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m Paper IF Citations

83 PrevalenceLandLarchitectureLofLdeLnovoLmutationsLinLdevelopmentalLdisordersbLNatureYL2017YLihfYLhggahgl50.4 765

82 WholeagenomeLsequencingLofLpatientsLwithLrareLdiseasesLinLaLnationalLhealthLsystembLNatureYL2020YL
ilgYLmjaedf 50.4 139

81 HistoneLLysineLMethylasesLandLxemethylasesLinLtheLLandscapeLofLHumanLxevelopmentalL
xisordersbLAmericanlJournalloflHumanlGeneticsYL2018YLedfYLekiaelk 11 108

80 GermlineLselectionLshapesLhumanLmitochondrialLxNuLdiversitybLScienceYL2019YLgjhYL 33.3 105

79 yvidenceLforLflLgeneticLdisordersLdiscoveredLbyLcombiningLhealthcareLandLresearchLdatabLNatureYL
2020YLiljYLkikakjf 50.4 103

78 ypistasisLbetweenLdopamineLregulatingLgenesLidentifiesLaLnonlinearLresponseLofLtheLhumanL
hippocampusLduringLmemoryLtasksbLBiologicallPsychiatryYL2008YLjhYLffjagh 7.9 73

77 MutationLspectrumLofLMLLfLinLaLcohortLofLKabukiLsyndromeLpatientsbLOrphanetlJournalloflRarel
DiseasesYL2011YLjYLgl 4.2 68

76 NotLallLepilepticLencephalopathiesLareLxravetLsyndromenLyarlyLprofoundLThrffjMetLphenotypebL
NeurologyYL2017YLlmYLedgiaedhf 6.5 62

75 wOMTLValeilMetLpolymorphismLpredictsLnegativeLsymptomsLresponseLtoLtreatmentLwithL
olanzapineLinLschizophreniabLSchizophrenialResearchYL2007YLmiYLfigai 3.6 46

74
wompoundLheterozygosityLofLlowafrequencyLpromoterLdeletionsLandLrareLlossaofafunctionL
mutationsLinLTXNLhuLcausesLvurnaMcKeownLsyndromebLAmericanlJournalloflHumanlGeneticsYL2014YL
miYLjmlakdk

11 45

73 wlinicalLvariabilityLofLgeneticLisolatesLofLwohenLsyndromebLClinicallGeneticsYL2011YLkmYLideaj 4 38

72 vloodLRNuLanalysisLcanLincreaseLclinicalLdiagnosticLrateLandLresolveLvariantsLofLuncertainL
significancebLGeneticslinlMedicineYL2020YLffYLeddiaedeh 8.1 35

71 PURuLsyndromenLclinicalLdelineationLandLgenotypeaphenotypeLstudyLinLgfLindividualsLwithLreviewLofL
publishedLliteraturebLJournalloflMedicallGeneticsYL2018YLiiYLedhaeeg 5.8 35

70 eddYdddLGenomesLPilotLonLRareaxiseaseLxiagnosisLinLHealthLwareLaLPreliminaryLReportbLNewlEnglandl
JournalloflMedicineYL2021YLgliYLeljlaelld 59.2 34

69 PanelavasedLwlinicalLGeneticLTestingLinLliLwhildrenLwithLInheritedLRetinalLxiseasebLOphthalmologyYL
2017YLefhYLmliamme 7.3 31

68 HeterozygousLVariantsLinLKMTfyLwauseLaLSpectrumLofLNeurodevelopmentalLxisordersLandL
ypilepsybLAmericanlJournalloflHumanlGeneticsYL2019YLedhYLefedaefff 11 31

67 PathogenicityLandLselectiveLconstraintLonLvariationLnearLspliceLsitesbLGenomelResearchYL2019YLfmYLeimaekd9.7 29
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66 xiagnosingLfetalLalcoholLsyndromenLnewLinsightsLfromLnewerLgeneticLtechnologiesbLArchiveslofl
DiseaselinlChildhoodYL2012YLmkYLlefak 2.2 27

