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k Paper IF Citations

81 LongMnoncodingMRNusMinMmouseMembryonicMstemMcellMpluripotencyMandMdifferentiationbMGenomee
ResearchZM2008ZMelZMehggahi 9.7 608

80 TheMtranscriptionalMnetworkMthatMcontrolsMgrowthMarrestMandMdifferentiationMinMaMhumanMmyeloidM
leukemiaMcellMlinebMNatureeGeneticsZM2009ZMheZMiigajf 36.3 356

79 TinyMRNusMassociatedMwithMtranscriptionMstartMsitesMinManimalsbMNatureeGeneticsZM2009ZMheZMikfal 36.3 302

78 yxpressionMofMdistinctMRNusMfromMgUMuntranslatedMregionsbMNucleiceAcidseResearchZM2011ZMgmZMfgmgahdg 20.1 153

77 yffectMofMiUUTRMintronsMonMgeneMexpressionMinMurabidopsisMthalianabMBMCeGenomicsZM2006ZMkZMefd 4.5 136

76 NuclearalocalizedMtinyMRNusMareMassociatedMwithMtranscriptionMinitiationMandMspliceMsitesMinM
metazoansbMNatureeStructuraleandeMoleculareBiologyZM2010ZMekZMedgdah 17.6 134

75
uMdeMnovoMmutationMinMtheM˛†atubulinMgeneMTUvvhuMresultsMinMtheMleukoencephalopathyM
hypomyelinationMwithMatrophyMofMtheMbasalMgangliaMandMcerebellumbMAmericaneJournaleofeHumane
GeneticsZM2013ZMmfZMkjkakg

11 133

74 MutationsMinMxuRSMcauseMhypomyelinationMwithMbrainMstemMandMspinalMcordMinvolvementMandMlegM
spasticitybMAmericaneJournaleofeHumaneGeneticsZM2013ZMmfZMkkhald 11 127

73 uMclinicalMapproachMtoMtheMdiagnosisMofMpatientsMwithMleukodystrophiesMandMgeneticM
leukoencephelopathiesbMMoleculareGeneticseandeMetabolismZM2015ZMeehZMideaiei 3.7 126

72
PatientaiPSwaxerivedMKidneyMOrganoidsMShowMzunctionalMValidationMofMaMwiliopathicMRenalM
PhenotypeMandMRevealMUnderlyingMPathogeneticMMechanismsbMAmericaneJournaleofeHumaneGeneticsZM
2018ZMedfZMlejalge

11 93

71 RecessiveMmutationsMinMPOLRewMcauseMaMleukodystrophyMbyMimpairingMbiogenesisMofMRNuM
polymeraseMβββbMNatureeCommunicationsZM2015ZMjZMkjfg 17.4 92

70 MutationsMinMtheMvoltageagatedMpotassiumMchannelMgeneMKwNüeMcauseMTempleavaraitserMsyndromeM
andMepilepsybMNatureeGeneticsZM2015ZMhkZMkgak 36.3 91

69 TransposonafreeMregionsMinMmammalianMgenomesbMGenomeeResearchZM2006ZMejZMejhakf 9.7 89

68 WholeMexomeMsequencingMinMpatientsMwithMwhiteMmatterMabnormalitiesbMAnnalseofeNeurologyZM2016ZM
kmZMedgeaedgk 9.4 86

67 yvolutionZMbiogenesisMandMfunctionMofMpromoteraassociatedMRNusbMCelleCycleZM2009ZMlZMfggfal 4.7 83

66
LossaofafunctionMalanylatRNuMsynthetaseMmutationsMcauseManMautosomalarecessiveMearlyaonsetM
epilepticMencephalopathyMwithMpersistentMmyelinationMdefectbMAmericaneJournaleofeHumaneGeneticsZM
2015ZMmjZMjkiale

11 72

65 üypomyelinationMwithMatrophyMofMtheMbasalMgangliaMandMcerebellumnMfurtherMdelineationMofMtheM
phenotypeMandMgenotypeaphenotypeMcorrelationbMBrainZM2014ZMegkZMemfeagd 11.2 72
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64 MuralMlymphaticMendothelialMcellsMregulateMmeningealMangiogenesisMinMtheMzebrafishbMNaturee
NeuroscienceZM2017ZMfdZMkkhaklg 25.5 62

63
viaallelicMwSzeRMMutationsMwauseMSkeletalMxysplasiaMofMxysosteosclerosisaPyleMxiseaseMSpectrumM
andMxegenerativeMyncephalopathyMwithMvrainMMalformationbMAmericaneJournaleofeHumaneGeneticsZM
2019ZMedhZMmfiamgi

