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i Paper IF Citations

75 NovelLdiagnosticLwNtLmethylationLepisignaturesLexpandLandLrefineLtheLepigeneticLlandscapesLofL
MendelianLdisordersZZLHumanlGeneticslandlGenomicslAdvancesXL2022XLeXLcbbbig 0.8 1

74 SPRxwdLlossYofYfunctionLcausesLaLrecessiveLNoonanLsyndromeYlikeLphenotypeZLAmericanlJournallofl
HumanlGeneticsXL2021XLcbkXLdccdYdcdl 11 2

73 NeonatalLManifestationsLofLvhronicLzranulomatousLwiseasemLMtSaαLαLandLNecrotizingLPneumoniaL
asLUnusualLPhenotypesLandLReviewLofLtheLLiteratureZLJournalloflClinicallImmunologyXL2021XLc 5.7 1

72
SPxNLhaploinsufficiencyLcausesLaLneurodevelopmentalLdisorderLoverlappingLproximalLcpehL
deletionLsyndromeLwithLanLepisignatureLofLXLchromosomesLinLfemalesZLAmericanlJournalloflHumanl
GeneticsXL2021XLcbkXLgbdYgch

11 12

71 voYoccurringLSYNJcLandLSαtNKeLvariantsLinLaLgirlLwithLintellectualLdisabilityXLearlyYonsetL
parkinsonismLandLcatatonicLepisodesZLParkinsonismlandlRelatedlDisordersXL2021XLkfXLgYi 3.6

70 uiallelicLmutationsLinLRNyddbLcauseLlaminopathiesLfeaturingLleukodystrophyXLataxiaLandLdeafnessZL
BrainXL2021XLcffXLebdbYebeg 11.2 1

69 uroadeningLtheLphenotypicLspectrumLofLuetaezalThYassociatedLphenotypesZLAmericanlJournallofl
MedicallGenetics,lPartlAXL2021XLckgXLecgeYechb 2.5 0

68 vwdkZOXfbLcoYstimulatoryLcombinationLisLassociatedLwithLlongLinLvivoLpersistenceLandLhighLactivityL
ofLvtRZvwebLTYcellsZLHaematologicaXL2021XLcbhXLlkiYlll 6.6 16

67 SvUuxeLlossYofYfunctionLcausesLaLrecognizableLrecessiveLdevelopmentalLdisorderLdueLtoLdefectiveL
boneLmorphogeneticLproteinLsignalingZLAmericanlJournalloflHumanlGeneticsXL2021XLcbkXLccgYcee 11 8

66 MelanoticLNeuroectodermalLTumorLofLInfancyLTMNTIULandLPinealLtnlageLTumorLTPtTULαarborLtL
MedulloblastomaLSignatureLbyLwNtLMethylationLProfilingZLCancersXL2021XLceXL 6.6 4

65 xxpandingLtheLspectrumLofLxWSRcYPtTZcLrearrangedLvNSLtumorsmLtnLinfantileLcaseLwithL
leptomeningealLdisseminationZLBrainlPathologyXL2021XLecXLecdlef 6 4

64 vhildhoodYonsetLdystoniaYcausingLKMTduLvariantsLresultLinLaLdistinctiveLgenomicLhypermethylationL
profileZLClinicallEpigeneticsXL2021XLceXLcgi 7.7 0

63 tLRareLvaseLofLurachyolmiaLwithLtmelogenesisLImperfectaLvausedLbyLaLNewLPathogenicLSplicingL
VariantLinZLGenesXL2021XLcdXL 4.2 0

62 wIvxRcYassociatedLmalignanciesLmimickingLgermLcellLneoplasmsmLReportLofLtwoLcasesLandLreviewLofL
theLliteratureZLPathologylResearchlandlPracticeXL2021XLddgXLcgegge 3.4 3