65 xiagnosingLchildhoodaonsetLinbornLerrorsLofLmetabolismLbyLnextagenerationLsequencingbLArchivesl
oflDiseaselinlChildhoodYL2017YLedfYLedemaedfm 2.2 24

64
xeLNovoLandLInheritedLLossaofazunctionLVariantsLinLTLKfnLwlinicalLandLGenotypeaPhenotypeL
yvaluationLofLaLxistinctLNeurodevelopmentalLxisorderbLAmericanlJournalloflHumanlGeneticsYL2018YL
edfYLeemiaefdg

11 24

63
zurtherLwlinicalLxelineationLofLtheLMyzfwLHaploinsufficiencyLSyndromenLReportLonLNewLwasesLandL
LiteratureLReviewLofLSevereLNeurodevelopmentalLxisordersLPresentingLwithLSeizuresYLubsentL
SpeechYLandLInvoluntaryLMovementsbLJournalloflPediatriclGeneticsYL2017YLjYLefmaehe

0.7 24

62 GainaofazunctionLMutationsLinLRuRvLwauseLIntellectualLxisabilityLwithLProgressiveLMotorL
ImpairmentbLHumanlMutationYL2016YLgkYLkljamg 4.7 24

61 NeurocognitiveLeffectsLofLmethylphenidateLonLuxHxLchildrenLwithLdifferentLxuTLgenotypesnLaL
longitudinalLopenLlabelLtrialbLEuropeanlJournalloflPaediatriclNeurologyYL2013YLekYLhdkaeh 3.8 23

60 HaploinsufficiencyLofLSOXiYLaLmemberLofLtheLSOXLUSRYarelatedLHMGaboxVLfamilyLofLtranscriptionL
factorsLisLaLcauseLofLintellectualLdisabilitybLEuropeanlJournalloflMedicallGeneticsYL2013YLijYLedlaeg 2.6 22

59 xelineationLofLaLHumanLMendelianLxisorderLofLtheLxNuLxemethylationLMachinerynLTyTgL
xeficiencybLAmericanlJournalloflHumanlGeneticsYL2020YLedjYLfghafhi 11 22

58 wlinicalLutilityLofLgeneticLtestingLinLfdeLpreschoolLchildrenLwithLinheritedLeyeLdisordersbLGeneticslinl
MedicineYL2020YLffYLkhiakie 8.1 21

57 PyxIunLprioritizationLofLexomeLdataLbyLimageLanalysisbLGeneticslinlMedicineYL2019YLfeYLfldkafleh 8.1 20

56 TheLclinicalLpresentationLcausedLbyLtruncatingLwHxlLvariantsbLClinicallGeneticsYL2019YLmjYLkfalh 4 20

55 xiagnosingLtheLcauseLofLbilateralLpaediatricLcataractsnLcomparisonLofLstandardLtestingLwithLaL
nextagenerationLsequencingLapproachbLEyeYL2016YLgdYLeekiale 4.4 19

54 viaallelicLLossaofazunctionLwuwNuevLMutationsLinLProgressiveLypilepsyaxyskinesiabLAmericanl
JournalloflHumanlGeneticsYL2019YLedhYLmhlamij 11 17

53 TheLwHxlLovergrowthLsyndromenLuLdetailedLevaluationLofLanLemergingLovergrowthLphenotypeLinL
fkLpatientsbLAmericanlJournalloflMedicallGeneticszlPartlC:lSeminarslinlMedicallGeneticsYL2019YLeleYLiikaijh3.1 17

52 SilveraRussellLsyndromeLfollowingLinLvitroLfertilizationbLPediatriclandlDevelopmentallPathologyYL2008
YLeeYLgfmage 2.2 15

51 wompoundLheterozygosityLforLGxziLinLxuLPanLtypeLchondrodysplasiabLAmericanlJournalloflMedicall
GeneticszlPartlAYL2008YLehjuYLfeejafe 2.5 15

