKJournalbofbTranslationalbMedicineWK2011WKjWKbjc 8.5 32

141 xeneKexpressionKprofileKcorrelatesKwithKTXcellKinfiltrationKandKrelativeKsurvivalKinKglioblastomaK
patientsKvaccinatedKwithKdendriticKcellKimmunotherapyYKClinicalbCancerbResearchWK2011WKbhWKbgadXbf 12.9 315

140 xenomicKidentificationKofKsignificantKtargetsKinKciliochoroidalKmelanomaK2011WKfcWKdabiXcc 20

139 rutocrineKendothelinXdZendothelinKreceptorKsKsignalingKmaintainsKcellularKandKmolecularKpropertiesK
ofKglioblastomaKstemKcellsYKMolecularbCancerbResearchWK2011WKjWKbggiXif 6.6 31

138 PhenotypeKsequencingkKidentifyingKtheKgenesKthatKcauseKaKphenotypeKdirectlyKfromKpooledK
sequencingKofKindependentKmutantsYKPLoSbONEWK2011WKgWKebgfbh 3.7 18

137 tharacterizationKofKthreeKcellKlinesKderivedKfromKfineKneedleKbiopsyKofKchoroidalKmelanomaKwithK
metastaticKoutcomeYKMolecularbVisionWK2011WKbhWKgahXbf 2.3 6

136 yighXdensityKSNPKassociationKstudyKofKtheKbhqcbKchromosomalKregionKlinkedKtoKautismKidentifiesK
trtNrbxKasKaKnovelKcandidateKgeneYKMolecularbPsychiatryWK2010WKbfWKjjgXbaaf 15.1 48

135 wunctionalKimpactKofKglobalKrareKcopyKnumberKvariationKinKautismKspectrumKdisordersYKNatureWK2010WK
eggWKdgiXhc 50.4 1499

134 MelanomasKacquireKresistanceKtoKsXRrwSVgaavTKinhibitionKbyKRTβKorKNXRrSKupregulationYKNatureWK
2010WKegiWKjhdXh 50.4 1678

133 rKgenomeXwideKscanKforKcommonKallelesKaffectingKriskKforKautismYKHumanbMolecularbGeneticsWK2010WK
bjWKeahcXic 5.6 443

132 γethalKskeletalKdysplasiaKinKmiceKandKhumansKlackingKtheKgolginKxMrPXcbaYKNewbEnglandbJournalbofb
MedicineWK2010WKdgcWKcagXbg 59.2 105
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131
wamilialKtlusteringKandKuRueKvffectsKonKvlectroencephalogramKMeasuresKinKMultiplexKwamiliesK
WithKrttentionKueficitZyyperactivityKuisorderYKJournalbofbthebAmericanbAcademybofbChildbandb
AdolescentbPsychiatryWK2010WKejWKdgiXdhh

7.2 29

130 wamilyXbasedKgenomeXwideKassociationKscanKofKattentionXdeficitZhyperactivityKdisorderYKJournalbofb
thebAmericanbAcademybofbChildbandbAdolescentbPsychiatryWK2010WKejWKijiXjafYed 7.2 109

129 UihMxKdecodedkKtheKgenomicKsequenceKofKaKcytogeneticallyKaberrantKhumanKcancerKcellKlineYKPLoSb
GeneticsWK2010WKgWKebaaaidc 6 195

128 zmprovedKvariantKdiscoveryKthroughKlocalKreXalignmentKofKshortXreadKnextXgenerationKsequencingK
dataKusingKSRMrYKGenomebBiologyWK2010WKbbWKRjj 18.3 57

127 xenomicKlandscapeKofKmeningiomasYKBrainbPathologyWK2010WKcaWKhfbXgc 6 97

126 OsteogenicKoxysterolWKcaSSTXhydroxycholesterolWKinducesKnotchKtargetKgeneKexpressionKinKboneK
marrowKstromalKcellsYKJournalbofbBonebandbMineralbResearchWK2010WKcfWKhicXjf 6.3 29

125 zdentificationKofKcandidateKtumorKoncogenesKbyKintegrativeKmolecularKanalysisKofKchoroidalK
melanomaKfineXneedleKaspirationKbiopsyKspecimensYKJAMAbOphthalmologyWK2010WKbciWKbbhaXh 15

