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l Paper IF Citations

64 wohesinLandLhumanLdiseasenLlessonsLfromLmouseLmodelsaLCurrenthOpinionhinhCellhBiologyYL2015YLfkYLmZdk 9 27

63 ResponseLtoLxylanLMordauntLandLulishaLMcLauchlanaLClinicalhGeneticsYL2015YLllYLmmZdcc 4

62 PathwayLunalysisLvasedLonLaL‘enomeZWideLussociationLStudyLofLPolycysticLOvaryLSyndromeaLPLoSh
ONEYL2015YLdcYLecdfiicm 3.7 27

61 TuzdLVariantsLureLussociatedLwithLxysmorphicLzeaturesYLβntellectualLxisabilityYLandLNeurologicalL
ManifestationsaLAmericanhJournalhofhHumanhGeneticsYL2015YLmkYLmeeZfe 11 70

60 βntellectualLxisabilitynLWhenLtheL’ypertrichosisLβsLaLwlueaLJournalhofhPediatrichGeneticsYL2015YLgYLdhgZl 0.7 5

59 xeletionLofLddqdeafZddqdfadLinLaLpatientLwithLintellectualLdisabilityLandLchildhoodLfacialLfeaturesL
resemblingLworneliaLdeLLangeLsyndromeaLGeneYL2015YLhkeYLdfcZdfg 3.8 8

58 uLiZyearZoldLboyLwithLworneliaLdeLLangeLsyndromeLandLwoatsLdiseasenLcaseLreportLandLreviewLofLtheL
literatureaLJournalhofhAAPOSYL2015YLdmYLgkgZl 1.3 4

57 viochemicalLandLstructuralLcharacterizationLofL’xuwlLmutantsLassociatedLwithLworneliaLdeLLangeL
syndromeLspectrumLdisordersaLBiochemistryYL2015YLhgYLihcdZdf 3.2 32

56 xisordersLofLTranscriptionalLRegulationnLunLymergingLwategoryLofLMultipleLMalformationL
SyndromesaLMolecularhSyndromologyYL2016YLkYLeieZekf 1.5 25

55 yxpandingLtheLclinicalLspectrumLofLtheLT’xuwlZphenotypeTLZLimplicationsLforLmolecularLdiagnosticsYL
counselingLandLriskLpredictionaLClinicalhGeneticsYL2016YLlmYLhigZkf 4 29

54 uLnewLprognosticLindexLofLseverityLofLintellectualLdisabilitiesLinLworneliaLdeLLangeLsyndromeaL
AmericanhJournalhofhMedicalhGeneticswhParthC:hSeminarshinhMedicalhGeneticsYL2016YLdkeYLdkmZlm 3.1 6

53 ThrombocytopeniaLandLworneliaLdeLLangeLsyndromenLStillLanLenigmasaLAmericanhJournalhofhMedicalh
GeneticswhParthAYL2016YLdkcuYLdfcZg 2.5 3

52 βdentificationLofLaLregionLinLtheLcoiledZcoilLdomainLofLSmcfLthatLisLessentialLforLcohesinLactivityaL
NucleichAcidshResearchYL2016YLggYLifcmZdk 20.1 11

51 whromosomalLabnormalitiesLandLcopyLnumberLvariationsLinLfetalLleftZsidedLcongenitalLheartL
defectsaLPrenatalhDiagnosisYL2016YLfiYLdkkZlh 3.2 10

50 MolecularLsubtypingLandLimprovedLtreatmentLofLneurodevelopmentalLdiseaseaLGenomehMedicineYL
2016YLlYLee 14.4 12

49 MutationsLinLchromatinLregulatorsLfunctionallyLlinkLworneliaLdeLLangeLsyndromeLandLclinicallyL
overlappingLphenotypesaLHumanhGeneticsYL2017YLdfiYLfckZfec 6.3 40

48 ‘enotypeZphenotypeLcorrelationsLinLworneliaLdeLLangeLsyndromenLvehavioralLcharacteristicsLandL
changesLwithLageaLAmericanhJournalhofhMedicalhGeneticswhParthAYL2017YLdkfYLdhiiZdhkg 2.5 16
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47 TwoZstepLuTPZdrivenLopeningLofLcohesinLheadaLScientifichReportsYL2017YLkYLfeii 4.9 14

46 worneliaLdeLLangeLsyndromenLwongenitalLheartLdiseaseLinLdgmLpatientsaLMedicinahClˆ›nicahsEnglishh
EditiontYL2017YLdgmYLfccZfce 0.3

45 worneliaLdeLLangeLsyndromenLwongenitalLheartLdiseaseLinLdgmLpatientsaLMedicinahClˆ›nicaYL2017YLdgmYLfccZfce1 4