50
TelemedicineLstrategyLofLtheLyuropeanLReferenceLNetworkLITHuwuLforLtheLdiagnosisLandL
managementLofLpatientsLwithLrareLdevelopmentalLdisordersbLOrphanetlJournalloflRarelDiseasesYL
2020YLeiYLedg

4.2 14

49 wlinicalLandLgeneticLvariabilityLinLchildrenLwithLpartialLalbinismbLScientificlReportsYL2019YLmYLejikj 4.9 14
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48 GingivalLovergrowthYLcongenitalLgeneralizedLhypertrichosisYLmentalLretardationLandLepilepsynLcaseL
reportLandLoverviewbLClinicallDysmorphologyYL2009YLelYLfdial 0.9 13

47 xysmorphologyLatLaLdistancenLresultsLofLaLwebabasedLdiagnosticLservicebLEuropeanlJournalloflHumanl
GeneticsYL2014YLffYLgfkagf 5.3 12

46 PreliminaryLdataLsuggestLthatLmutationsLinLtheLwgRPLpathwayLareLnotLinvolvedLinLhumanLsporadicL
cryptorchidismbLJournalloflEndocrinologicallInvestigationYL2004YLfkYLkjdah 5.2 12

45 HypoglycaemiaLrepresentsLaLclinicallyLsignificantLmanifestationLofLPIKgwuaLandLwwNxfaassociatedL
segmentalLovergrowthbLClinicallGeneticsYL2018YLmgYLjlkajmf 4 11

44 xiagnosticLyieldLofLpanelabasedLgeneticLtestingLinLsyndromicLinheritedLretinalLdiseasebLEuropeanl
JournalloflHumanlGeneticsYL2020YLflYLikjailj 5.3 11

43 wollaborativeLwrowdsourcingLforLtheLxiagnosisLofLRareLGeneticLSyndromesnLTheLxYSwyRNyL
yxperiencebLPubliclHealthlGenomicsYL2016YLemYLemafh 1.9 10

42 OphthalmicLfindingsLinLtheLGreekLisolateLofLwohenLsyndromebLAmericanlJournalloflMedicallGeneticszl
PartlAYL2011YLeiiuYLigham 2.5 10

41 LGIeLgeneLmutationLscreeningLinLsporadicLpartialLepilepsyLwithLauditoryLfeaturesbLJournallofl
NeurologyYL2005YLfifYLjfaj 5.5 10

40 PrevalenceYLphenotypeLandLarchitectureLofLdevelopmentalLdisordersLcausedLbyLdeLnovoLmutationnL
TheLxecipheringLxevelopmentalLxisordersLStudy 10

39 TheLevolvingLcraniofacialLphenotypeLofLaLpatientLwithLSensenbrennerLsyndromeLcausedLbyLIzTehdL
compoundLheterozygousLmutationsbLClinicallDysmorphologyYL2017YLfjYLfhkafie 0.9 9

38 NiemannaPickLtypeLwLdiseasenLaLnovelLNPweLmutationLsegregatingLinLaLGreekLislandbLClinicallGenetics
YL2014YLliYLihgak 4 9

37 SMuxjLvariantsLinLcraniosynostosisnLgenotypeLandLphenotypeLevaluationbLGeneticslinlMedicineYL
2020YLffYLehmlaeidj 8.1 8

36 ynablingLGlobalLwlinicalLwollaborationsLonLIdentifiableLPatientLxatanLTheLMinervaLInitiativebLFrontiersl
inlGeneticsYL2019YLedYLjee 4.5 7

35
womplexLdistalLedqLrearrangementLinLaLgirlLwithLmildLintellectualLdisabilitynLfollowLupLofLtheLpatientL
andLreviewLofLtheLliteratureLofLnonaacrocentricLsatellitedLchromosomesbLAmericanlJournallofl
MedicallGeneticszlPartlAYL2011YLeiiuYLflheaih

2.5 7

34 ReassessmentLofLholoprosencephalyadiencephalicLhamartoblastomaLUHxHVLassociationbLAmericanl
JournalloflMedicallGeneticszlPartlAYL2007YLehguYLfkkalh 2.5 7