124 sMPvRKmutationKinKdiaphanospondylodysostosisKidentifiedKbyKancestralKautozygosityKmappingKandK
targetedKhighXthroughputKsequencingYKAmericanbJournalbofbHumanbGeneticsWK2010WKihWKfdcXh 11 31

123 γossKofKtySYbWKaKsecretedKwRzNxvKenzymeWKcausesKsyndromicKbrachydactylyKinKhumansKviaKincreasedK
NOTtyKsignalingYKAmericanbJournalbofbHumanbGeneticsWK2010WKihWKhgiXhi 11 75

122 siomarkersKtoKpredictKantidepressantKresponseYKCurrentbPsychiatrybReportsWK2010WKbcWKffdXgc 9.1 111

121 StemKcellKassociatedKgeneKexpressionKinKglioblastomaKmultiformekKrelationshipKtoKsurvivalKandKtheK
subventricularKzoneYKJournalbofbNeurooOncologyWK2010WKjgWKdfjXgh 4.8 72

120 γocalKalignmentKofKgeneralizedKkXbaseKencodedKuNrKsequenceYKBMCbBioinformaticsWK2010WKbbWKdeh 3.6 1

119 SeqWareKQueryKvnginekKstoringKandKsearchingKsequenceKdataKinKtheKcloudYKBMCbBioinformaticsWK2010
WKbbKSupplKbcWKSc 3.6 72

118 rccuracyKofKphenotypingKofKautisticKchildrenKbasedKonKznternetKimplementedKparentKreportYK
AmericanbJournalbofbMedicalbGeneticsbPartbB:bNeuropsychiatricbGeneticsWK2010WKbfdsWKbbbjXcg 3.5 73

117 yighXthroughputKsequencingKofKtheKusrZcαKmouseKgenomeYKBMCbBioinformaticsWK2010WKbbWK 3.6 17

116
wamilialKclusteringKandKuRueKeffectsKonKelectroencephalogramKmeasuresKinKmultiplexKfamiliesKwithK
attentionKdeficitZhyperactivityKdisorderYKJournalbofbthebAmericanbAcademybofbChildbandbAdolescentb
PsychiatryWK2010WKejWKdgiXhh

7.2 34

115
wamilialKtlusteringKandKuRueKvffectsKonKvlectroencephalogramKMeasuresKinKMultiplexKwamiliesK
WithKrttentionKueficitZyyperactivityKuisorderYKJournalbofbthebAmericanbAcademybofbChildbandb
AdolescentbPsychiatryWK2010WKejWKdgiXdhh

7.2 2

114 swrSTkKanKalignmentKtoolKforKlargeKscaleKgenomeKresequencingYKPLoSbONEWK2009WKeWKehhgh 3.7 394

(2009-2010)
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113 znKSilicoKvnhancedKRestrictionKvnzymeKsasedKMethylationKrnalysisKofKtheKyumanKxlioblastomaK
xenomeKUsingKrgilentKceeβKtpxKzslandKMicroarraysYKFrontiersbinbNeuroscienceWK2009WKdWKfh 5.1 2

112 wynKandKSRtKareKeffectorsKofKoncogenicKepidermalKgrowthKfactorKreceptorKsignalingKinKglioblastomaK
patientsYKCancerbResearchWK2009WKgjWKgiijXji 10.1 120

111 zmprovingKtheKefficiencyKofKgenomicKlociKcaptureKusingKoligonucleotideKarraysKforKhighKthroughputK
resequencingYKBMCbGenomicsWK2009WKbaWKgeg 4.5 32

110 ZsvueWKaKsvuXtypeKzincXfingerKproteinKinKtheKconesKofKtheKhumanKretinaK2009WKfaWKdfiaXi 13

109 γocalKalignmentKofKtwoXbaseKencodedKuNrKsequenceYKBMCbBioinformaticsWK2009WKbaWKbhf 3.6 30

108 MolecularKpropertiesKofKtubddVKglioblastomaKstemKcellsKderivedKfromKtreatmentXrefractoryK
recurrentKbrainKtumorsYKJournalbofbNeurooOncologyWK2009WKjeWKbXbj 4.8 98