44 RareLformLofLautosomalLdominantLfamilialLworneliaLdeLLangeLsyndromeLdueLtoLaLnovelLduplicationL
inLSMwfaLClinicalhCasehReportshsdiscontinuedtYL2017YLhYLdekkZdelf 0.7 4

43 ZebrafishLasLaLModelLtoLStudyLwohesinLandLwohesinopathiesaLMethodshinhMolecularhBiologyYL2017YL
dhdhYLdkkZdmi 1.4 4

42 vRxgLinteractsLwithLNβPvLLandLvRxgLisLmutatedLinLaLworneliaLdeLLangeZlikeLsyndromeaLNatureh
GeneticsYL2018YLhcYLfemZffe 36.3 52

41 uLnewLtwistLinLtheLcoilnLfunctionsLofLtheLcoiledZcoilLdomainLofLstructuralLmaintenanceLofL
chromosomeLUSMwVLproteinsaLCurrenthGeneticsYL2018YLigYLdcmZddi 2.9 15

40 NovelLmosaicLvariantsLinLtwoLpatientsLwithLworneliaLdeLLangeLsyndromeaLEuropeanhJournalhofh
MedicalhGeneticsYL2018YLidYLilcZilg 2.6 6

39 UseLofLnutritionalLdevicesLinLworneliaLdeLLangeLsyndromenLxataLfromLaLlargeLβtalianLcohortaLAmericanh
JournalhofhMedicalhGeneticswhParthAYL2018YLdkiYLdlihZdlkd 2.5 2

38 xiagnosisLandLmanagementLofLworneliaLdeLLangeLsyndromenLfirstLinternationalLconsensusL
statementaLNaturehReviewshGeneticsYL2018YLdmYLigmZiii 30.1 123

37 wohesinLcomplexZassociatedLholoprosencephalyaLBrainYL2019YLdgeYLeifdZeigf 11.2 31

36 uLxeLnovoL’xuweLvariantLinLaLpatientLwithLfeaturesLconsistentLwithLworneliaLdeLLangeLsyndromeL
phenotypeaLAmericanhJournalhofhMedicalhGeneticswhParthAYL2019YLdkmYLlheZlhi 2.5 10

35 NextLgenerationLsequencingLidentifiedLtwoLnovelLmutationsLinLNβPvLLandLaLframeLshiftLmutationLinL
wRyvvPLinLthreeLwhineseLchildrenaLOrphanethJournalhofhRarehDiseasesYL2019YLdgYLgh 4.2 6

34 worneliaLdeLLangeLsyndromeLinLdiverseLpopulationsaLAmericanhJournalhofhMedicalhGeneticswhParthAYL
2019YLdkmYLdhcZdhl 2.5 25

33 ubnormalLvodyLSizeLandLProportionaL2019YLldZdgf

32 unotherLcaseLofLholoprosencephalyLassociatedLwithLRuxedLlossZofZfunctionLvariantaLBrainYL2020YL
dgfYLeig 11.2 5

31 MuUeLandLNβPvLLVariantsLβmpairLtheL’eterodimerizationLofLtheLwohesinLLoaderLSubunitsLandLwauseL
worneliaLdeLLangeLSyndromeaLCellhReportsYL2020YLfdYLdckigk 10.6 15

30 womplexLnutritionalLdeficienciesLinLaLlargeLcohortLofLβtalianLpatientsLwithLworneliaLdeLLangeL
syndromeLspectrumaLAmericanhJournalhofhMedicalhGeneticswhParthAYL2020YLdleYLecmgZedcd 2.5 2
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29 wausalL‘eneticLVariantsLinLStillbirthaLNewhEnglandhJournalhofhMedicineYL2020YLflfYLddckZdddi 59.2 24

28 unalysisLofLclinicalLandLgeneticLcharacteristicsLinLdcLwhineseLindividualsLwithLworneliaLdeLLangeL
syndromeLandLliteratureLreviewaLMolecularhGeneticshpamp;hGenomichMedicineYL2020YLlYLedgkd 2.3 4

27 WholeZgenomeLsequencingLrevealsLcomplexLchromosomeLrearrangementLdisruptingLNβPvLLinL
infantLwithLworneliaLdeLLangeLsyndromeaLAmericanhJournalhofhMedicalhGeneticswhParthAYL2020YLdleYLddgfZddhd2.5 7

26 uLvroaderLPerspectiveLonLtheLPrenatalLxiagnosisLofLworneliaLdeLLangeLSyndromenLReviewLofLtheL
LiteratureLandLwaseLPresentationaLDiagnosticsYL2021YLddYL 3.8 3

25 wlinicalLrelevanceLofLpostzygoticLmosaicismLinLworneliaLdeLLangeLsyndromeLandLpurifyingLselectionL
ofLNβPvLLvariantsLinLbloodaLScientifichReportsYL2021YLddYLdhghm 4.9 1