61 RefinementLofLtheLclinicalLandLmutationalLspectrumLofLUuxdtLdeficiencyLsyndromeZLClinicall
GeneticsXL2020XLlkXLcidYcik 4 2

60 wevelopmentalLandLepilepticLencephalopathyLdueLtoLSZTdLgenomicLvariantsmLxmergingLfeaturesLofL
aLsyndromicLconditionZLEpilepsylandlBehaviorXL2020XLcbkXLcbibli 3.2 2

59
voYoccurrenceLofLmutationsLinLKIyiLandLKIttbgghLinLJoubertLsyndromeLwithLocularLcolobomaXL
pituitaryLmalformationLandLgrowthLhormoneLdeficiencymLaLcaseLreportLandLliteratureLreviewZLBMCl
PediatricsXL2020XLdbXLcdb

2.6 3
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58 wNtLMethylationLProfilingLforLwiagnosingLUndifferentiatedLSarcomaLwithLvapicuaLTranscriptionalL
ReceptorLTULtlterationsZLInternationallJournalloflMolecularlSciencesXL2020XLdcXL 6.3 10

57 xvaluationLofLwNtLMethylationLxpisignaturesLforLwiagnosisLandLPhenotypeLvorrelationsLinLfdL
MendelianLNeurodevelopmentalLwisordersZLAmericanlJournalloflHumanlGeneticsXL2020XLcbhXLeghYeib 11 51

56 voYoccurringLWtRSdLandLvαRNthLmutationsLinLaLchildLwithLaLsevereLformLofLinfantileLparkinsonismZL
ParkinsonismlandlRelatedlDisordersXL2020XLidXLigYil 3.6 9

55 uiYallelicLVariantsLinLtheLzPILTransamidaseLSubunitLPIzKLvauseLaLNeurodevelopmentalLSyndromeL
withLαypotoniaXLverebellarLttrophyXLandLxpilepsyZLAmericanlJournalloflHumanlGeneticsXL2020XLcbhXLfkfYflg11 16

54 MOwLYdeZLwNtLMxTαYLtTIONLtNwLvOPYLNUMuxRLVtRItTIONLPROyILxLyORLvαtRtvTxRIZtTIONL
OyLPxwItTRIvLuRtINLTUMORLPRIMtRYLvxLLLLINxSZLNeuro-OncologyXL2020XLddXLiiifcgYiiifcg 1 78

53 weLNovoLVPSftLMutationsLvauseLMultisystemLwiseaseLwithLtbnormalLNeurodevelopmentZL
AmericanlJournalloflHumanlGeneticsXL2020XLcbiXLccdlYccfk 11 11

52 ModelingLmedulloblastomaLinLvivoLandLwithLhumanLcerebellarLorganoidsZLNaturelCommunicationsXL
2020XLccXLgke 17.4 54

51 yrameshiftLmutationsLatLtheLvYterminusLofLαISTcαcxLresultLinLaLspecificLwNtLhypomethylationL
signatureZLClinicallEpigeneticsXL2020XLcdXLi 7.7 23

50 InfantileYOnsetLSyndromicLverebellarLttaxiaLandLvtvNtczLMutationsZLPediatriclNeurologyXL2020XL
cbfXLfbYfg 2.9 12

49 tvxdLgeneLvariantsLmayLunderlieLinterindividualLvariabilityLandLsusceptibilityLtoLvOVIwYclLinLtheL
ItalianLpopulationZLEuropeanlJournalloflHumanlGeneticsXL2020XLdkXLchbdYchcf 5.3 132

48 tLRecurrentLzainYofYyunctionLMutationLinLvLvNhXLxncodingLtheLvlvYhLvlaαYxxchangerXLvausesL
xarlyYOnsetLNeurodegenerationZLAmericanlJournalloflHumanlGeneticsXL2020XLcbiXLcbhdYcbii 11 7