107 MutationsKinKPYtRbKcauseKcutisKlaxaKwithKprogeroidKfeaturesYKNaturebGeneticsWK2009WKebWKbabgXcb 36.3 178

106 rKrecessiveKskeletalKdysplasiaWKSvMuKaggrecanKtypeWKresultsKfromKaKmissenseKmutationKaffectingKtheK
tXtypeKlectinKdomainKofKaggrecanYKAmericanbJournalbofbHumanbGeneticsWK2009WKieWKhcXj 11 94

105 tiliaryKabnormalitiesKdueKtoKdefectsKinKtheKretrogradeKtransportKproteinKuYNtcybKinKshortXribK
polydactylyKsyndromeYKAmericanbJournalbofbHumanbGeneticsWK2009WKieWKfecXj 11 131

104 vmergingKgeneticKtherapiesKtoKtreatKuuchenneKmuscularKdystrophyYKCurrentbOpinionbinbNeurologyWK
2009WKccWKfdcXi 7.1 55

103 uiseaseKgeneKcharacterizationKthroughKlargeXscaleKcoXexpressionKanalysisYKPLoSbONEWK2009WKeWKeiejb 3.7 27

102 xeneticallyKdefinedKvWSZwγzbKmodelKsystemKsuggestsKmesenchymalKoriginKofKvwingRsKfamilyK
tumorsYKLaboratorybInvestigationWK2008WKiiWKbcjbXdac 5.9 23

101 SexKchromosomeKanomaliesKinKchildhoodKonsetKschizophreniakKanKupdateYKMolecularbPsychiatryWK
2008WKbdWKjbaXb 15.1 13

100 ShotgunKbisulphiteKsequencingKofKtheKrrabidopsisKgenomeKrevealsKuNrKmethylationKpatterningYK
NatureWK2008WKefcWKcbfXj 50.4 1704

99 tognitiveKfunctioningKinKaffectedKsiblingKpairsKwithKruyukKfamilialKclusteringKandKdopamineKgenesYK
JournalbofbChildbPsychologybandbPsychiatrybandbAlliedbDisciplinesWK2008WKejWKjfaXh 7.9 33

98 xainXofXfunctionKmutationsKinKTRPVeKcauseKautosomalKdominantKbrachyolmiaYKNaturebGeneticsWK
2008WKeaWKjjjXbaad 36.3 295

97 tRvsKregulatesKMeisbKexpressionKinKnormalKandKmalignantKhematopoieticKcellsYKLeukemiaWK2008WKccWKggfXh10.7 22

96 PhenotypicKandKgeneticKanalysisKofKaKlargeKfamilyKwithKmigraineXassociatedKvertigoYKHeadacheWK2008WK
eiWKbegaXh 4.2 35

Stanley F Nelson

12



95 zdentificationKofKvptrMKasKtheKgeneKforKcongenitalKtuftingKenteropathyYKGastroenterologyWK2008WK
bdfWKecjXdh 13.3 157

94 γinkageWKassociationWKandKgeneXexpressionKanalysesKidentifyKtNTNrPcKasKanKautismXsusceptibilityK
geneYKAmericanbJournalbofbHumanbGeneticsWK2008WKicWKbfaXj 11 623

93 tstγKpediatricKbipolarKdisorderKprofileKandKruyukKcomorbidityKandKquantitativeKtraitKlociKanalysisYK
JournalbofbthebAmericanbAcademybofbChildbandbAdolescentbPsychiatryWK2008WKehWKbbfbXh 7.2 55

92 RareKstructuralKvariantsKdisruptKmultipleKgenesKinKneurodevelopmentalKpathwaysKinKschizophreniaYK
ScienceWK2008WKdcaWKfdjXed 33.3 1443

91 MultimarkerKanalysisKandKimputationKofKmultipleKplatformKpoolingXbasedKgenomeXwideKassociationK
studiesYKBioinformaticsWK2008WKceWKbijgXjac 7.2 15

90 ResolvingKindividualsKcontributingKtraceKamountsKofKuNrKtoKhighlyKcomplexKmixturesKusingK
highXdensityKSNPKgenotypingKmicroarraysYKPLoSbGeneticsWK2008WKeWKebaaabgh 6 686

89 RelationshipKbetweenKgeneKexpressionKandKenhancementKinKglioblastomaKmultiformekKexploratoryK
uNrKmicroarrayKanalysisYKRadiologyWK2008WKcejWKcgiXhh 20.5 133