33 ModellingLtheLdevelopmentalLspliceosomalLcraniofacialLdisorderLvurnaMcKeownLsyndromeLusingL
inducedLpluripotentLstemLcellsbLPLoSlONEYL2020YLeiYLedfggilf 3.7 6

32 TwoLpatientsLwithLchromosomeLffqeebfLdeletionLpresentingLwithLchildhoodLobesityLandL
hyperphagiabLEuropeanlJournalloflMedicallGeneticsYL2016YLimYLhdeag 2.6 5

31 TheLcontributionLofLXalinkedLcodingLvariationLtoLsevereLdevelopmentalLdisordersbLNaturel
CommunicationsYL2021YLefYLjfk 17.4 5
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30 xysmorphologyLservicesnLaLsnapshotLofLcurrentLpracticesLandLaLvisionLforLtheLfuturebLClinicall
GeneticsYL2016YLlmYLfkagg 4 4

29 GeneralizedLpulpLstonesnLreportLofLaLcaseLwithLjayearLfollowaupbLInternationallEndodonticlJournalYL
2011YLhhYLmkjalf 5.4 4

28 SevereLconstipationLinLaLpatientLwithLMyhreLsyndromenLaLcaseLreportbLClinicallDysmorphologyYL2016YL
fiYLihak 0.9 4

27 womprehensiveLstudyLofLflLindividualsLwithLSINguarelatedLdisorderLunderscoringLtheLassociatedL
mildLcognitiveLandLdistinctiveLfacialLphenotypebLEuropeanlJournalloflHumanlGeneticsYL2021YLfmYLjfiajgj 5.3 4

26 InterruptedcbipartiteLclavicleLasLaLdiagnosticLclueLinLKabukiLsyndromebLAmericanlJournalloflMedicall
GeneticszlPartlAYL2017YLekgYLeeeiaeeel 2.5 3

25 SevereLintellectualLdisabilityLinLaLpatientLwithLvurnaMcKeownLsyndromebLClinicallDysmorphologyYL
2017YLfjYLemgaemh 0.9 3

24
NullLvariantsLandLdeletionsLinLvRWxgLcauseLanLXalinkedLsyndromeLofLmildamoderateLintellectualL
disabilityYLmacrocephalyYLandLobesitynLuLseriesLofLekLpatientsbLAmericanlJournalloflMedicallGeneticszl
PartlC:lSeminarslinlMedicallGeneticsYL2019YLeleYLjglajhg

3.1 3

23 ylectroclinicalLfeaturesLofLMyzfwLhaploinsufficiencyarelatedLepilepsynLuLmulticenterLyuropeanL
studybLSeizure:lthelJournalloflthelBritishlEpilepsylAssociationYL2021YLllYLjdakf 3.2 3

22 uLpatientLwithLaLnovelLwNTNuPfLhomozygousLvariantnLfurtherLdelineationLofLtheLwuSPRfLdeficiencyL
syndromeLandLreviewLofLtheLliteraturebLClinicallDysmorphologyYL2019YLflYLjjakd 0.9 3

21 uLstandardLofLcareLforLindividualsLwithLPIKgwuarelatedLdisordersnLunLinternationalLexpertLconsensusL
statementbLClinicallGeneticsYL2022YLedeYLgfahk 4 3

20 PathogenicityLandLselectiveLconstraintLonLvariationLnearLspliceLsites 2

19 PersonalisedLvirtualLgeneLpanelsLreduceLinterpretationLworkloadLandLmaintainLdiagnosticLratesLofL
probandaonlyLclinicalLexomeLsequencingLforLrareLdisordersbLJournalloflMedicallGeneticsYL2021YL 5.8 2

18 VariantsLinLtheLdegronLofLuzzgLareLassociatedLwithLintellectualLdisabilityYLmesomelicLdysplasiaYL
horseshoeLkidneyYLandLepilepticLencephalopathybLAmericanlJournalloflHumanlGeneticsYL2021YLedlYLlikalkg11 2