47 xnhancedLMtPKcLyunctionLvausesLaLNeurodevelopmentalLwisorderLwithinLtheLRtSopathyLvlinicalL
SpectrumZLAmericanlJournalloflHumanlGeneticsXL2020XLcbiXLfllYgce 11 25

46 yunctionalLanalysisLofLvariantsLandLtheirLproximalLinteractomesLimplicatesLimpairedLkinaseLactivityL
andLchromatinLmaintenanceLdefectsLinLtheirLpathogenesisZLJournalloflMedicallGeneticsXL2020XL 5.8 2

45 tberrantLyunctionLofLtheLvYTerminalLTailLofLαISTcαcxLtcceleratesLvellularLSenescenceLandLvausesL
PrematureLtgingZLAmericanlJournalloflHumanlGeneticsXL2019XLcbgXLfleYgbk 11 30

44 xxpandingLtheLclinicalLspectrumLassociatedLwithLPtvSdLmutationsZLClinicallGeneticsXL2019XLlgXLgdgYgec 4 10

43 RoleLofLwNtLMethylationLProfileLinLwiagnosingLtstroblastomamLtLvaseLReportLandLLiteratureL
ReviewZLFrontierslinlGeneticsXL2019XLcbXLelc 4.5 14

42 POzZYrelatedLepilepsymLvaseLreportLandLreviewLofLtheLliteratureZLAmericanlJournalloflMedicall
Genetics,lPartlAXL2019XLcilXLchecYcheh 2.5 10

41 NutSLpathogenicLvariantsmLwefiningLtheLassociatedLclinicalLandLfacialLphenotypeLandL
genotypeYphenotypeLcorrelationsZLHumanlMutationXL2019XLfbXLidcYidk 4.7 15

(2019-2020)
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40 uiallelicLVariantsLinLtheLNuclearLPoreLvomplexLProteinLNUPleLtreLtssociatedLwithLNonYprogressiveL
vongenitalLttaxiaZLCerebellumXL2019XLckXLfddYfed 4.3 7

39 weLNovoLMissenseLVariantsLinLyuXWccLvauseLwiverseLwevelopmentalLPhenotypesLIncludingLurainXL
xyeXLandLwigitLtnomaliesZLAmericanlJournalloflHumanlGeneticsXL2019XLcbgXLhfbYhgi 11 16

38 tLnovelLdisorderLinvolvingLdyshematopoiesisXLinflammationXLandLαLαLdueLtoLaberrantLvwvfdL
functionZLJournalloflExperimentallMedicineXL2019XLdchXLdiikYdill 16.6 71

37 OrganoidsLasLaLnewLmodelLforLimprovingLregenerativeLmedicineLandLcancerLpersonalizedLtherapyLinL
renalLdiseasesZLCelllDeathlandlDiseaseXL2019XLcbXLdbc 9.8 61

36 TtRPLsyndromemLLongYtermLsurvivalXLanatomicLpatternsLofLcongenitalLheartLdefectsXLdifferentialL
diagnosisLandLpathogeneticLconsiderationsZLEuropeanlJournalloflMedicallGeneticsXL2019XLhdXLcbegef 2.6 6

35 yunctionalLevaluationLofLnaturalLkillerLcellLcytotoxicLactivityLinLNyKudYmutatedLpatientsZL
ImmunologylLettersXL2018XLclfXLfbYfe 4.1 9

34 xxpandingLtheLhistopathologicalLspectrumLofLvyLdYrelatedLmyopathiesZLClinicallGeneticsXL2018XLleXLcdefYcdel4 7

33
TheLimpactLofLnextYgenerationLsequencingLonLtheLdiagnosisLofLpediatricYonsetLhereditaryLspasticL
paraplegiasmLnewLgenotypeYphenotypeLcorrelationsLforLrareLαSPYrelatedLgenesZLNeurogeneticsXL2018
XLclXLcccYcdc

3 28

32 WholeLexomeLsequencingLinLanLItalianLfamilyLwithLisolatedLmaxillaryLcanineLagenesisLandLcanineL
eruptionLanomaliesZLArchivesloflOrallBiologyXL2018XLlcXLlhYcbd 2.8 3