88 xeneKexpressionKanalysisKofKglioblastomasKidentifiesKtheKmajorKmolecularKbasisKforKtheKprognosticK
benefitKofKyoungerKageYKBMCbMedicalbGenomicsWK2008WKbWKfc 3.7 153

87 MaternalKembryonicKleucineKzipperKkinaseKisKaKkeyKregulatorKofKtheKproliferationKofKmalignantKbrainK
tumorsWKincludingKbrainKtumorKstemKcellsYKJournalbofbNeurosciencebResearchWK2008WKigWKeiXga 4.4 132

86
RepresentationalKoligonucleotideKmicroarrayKanalysisKSROMrTKandKcomparisonKofKbinningKandK
changeXpointKmethodsKofKanalysiskKapplicationKtoKdetectionKofKdelccqbbYcKSuixeorgeTKsyndromeYK
HumanbMutationWK2008WKcjWKbhgXib

4.7 7

85 rssociationKofKtheKcannabinoidKreceptorKgeneKStNRbTKwithKruyuKandKpostXtraumaticKstressK
disorderYKAmericanbJournalbofbMedicalbGeneticsbPartbB:bNeuropsychiatricbGeneticsWK2008WKbehsWKbeiiXje 3.5 78

84 MetaXanalysisKofKgenomeXwideKlinkageKscansKofKattentionKdeficitKhyperactivityKdisorderYKAmericanb
JournalbofbMedicalbGeneticsbPartbB:bNeuropsychiatricbGeneticsWK2008WKbehsWKbdjcXi 3.5 131

83 PrevalenceKandKpsychiatricKcomorbidityKofKattentionXdeficitZhyperactivityKdisorderKinKanKadolescentK
winnishKpopulationYKJournalbofbthebAmericanbAcademybofbChildbandbAdolescentbPsychiatryWK2007WKegWKbfhfXid7.2 124

82 ruyuKcandidateKgeneKstudyKinKaKpopulationXbasedKbirthKcohortkKassociationKwithKusyKandKuRucYK
JournalbofbthebAmericanbAcademybofbChildbandbAdolescentbPsychiatryWK2007WKegWKbgbeXcb 7.2 42

81 ueletionKmappingKinKXpcbKforKpatientsKwithKcomplexKglycerolKkinaseKdeficiencyKusingKSNPKmappingK
arraysYKHumanbMutationWK2007WKciWKcdfXec 4.7 21

80 yighXthroughputKoncogeneKmutationKprofilingKinKhumanKcancerYKNaturebGeneticsWK2007WKdjWKdehXfb 36.3 847

79 MappingKautismKriskKlociKusingKgeneticKlinkageKandKchromosomalKrearrangementsYKNaturebGeneticsWK
2007WKdjWKdbjXci 36.3 1083

78 tXterminalKtruncationsKinKhumanKdRXfRKuNrKexonucleaseKTRvXbKcauseKautosomalKdominantKretinalK
vasculopathyKwithKcerebralKleukodystrophyYKNaturebGeneticsWK2007WKdjWKbagiXha 36.3 307

(2007-2008)
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77 tartilageXselectiveKgenesKidentifiedKinKgenomeXscaleKanalysisKofKnonXcartilageKandKcartilageKgeneK
expressionYKBMCbGenomicsWK2007WKiWKbgf 4.5 17

76 SequenceKvariantKinKtheKlamininKgammabKSγrMtbTKgeneKassociatedKwithKfamilialKpelvicKorganK
prolapseYKHumanbGeneticsWK2007WKbcaWKiehXfg 6.3 69

75 rssociationKofKprogesteroneKreceptorKwithKmigraineXassociatedKvertigoYKNeurogeneticsWK2007WKiWKbjfXcaa3 31

74 RelationshipKbetweenKsurvivalKandKedemaKinKmalignantKgliomaskKroleKofKvascularKendothelialKgrowthK
factorKandKneuronalKpentraxinKcYKClinicalbCancerbResearchWK2007WKbdWKcfjcXi 12.9 92