24 vyTtingLonLaLTranscriptionalLxeficitLasLtheLMainLwauseLforLworneliaLdeLLangeLSyndromeaLFrontiershinh
MolecularhBiosciencesYL2021YLlYLkcmefe 5.6 3

23 worneliaLdeLLangeLSyndromenLzromLaLxiseaseLtoLaLvroaderLSpectrumaLGenesYL2021YLdeYL 4.2 5

22 whromatinLulterationsLinLNeurologicalLxisordersLandLStrategiesLofLUypiV‘enomeLRescueaL
PharmaceuticalsYL2021YLdgYL 5.2 0

21 uLwhineseLwaseLofLworneliaLdeLLangeLSyndromeLwausedLbyLaLPathogenicLVariantLinLandLaLLiteratureL
ReviewaLFrontiershinhEndocrinologyYL2021YLdeYLicghcc 5.7

20 TargetedL‘eneLSequencingYLvoneL’ealthYLandLvodyLwompositionLinLworneliaLdeLLangeLSyndromeaL
AppliedhScienceshsSwitzerlandtYL2021YLddYLkdc 2.6 1

19 MuUeLandLNβPvLLvariantsLinLworneliaLdeLLangeLsyndromeLrevealLMuUeZindependentLloadingLofL
cohesinLandLuncoverLaLprotectiveLmechanismLagainstLearlyLtruncatingLmutationsLinLNβPvLaL

18 wPXZfhdLβnducesLRemissionLinLNewlyLxiagnosedLPediatricLSecondaryLMyeloidLMalignanciesaLBloodh
AdvancesYL2021YL 7.8 3

17 ’ighLrateLofLautonomicLneuropathyLinLworneliaLdeLLangeLSyndromeaLOrphanethJournalhofhRareh
DiseasesYL2021YLdiYLghl 4.2

16 wohesinLMutationsLβnduceLwhromatinLwonformationLPerturbationLofLtheLbLβmprintedLRegionLandL
‘eneLyxpressionLxysregulationLinLworneliaLdeLLangeLSyndromeLwellLLinesaLBiomoleculesYL2021YLddYL 5.9 1

15 wORNyLβuLxyLLuN‘yLSYNxROMyaL2021YLeckZeef

14 PrenatalLexomeLsequencingLinLfetusesLwithLcallosalLanomaliesaaLPrenatalhDiagnosisYL2022YL 3.2 0

13 wohesinLinLxNuLdamageLresponseLandLdoubleZstrandLbreakLrepairaaLCriticalhReviewshinhBiochemistryh
andhMolecularhBiologyYL2022YLdZdl 8.7 1

12 wohesinZMediatedLwhromatinLβnteractionsLandLuutoimmunityaaLFrontiershinhImmunologyYL2022YLdfYLlgccce8.4 0
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11 βmplicationsLofLxosageLxeficienciesLinLwTwzLandLwohesinLonL‘enomeLOrganizationYL‘eneL
yxpressionYLandL’umanLNeurodevelopmentaaLGenesYL2022YLdfYL 4.2 1

10 βnhibitionLofLT‘z˛†LpathwayLpreventsLshortLbodyLsizeLandLcardiacLdefectsLinLNipblZdeficientLmiceYLaL
mouseLmodelLofLworneliaLdeLLangeLsyndromeaL 1

9 uLNovelLβntragenicLxuplicationLinLtheL’xuwlL‘eneLUnderlyingLaLwaseLofLworneliaLdeLLangeL
SyndromeaL2022YLdfYLdgdf

8 WholeLgenomeLsequencingLofLâ��mutationZnegativeâ��LindividualsLwithLworneliaLdeLLangeLSyndromeaL 0

7 TargetingLcancersLandLmetabolicLdisordersnLTheLprospectsLofLcombiningL’xuwlLinhibitorLandL
activatoraL2023YLkYLdcccmk 0

6 zurtherLcharacterizationLofLtheLmqfdLmicrodeletionLphenotypeoLdelineationLofLaLcommonLregionLofL
overlapLcontainingLZNzgieaL 0

5 uLNovelLVariantLinLRuxedLinLworneliaLxeLLangeLSyndromeLTypeLgnLwaseLReportLandLvioinformaticL
unalysisaL2023YLdgYLddm 1

4 wlinicalLandLmolecularLcharacteristicsLofLKoreanLchildrenLwithLworneliaLdeLLangeLsyndromeaL2022YL
dmYLlhZmf 0

3 RareLvariantsLfoundLinLmultiplexLfamiliesLwithLorofacialLcleftsnLxoesLexpandingLtheLphenotypeLmakeL
aLdifferencesaL 0

2 ‘eneticLandL‘enomicLunalysesLofxrosophilaLmelanogasterModelsLofLwhromatinLModificationL
xisordersaL 0

1 ‘eneticLandLgenomicLanalysesLofLxrosophilaLmelanogasterLmodelsLofLchromatinLmodificationL
disordersaL 0
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