31 wefectiveLkinesinLbindingLofLTUuudtLcausesLprogressiveLspasticLataxiaLsyndromeLresemblingL
sacsinopathyZLHumanlMolecularlGeneticsXL2018XLdiXLckldYclbf 5.6 18

30 VarzeniusLexecutesLcohortYlevelLwNtYseqLvariantLcallingLandLannotationLandLallowsLtoLmanageLtheL
resultingLdataLthroughLaLPostgreSQLLdatabaseZLBMClBioinformaticsXL2018XLclXLfii 3.6 9

29 MutationsLinLKvNKfLthatLtffectLzatingLvauseLaLRecognizableLNeurodevelopmentalLSyndromeZL
AmericanlJournalloflHumanlGeneticsXL2018XLcbeXLhdcYheb 11 45

28 SpecificLcombinationsLofLbiallelicLvariantsLcauseLWiedemannYRautenstrauchLsyndromeZLJournallofl
MedicallGeneticsXL2018XLggXLkeiYkfh 5.8 31

27 uiallelicLmutationsLinLearlyYonsetXLvariablyLprogressiveLneurodegenerationZLNeurologyXL2018XLlcXLeeclYeeeb6.5 26

26 weLnovoLpZTehdRLmutationLinLMORvdLcausesLearlyLonsetLcerebellarLataxiaXLaxonalLpolyneuropathyL
andLnocturnalLhypoventilationZLBrainXL2017XLcfbXLeef 11.2 8

25 IntegrinL˛–iLIsLaLyunctionalLMarkerLandLPotentialLTherapeuticLTargetLinLzlioblastomaZLCelllStemlCellXL
2017XLdcXLegYgbZel 18 66

24 xxomeLsequencingLinLchildrenLofLwomenLwithLskewedLXYinactivationLidentifiesLatypicalLcasesLandL
complexLphenotypesZLEuropeanlJournalloflPaediatriclNeurologyXL2017XLdcXLfigYfkf 3.8 6

23 NovelLYLyusionLzeneLinLPediatricLxpendymomasLwiscoveredLbyLvlonalLxxpansionLofLStemLvellsLinL
tbsenceLofLxxogenousLMitogensZLCancerlResearchXL2017XLiiXLgkhbYgkid 10.1 14
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22 MutationsLinLyibronectinLvauseLaLSubtypeLofLSpondylometaphysealLwysplasiaLwithLNvornerL
yracturesNZLAmericanlJournalloflHumanlGeneticsXL2017XLcbcXLkcgYkde 11 22

21 NotLonlyLdominantXLnotLonlyLopticLatrophymLexpandingLtheLclinicalLspectrumLassociatedLwithLOPtcL
mutationsZLOrphanetlJournalloflRarelDiseasesXL2017XLcdXLkl 4.2 28

20
WholeLexomeLsequencingLisLnecessaryLtoLclarifyLIwawwLcasesLwithLdeLnovoLcopyLnumberLvariantsLofL
uncertainLsignificancemLTwoLproofYofYconceptLexamplesZLAmericanlJournalloflMedicallGenetics,lPartl
AXL2016XLcibXLciidYl

2.5 18

19 uiallelicLMutationsLinLTuvwXLxncodingLtheLTubulinLyoldingLvofactorLwXLPerturbLMicrotubuleL
wynamicsLandLvauseLxarlyYOnsetLxncephalopathyZLAmericanlJournalloflHumanlGeneticsXL2016XLllXLlhdYlie11 55

18 TuvxLMutationsLvauseLxarlyYOnsetLProgressiveLxncephalopathyLwithLwistalLSpinalLMuscularL
ttrophyZLAmericanlJournalloflHumanlGeneticsXL2016XLllXLlifYlke 11 37