73 rssessingKtheKsignificanceKofKchromosomalKaberrationsKinKcancerkKmethodologyKandKapplicationKtoK
gliomaYKProceedingsbofbthebNationalbAcademybofbSciencesbofbthebUnitedbStatesbofbAmericaWK2007WKbaeWKcaaahXbc11.5 812

72 OxysterolsKareKnovelKactivatorsKofKtheKhedgehogKsignalingKpathwayKinKpluripotentKmesenchymalK
cellsYKJournalbofbBiologicalbChemistryWK2007WKcicWKijfjXgi 5.4 221

71
znsulinKgrowthKfactorXbindingKproteinKcKisKaKcandidateKbiomarkerKforKPTvNKstatusKandKPzdβZrktK
pathwayKactivationKinKglioblastomaKandKprostateKcancerYKProceedingsbofbthebNationalbAcademybofb
SciencesbofbthebUnitedbStatesbofbAmericaWK2007WKbaeWKffgdXi

11.5 150

70 yighKdensityKSNPKassociationKstudyKofKaKmajorKautismKlinkageKregionKonKchromosomeKbhYKHumanb
MolecularbGeneticsWK2007WKbgWKhaeXbf 5.6 50

69 rKnewKepisodicKataxiaKsyndromeKwithKlinkageKtoKchromosomeKbjqbdYKArchivesbofbNeurologyWK2007WK
geWKhejXfc 52

68 RepetitiveKsequenceKenvironmentKdistinguishesKhousekeepingKgenesYKGeneWK2007WKdjaWKbfdXgf 3.8 43

67 telsiuskKaKcommunityKresourceKforKrffymetrixKmicroarrayKdataYKGenomebBiologyWK2007WKiWKRbbc 18.3 54

66 uetectionKofKaKmicroRNrKsignalKinKanKinKvivoKexpressionKsetKofKmRNrsYKPLoSbONEWK2007WKcWKeiae 3.7 55

65 xeneKconnectivityWKfunctionWKandKsequenceKconservationkKpredictionsKfromKmodularKyeastK
coXexpressionKnetworksYKBMCbGenomicsWK2006WKhWKea 4.5 258

64 vpidermalKgrowthKfactorKreceptorKactivationKinKglioblastomaKthroughKnovelKmissenseKmutationsKinK
theKextracellularKdomainYKPLoSbMedicineWK2006WKdWKeeif 11.6 242

63 PrimaryKglioblastomasKexpressKmesenchymalKstemXlikeKpropertiesYKMolecularbCancerbResearchWK2006WK
eWKgahXbj 6.6 185

62 rKgenomeXwideKlinkageKscanKofKfamilialKbenignKrecurrentKvertigokKlinkageKtoKccqbcKwithKevidenceKofK
heterogeneityYKHumanbMolecularbGeneticsWK2006WKbfWKcfbXi 5.6 46

61 wXRKregulatesKorganicKsoluteKtransportersKalphaKandKbetaKinKtheKadrenalKglandWKkidneyWKandK
intestineYKJournalbofbLipidbResearchWK2006WKehWKcabXbe 6.3 130

60
zdentificationKofKinflammatoryKgeneKmodulesKbasedKonKvariationsKofKhumanKendothelialKcellK
responsesKtoKoxidizedKlipidsYKProceedingsbofbthebNationalbAcademybofbSciencesbofbthebUnitedbStatesbofb
AmericaWK2006WKbadWKbchebXg

11.5 262
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59 SegmentalKuniparentalKisodisomyKonKfqdcXqterKinKaKpatientKwithKchildhoodXonsetKschizophreniaYK
JournalbofbMedicalbGeneticsWK2006WKedWKiihXjc 5.8 21

58 SelectiveKsurfaceKtreatmentKofKmicroKprintingKpinKandKitsKperformanceYKAppliedbPhysicsbLettersWK2006WK
ijWKaidjab 3.4 1

57 rnalysisKofKoncogenicKsignalingKnetworksKinKglioblastomaKidentifiesKrSPMKasKaKmolecularKtargetYK
ProceedingsbofbthebNationalbAcademybofbSciencesbofbthebUnitedbStatesbofbAmericaWK2006WKbadWKbheacXh 11.5 503

56 uisruptionKofKPOwbsKbindingKtoKnonmuscleKactinKfilamentsKisKassociatedKwithKprematureKovarianK
failureYKAmericanbJournalbofbHumanbGeneticsWK2006WKhjWKbbdXj 11 89