11 56

62 WholeMexomeMsequencingMinMfamilyMtriosMrevealsMdeMnovoMmutationsMinMPURuMasMaMcauseMofMsevereM
neurodevelopmentalMdelayMandMlearningMdisabilitybMJournaleofeMedicaleGeneticsZM2014ZMieZMldjaeg 5.8 55

61 yxomeMsequencingMinMdevelopmentalMeyeMdiseaseMleadsMtoMidentificationMofMcausalMvariantsMinMGJulZM
wRYGwZMPuXjMandMwYPevebMEuropeaneJournaleofeHumaneGeneticsZM2014ZMffZMmdkaei 5.3 52

60 βdentificationMofMaMnovelMdeMnovoMpbPhemgfβleMKwNTeMmutationMinMaMpatientMwithM
leukoencephalopathyMandMsevereMepilepsybMPediatriceNeurologyZM2014ZMidZMeefah 2.9 49

59 xuRSaassociatedMleukoencephalopathyMcanMmimicMaMsteroidaresponsiveMneuroinflammatoryM
disorderbMNeurologyZM2015ZMlhZMffjagd 6.5 48

58 whronicMnonafreezingMcoldMinjuryMresultsMinMneuropathicMpainMdueMtoMaMsensoryMneuropathybMBrainZM
2017ZMehdZMfiikafijm 11.2 42

57 mafbaMisMaMdownstreamMtranscriptionalMeffectorMofMVegfcMsignalingMessentialMforMembryonicM
lymphangiogenesisMinMzebrafishbMGeneseandeDevelopmentZM2015ZMfmZMejelagd 12.6 42

56 uMrecurrentMdeMnovoMmutationMinMTMyMedjvMcausesMhypomyelinatingMleukodystrophybMBrainZM2017ZM
ehdZMgediageee 11.2 42

55 TUvvhuMdeMnovoMmutationsMcauseMisolatedMhypomyelinationbMNeurologyZM2014ZMlgZMlmlamdf 6.5 41

54 viaallelicMMutationsMinMyPRSZMyncodingMtheMGlutamylaProlylauminoacylatRNuMSynthetaseZMwauseMaM
üypomyelinatingMLeukodystrophybMAmericaneJournaleofeHumaneGeneticsZM2018ZMedfZMjkjajlh 11 38

53 TmemfMRegulatesMymbryonicMVegfMSignalingMbyMwontrollingMüyaluronicMucidMTurnoverbM
DevelopmentaleCellZM2017ZMhdZMefgaegj 10.2 33

52 TUvvhuMmutationsMresultMinMspecificMneuronalMandMoligodendrocyticMdefectsMthatMcloselyMmatchM
clinicallyMdistinctMphenotypesbMHumaneMoleculareGeneticsZM2017ZMfjZMhidjahiel 5.6 32

51 OrthologousMmicroRNuMgenesMareMlocatedMinMcanceraassociatedMgenomicMregionsMinMhumanMandM
mousebMPLoSeONEZM2007ZMfZMeeegg 3.7 32

50 XalinkedMhypomyelinationMwithMspondylometaphysealMdysplasiaMVüaSMxWMassociatedMwithMmutationsM
inMuβzMebMNeurogeneticsZM2017ZMelZMeliaemh 3 28

49 TheMclinicalZMbiochemicalMandMgeneticMfeaturesMassociatedMwithMarelatedMmitochondrialMdiseasebM
JournaleofeMedicaleGeneticsZM2016ZMigZMkjlakki 5.8 27

48 MagneticMresonanceMimagingMspectrumMofMsuccinateMdehydrogenasearelatedMinfantileM
leukoencephalopathybMAnnalseofeNeurologyZM2016ZMkmZMgkmalj 9.4 26

47 MaintenanceMofMtransposonafreeMregionsMthroughoutMvertebrateMevolutionbMBMCeGenomicsZM2007ZMlZMhkd 4.5 23
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46 viallelicMvariantsMinMandMcauseMdeafnessMandMVovarioWleukodystrophybMNeurologyZM2019ZMmfZMeeffiaeefgk 6.5 21

45
xeMNovoMVariantsMinMWxRgkMureMussociatedMwithMypilepsyZMwolobomasZMxysmorphismZM
xevelopmentalMxelayZMβntellectualMxisabilityZMandMwerebellarMüypoplasiabMAmericaneJournaleofeHumane
GeneticsZM2019ZMediZMhegahfh

11 19

44 RecessiveMmutationsMinMuTPlufMcauseMsevereMhypotoniaZMcognitiveMimpairmentZMhyperkineticM
movementMdisordersMandMprogressiveMopticMatrophybMOrphaneteJournaleofeRareeDiseasesZM2018ZMegZMlj 4.2 16