17 ProtractedLlateLinfantileLceroidLlipofuscinosisLdueLtoLTPPcLmutationsmLvlinicalXLmolecularLandL
biochemicalLcharacterizationLinLthreeLsibsZLJournalloflthelNeurologicallSciencesXL2015XLeghXLhgYic 3.2 21

16
MutationsLImpairingLzSKeYMediatedLMtyLPhosphorylationLvauseLvataractXLweafnessXLIntellectualL
wisabilityXLSeizuresXLandLaLwownLSyndromeYlikeLyaciesZLAmericanlJournalloflHumanlGeneticsXL2015XL
lhXLkchYdg

11 75

15 MutationsLinLKvNαcLandLtTPhVcudLcauseLZimmermannYLabandLsyndromeZLNaturelGeneticsXL2015XL
fiXLhhcYi 36.3 128

14 tctivatingLMutationsLtffectingLtheLwblLαomologyLwomainLofLSOSdLvauseLNoonanLSyndromeZL
HumanlMutationXL2015XLehXLcbkbYi 4.7 51

13 TheLemergingLroleLofLMicroRNtLinLschizophreniaZLCNSlandlNeurologicallDisordersl-lDruglTargetsXL
2015XLcfXLdbkYdc 2.6 26

12 vhildhoodLonsetLtubularLaggregateLmyopathyLassociatedLwithLdeLnovoLSTIMcLmutationsZLJournallofl
NeurologyXL2014XLdhcXLkibYh 5.5 41

11 MutationsLinLZuTudbLcauseLPrimroseLsyndromeZLNaturelGeneticsXL2014XLfhXLkcgYi 36.3 61

10 wynamicsLofLtheLshadeYavoidanceLresponseLinLtrabidopsisZLPlantlPhysiologyXL2013XLcheXLeecYge 6.6 61

9 LossLofLfunctionLofLtheLxeLubiquitinYproteinLligaseLUuxeuLcausesLKaufmanLoculocerebrofacialL
syndromeZLJournalloflMedicallGeneticsXL2013XLgbXLfleYl 5.8 33

8 PlantLadaptationLtoLdynamicallyLchangingLenvironmentmLtheLshadeLavoidanceLresponseZL
BiotechnologylAdvancesXL2012XLebXLcbfiYgk 17.8 106

7 tLrestrictedLspectrumLofLmutationsLinLtheLSMtwfLtumorYsuppressorLgeneLunderliesLMyhreL
syndromeZLAmericanlJournalloflHumanlGeneticsXL2012XLlbXLchcYl 11 64

6 IdentificationLofLaLnovelLcisYregulatoryLelementLforLUVYuYinducedLtranscriptionLinLtrabidopsisZLPlantl
JournalXL2008XLgfXLfbdYcf 6.9 47

5 tLnovelLregulatoryLcircuitLunderlyingLplantLresponseLtoLcanopyLshadeZLPlantlSignalinglandlBehaviorXL
2008XLeXLceiYl 2.5 7

(2008-2017)
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4 TheLtrabidopsisLhomeodomainYleucineLzipperLIILgeneLfamilymLdiversityLandLredundancyZLPlantl
MolecularlBiologyXL2008XLhkXLfhgYik 4.6 97

3 vanopyLshadeLcausesLaLrapidLandLtransientLarrestLinLleafLdevelopmentLthroughLauxinYinducedL
cytokininLoxidaseLactivityZLGeneslandlDevelopmentXL2007XLdcXLckheYk 12.6 150

2 tLdynamicLbalanceLbetweenLgeneLactivationLandLrepressionLregulatesLtheLshadeLavoidanceL
responseLinLtrabidopsisZLGeneslandlDevelopmentXL2005XLclXLdkccYg 12.6 192

1 tvxdgeneLvariantsLmayLunderlieLinterindividualLvariabilityLandLsusceptibilityLtoLvOVIwYclLinLtheL
ItalianLpopulation 25
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