55 uistinctKtranscriptionKprofilesKofKprimaryKandKsecondaryKglioblastomaKsubgroupsYKCancerbResearchWK
2006WKggWKbfjXgh 10.1 158

54 uistinctKgeneKexpressionKprofilesKinKadultKmouseKheartKfollowingKtargetedKMrPKkinaseKactivationYK
PhysiologicalbGenomicsWK2006WKcfWKfaXj 3.6 37

53 PooledKgenomeXwideKlinkageKdataKonKeceKruyuKrSPsKsuggestsKgeneticKheterogeneityKandKaK
commonKriskKlocusKatKfpbdYKMolecularbPsychiatryWK2006WKbbWKfXi 15.1 48

52 zdentificationKofKMeisbKasKaKTargetKofKtRvsKinKMyeloidKγeukemogenesisYYKBloodWK2006WKbaiWKbjefXbjef 2.2

51 RequirementKofKtRvsKinKNormalKandKMalignantKyematopoiesisYYKBloodWK2006WKbaiWKbbgiXbbgi 2.2

50 ReplicationKofKautismKlinkagekKfineXmappingKpeakKatKbhqcbYKAmericanbJournalbofbHumanbGeneticsWK
2005WKhgWKbafaXg 11 122

49 RobustnessKofKgeneKexpressionKprofilingKinKgliomaKspecimenKsamplingsKandKderivedKcellKlinesYK
MolecularbBrainbResearchWK2005WKbdgWKjjXbad 25

48 γossKofKannexinKrbKexpressionKinKhumanKbreastKcancerKdetectedKbyKmultipleKhighXthroughputK
analysesYKBiochemicalbandbBiophysicalbResearchbCommunicationsWK2005WKdcgWKcbiXch 3.4 59

47 tollaborativeKanalysisKofKuRueKandKurTKgenotypesKinKpopulationXdefinedKruyuKsubtypesYKJournalb
ofbChildbPsychologybandbPsychiatrybandbAlliedbDisciplinesWK2005WKegWKbaghXhd 7.9 70

46 ProteinaseKandKgrowthKfactorKalterationsKrevealedKbyKgeneKmicroarrayKanalysisKofKhumanKdiabeticK
corneasYKInvestigativebOphthalmologybandbVisualbScienceWK2005WKegWKdgaeXbf 64

45 uifferentialKinductionKofKglioblastomaKmigrationKandKgrowthKbyKtwoKformsKofKpleiotrophinYKJournalb
ofbBiologicalbChemistryWK2005WKciaWKcgjfdXge 5.4 100

44 TemperamentKandKcharacterKprofilesKandKtheKdopamineKueKreceptorKgeneKinKruyuYKAmericanb
JournalbofbPsychiatryWK2005WKbgcWKjagXbd 11.9 82

43 MaternalKembryonicKleucineKzipperKkinaseKSMvγβTKregulatesKmultipotentKneuralKprogenitorK
proliferationYKJournalbofbCellbBiologyWK2005WKbhaWKebdXch 7.3 122

42 uetectingKtissueXspecificKregulationKofKalternativeKsplicingKasKaKqualitativeKchangeKinKmicroarrayK
dataYKNucleicbAcidsbResearchWK2004WKdcWKebia 20.1 71

(2004-2006)
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41 MutationsKinKaKhumanKROsOKgeneKdisruptKhindbrainKaxonKpathwayKcrossingKandKmorphogenesisYK
ScienceWK2004WKdaeWKbfajXbd 33.3 304

40 xenomeXwideKscanKofKreadingKabilityKinKaffectedKsiblingKpairsKwithKattentionXdeficitZhyperactivityK
disorderkKuniqueKandKsharedKgeneticKeffectsYKMolecularbPsychiatryWK2004WKjWKeifXjd 15.1 64

39 TransmissionKdisequilibriumKtestingKofKdopamineXrelatedKcandidateKgeneKpolymorphismsKinKruyukK
confirmationKofKassociationKofKruyuKwithKuRueKandKuRufYKMolecularbPsychiatryWK2004WKjWKhbbXh 15.1 92