17 whromosomeLeqgebfqgfbeLdeletionLinLanLadultLmaleLwithLintellectualLdisabilityYLdysmorphicL
featuresLandLobesitybLClinicallDysmorphologyYL2019YLflYLegeaegj 0.9 2

16 TheLRoleLofLtheLyuropeanLSocietyLofLHumanLGeneticsLinLxeliveringLGenomicLyducationbLFrontierslinl
GeneticsYL2021YLefYLjmgmif 4.5 2

15 xelineationLofLtheLzirstLHumanLMendelianLxisorderLofLtheLxNuLxemethylationLMachinerynLTyTgLxeficiency 1

14 viallelicLvariantsLinLPwxHGwhLcauseLaLnovelLneurodevelopmentalLsyndromeLwithLprogressiveL
microcephalyYLseizuresYLandLjointLanomaliesbLGeneticslinlMedicineYL2021YLfgYLfeglafehm 8.1 1

13
wongenitalLcataractsLinLfemalesLcausedLbyLvwORLmutationsoLreportLofLsixLfurtherLfamiliesL
demonstratingLclinicalLvariabilityLandLdiverseLgeneticLmechanismsbLEuropeanlJournalloflMedicall
GeneticsYL2020YLjgYLedgjil

2.6 1

(2020-2016)
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12 giaYearLzollowaUpLofLaLwaseLofLRingLwhromosomeLfnLurrayawGHLunalysisLandLLiteratureLReviewLofL
theLRingLSyndromebLCytogeneticlandlGenomelResearchYL2015YLehiYLjaeg 1.9 0

11 xeficiencyLofLTyTgLleadsLtoLaLgenomeawideLxNuLhypermethylationLepisignatureLinLhumanLwholeL
bloodbLNpjlGenomiclMedicineYL2021YLjYLmf 6.2 0

10 TheLdiagnosticLutilityLofLclinicalLexomeLsequencingLinLjdLpatientsLwithLhearingLlossLdisordersnLuL
singleainstitutionLexperiencebLClinicallOtolaryngologyYL2021YLhjYLefikaefjf 1.8 0

9 viaallelicLmutationLofLwTNNveLcausesLaLsevereLformLofLsyndromicLmicrophthalmiaYLpersistentLfoetalL
vasculatureLandLvitreoretinalLdysplasiabbLOrphanetlJournalloflRarelDiseasesYL2022YLekYLeed 4.2 0

8 GeneticLdisordersLandLgeneticLvariantsL2022YLeai

7 LackLofLresemblanceLbetweenLMyhreLsyndromeLandLotherLNsegmentalLprogeroidNLsyndromesL
warrantsLrestraintLinLapplyingLthisLclassificationbLGeroScienceYL2021YLhgYLhimahje 8.9

6 uLcaseLofLdiencephalicLsyndromeLpresentingLwithLisolatedLlipodystrophybLClinicallDysmorphologyYL
2018YLfkYLeffaefi 0.9

5 ymbryonalLsarcomaLofLtheLliverLinLaLgirlLwithLwockayneLsyndromebLClinicallGeneticsYL2021YL 4

4 ModellingLtheLdevelopmentalLspliceosomalLcraniofacialLdisorderLvurnaMcKeownLsyndromeLusingL
inducedLpluripotentLstemLcellsL2020YLeiYLedfggilf

3 ModellingLtheLdevelopmentalLspliceosomalLcraniofacialLdisorderLvurnaMcKeownLsyndromeLusingL
inducedLpluripotentLstemLcellsL2020YLeiYLedfggilf

2 ModellingLtheLdevelopmentalLspliceosomalLcraniofacialLdisorderLvurnaMcKeownLsyndromeLusingL
inducedLpluripotentLstemLcellsL2020YLeiYLedfggilf

1 ModellingLtheLdevelopmentalLspliceosomalLcraniofacialLdisorderLvurnaMcKeownLsyndromeLusingL
inducedLpluripotentLstemLcellsL2020YLeiYLedfggilf
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