38 uNrXmicroarrayKanalysisKofKbrainKcancerkKmolecularKclassificationKforKtherapyYKNaturebReviewsb
NeuroscienceWK2004WKfWKhicXjc 13.5 166

37 rKnovelKmutationKinKβtNrbKcausesKepisodicKataxiaKwithoutKmyokymiaYKHumanbMutationWK2004WKceWKfdg 4.7 35

36 xeneKexpressionKprofilingKofKgliomasKstronglyKpredictsKsurvivalYKCancerbResearchWK2004WKgeWKgfadXba 10.1 573

35 rKcomparisonKofKgeneKexpressionKprofilesKproducedKbyKSrxvWKlongKSrxvWKandKoligonucleotideKchipsYK
GenomicsWK2004WKieWKgdbXg 4.3 44

34
αointKanalysisKofKtheKuRufKmarkerKconcludesKassociationKwithKattentionXdeficitZhyperactivityK
disorderKconfinedKtoKtheKpredominantlyKinattentiveKandKcombinedKsubtypesYKAmericanbJournalbofb
HumanbGeneticsWK2004WKheWKdeiXfg

11 148

33 rttentionKdeficitKhyperactivityKdisorderkKfineKmappingKsupportsKlinkageKtoKfpbdWKgqbcWKbgpbdWKandK
bhpbbYKAmericanbJournalbofbHumanbGeneticsWK2004WKhfWKggbXi 11 112

32 vvidenceKforKsexXspecificKriskKallelesKinKautismKspectrumKdisorderYKAmericanbJournalbofbHumanb
GeneticsWK2004WKhfWKbbbhXcd 11 146

31 vvaluationKofKtechniquesKusingKamplifiedKnucleicKacidKprobesKforKgeneKexpressionKprofilingYKNewb
BiotechnologyWK2003WKcaWKjhXbag 26

30 siasedKpaternalKtransmissionKofKSNrPXcfKriskKallelesKinKattentionXdeficitKhyperactivityKdisorderYK
MolecularbPsychiatryWK2003WKiWKdajXbf 15.1 100

29 zdentificationKofKmolecularKsubtypesKofKglioblastomaKbyKgeneKexpressionKprofilingYKOncogeneWK2003WK
ccWKcdgbXhd 9.2 226

28 xeneKexpressionKprofilingKidentifiesKmolecularKsubtypesKofKgliomasYKOncogeneWK2003WKccWKejbiXcd 9.2 241

27 rKgenomewideKscanKforKattentionXdeficitZhyperactivityKdisorderKinKanKextendedKsamplekKsuggestiveK
linkageKonKbhpbbYKAmericanbJournalbofbHumanbGeneticsWK2003WKhcWKbcgiXhj 11 174

26 MolecularKanalysisKofKglioblastomakKpathwayKprofilingKandKitsKimplicationsKforKpatientKtherapyYK
CancerbBiologybandbTherapyWK2003WKcWKcecXh 4.6 51

25 vfficientKdiscoveryKofKsingleXnucleotideKpolymorphismsKinKcodingKregionsKofKhumanKgenesYK
PharmacogenomicsbJournalWK2002WKcWKcdgXec 3.5 16

24 rKgenomewideKscanKforKlociKinvolvedKinKattentionXdeficitZhyperactivityKdisorderYKAmericanbJournalbofb
HumanbGeneticsWK2002WKhaWKbbidXjg 11 262
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23 xeneticKlinkageKofKattentionXdeficitZhyperactivityKdisorderKonKchromosomeKbgpbdWKinKaKregionK
implicatedKinKautismYKAmericanbJournalbofbHumanbGeneticsWK2002WKhbWKjfjXgd 11 176

22 TheKdopamineKreceptorKuRueKgeneYKTrendsbinbPharmacologicalbSciencesWK2001WKccWKfg 13.2

21 rKgeneticKanalysisKofKneuralKprogenitorKdifferentiationYKNeuronWK2001WKcjWKdcfXdj 13.9 226

20 xenomeXwideKanalysisKofKsingleXnucleotideKpolymorphismsKinKhumanKexpressedKsequencesYKNatureb
GeneticsWK2000WKcgWKcddXg 36.3 130

19 vvidenceKforKlinkageKofKaKtandemKduplicationKpolymorphismKupstreamKofKtheKdopamineKueKreceptorK
geneKSuRueTKwithKattentionKdeficitKhyperactivityKdisorderKSruyuTYKMolecularbPsychiatryWK2000WKfWKfdbXg 15.1 156

18 vvidenceKthatKtheKdopamineKueKreceptorKisKaKsusceptibilityKgeneKinKattentionKdeficitKhyperactivityK
disorderYKMolecularbPsychiatryWK1998WKdWKechXda 15.1 180

17 tharacterizationKofKtransformationKrelatedKgenesKinKoralKcancerKcellsYKOncogeneWK1998WKbgWKbjcbXda 9.2 47

16 γinkageXdisequilibriumKmappingKwithoutKgenotypingYKNaturebGeneticsWK1998WKbiWKccfXda 36.3 69

15 TheKapolipoproteinKvKepsiloneKalleleKisKnotKaKsignificantKriskKfactorKforKfrontotemporalKdementiaYK
AnnalsbofbNeurologyWK1998WKeeWKbdeXi 9.4 122

14 βlinefelterRsKsyndromeKasKaKmodelKofKanomalousKcerebralKlateralitykKtestingKgeneKdosageKinKtheKXK
chromosomeKpseudoautosomalKregionKusingKaKuNrKmicroarrayYKGenesisWK1998WKcdWKcbfXcj 66

13 ueKnovoKmutationKinKtrtNrbrKcausedKacetazolamideXresponsiveKepisodicKataxiaYKAmericanbJournalb
ofbMedicalbGeneticsbPartbAWK1998WKhhWKcjiXdab 61

12 wamilialKmigraineKwithKvertigokKnoKmutationsKfoundKinKtrtNrbrYKAmericanbJournalbofbMedicalb
GeneticsbPartbAWK1998WKhjWKbeiXfb 66

11 xenomicKmismatchKscanningKidentifiesKhumanKgenomicKuNrKsharedKidenticalKbyKdescentYKGenomicsWK
1998WKehWKbXg 4.3 28

10 xenomicKorganizationWKfRKflankingKenhancerKregionWKandKchromosomalKassignmentKofKtheKcellKcycleK
geneWKpfftdcYKMolecularbGeneticsbandbMetabolismWK1998WKgeWKfcXh 3.7 9

9 uetectionKofKdifferentiallyKexpressedKgenesKinKprimaryKtumorKtissuesKusingKrepresentationalK
differencesKanalysisKcoupledKtoKmicroarrayKhybridizationYKNucleicbAcidsbResearchWK1998WKcgWKdafjXgf 20.1 154

8 ProgressiveKataxiaKdueKtoKaKmissenseKmutationKinKaKcalciumXchannelKgeneYKAmericanbJournalbofb
HumanbGeneticsWK1997WKgbWKbahiXih 11 167

7 wamilialKepisodicKataxiakKclinicalKheterogeneityKinKfourKfamiliesKlinkedKtoKchromosomeKbjpYKAnnalsbofb
NeurologyWK1997WKebWKiXbg 9.4 130

6 rKbiotinylatedKMutSKfusionKproteinKandKitsKuseKinKaKrapidKmutationKscreeningKtechniqueYKGeneticb
AnalysisnbTechniquesbandbApplicationsWK1996WKbdWKbafXbb 18
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5
WholeKgenomeKamplificationKusingKaKdegenerateKoligonucleotideKprimerKallowsKhundredsKofK
genotypesKtoKbeKperformedKonKlessKthanKoneKnanogramKofKgenomicKuNrYKProceedingsbofbtheb
NationalbAcademybofbSciencesbofbthebUnitedbStatesbofbAmericaWK1996WKjdWKbeghgXj

11.5 236

4 xenomicKmismatchKscanningkKcurrentKprogressKandKpotentialKapplicationsYKElectrophoresisWK1995WKbgWKchjXif3.6 9

3 xenomicKmismatchKscanningkKaKnewKapproachKtoKgeneticKlinkageKmappingYKNaturebGeneticsWK1993WKeWKbbXi 36.3 116

2 γossXofXfunctionKinKzRwcsPγKisKassociatedKwithKneurologicalKphenotypes 2

1 zdentificationKofKPathogenicKStructuralKVariantsKinKRareKuiseaseKPatientsKthroughKxenomeKSequencing 8
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