43 viallelicMmutationsMinMtheMhomeodomainMofMNKXjafMunderlieMaMsevereMhypomyelinatingM
leukodystrophybMBrainZM2017ZMehdZMfiidafiij 11.2 15

42 zatalMperinatalMmitochondrialMcardiacMfailureMcausedMbyMrecurrentMduplicationsMinMtheMlocusbMMedZM
2021ZMfZMhmakg 31.7 15

41 üeterozygousMVariantsMinMtheMMechanosensitiveMβonMwhannelMTMyMjguMResultMinMTransientM
üypomyelinationMduringMβnfancybMAmericaneJournaleofeHumaneGeneticsZM2019ZMediZMmmjaeddh 11 13

40 TheMulternativeMSplicingMRegulatorMNovafMwonstrainsMVascularMyrkMSignalingMtoMLimitMSpecificationMofM
theMLymphaticMLineagebMDevelopmentaleCellZM2019ZMhmZMfkmafmfbei 10.2 13

39 wompoundMheterozygousMmutationsMinMglycylatRNuMsynthetaseMVGuRSWMcauseMmitochondrialM
respiratoryMchainMdysfunctionbMPLoSeONEZM2017ZMefZMedeklefi 3.7 13

38 GenomeMsequencingMinMpersistentlyMunsolvedMwhiteMmatterMdisordersbMAnnalseofeClinicaleande
TranslationaleNeurologyZM2020ZMkZMehhaeif 5.3 13

37 UtilisingMpolymorphismsMtoMachieveMalleleaspecificMgenomeMeditingMinMzebrafishbMBiologyeOpenZM2017ZM
jZMefiaege 2.2 12

36 βdentificationMofMwandidateMGenesMforMMayeraRokitanskyaKˆ…steraüauserMSyndromeMUsingMGenomicM
upproachesbMSexualeDevelopmentZM2019ZMegZMfjagh 1.6 12

35 xeMnovoMmutationsMinMTOMMkdZMaMreceptorMofMtheMmitochondrialMimportMtranslocaseZMcauseM
neurologicalMimpairmentbMHumaneMoleculareGeneticsZM2020ZMfmZMeijlaeikm 5.6 11

34 yxpressionMPatternMofMtheMuspartylatRNuMSynthetaseMxuRSMinMtheMüumanMvrainbMFrontierseine
MoleculareNeuroscienceZM2018ZMeeZMle 6.1 11

33 uMmutationMaffectingMlamininMalphaMiMpolymerisationMgivesMriseMtoMaMsyndromicMdevelopmentalM
disorderbMDevelopmentenCambridgeoZM2020ZMehkZM 6.6 11

32 RMNxeaRelatedMLeukoencephalopathyMWithMTemporalMLobeMwystsMandMüearingMLossaunotherM
MendelianMMimickerMofMwongenitalMwytomegalovirusMβnfectionbMPediatriceNeurologyZM2017ZMjjZMimajf 2.9 10

31 GeneMsequencesMfromMNewMZealandUsMextinctMhuiabMJournaleofetheeRoyaleSocietyeofeNeweZealandZM2002
ZMgfZMgfkaggi 2 10

30 MutationsMinMSZTfMresultMinMearlyaonsetMepilepticMencephalopathyMandMleukoencephalopathybM
AmericaneJournaleofeMedicaleGeneticsseParteAZM2018ZMekjZMehhgaehhl 2.5 9

29 MultiomicManalysisMelucidatesMwomplexMβMdeficiencyMcausedMbyMaMdeepMintronicMvariantMinMNxUzvedbM
HumaneMutationZM2021ZMhfZMemafh 4.7 9
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28 RecessiveMmutationsMinMNxUzufMcauseMmitochondrialMleukoencephalopathybMClinicaleGeneticsZM2018ZM
mgZMgmjahdd 4 8

27 ubsenceMofMuxoglialMParanodalMJunctionsMinMaMwhildMWithMwNTNuPeMMutationsZMüypomyelinationZM
andMurthrogryposisbMJournaleofeChildeNeurologyZM2018ZMggZMjhfajid 2.5 8

26 werebralMhypomyelinationMassociatedMwithMbiallelicMvariantsMofMzβGhbMHumaneMutationZM2019ZMhdZMjemajgd 4.7 8

25 LysosomalMdysfunctionMinMhypomyelinatingMleukodystrophybMNeurology:eGeneticsZM2018ZMhZMefll 3.8 8

24 TmemfMRegulatesMymbryonicMVegfMSignalingMbyMwontrollingMüyaluronicMucidMTurnoverbM
DevelopmentaleCellZM2017ZMhdZMhfe 10.2 7

23 TypeMββMulexanderMdiseaseMcausedMbyMsplicingMerrorsMandMaberrantMoverexpressionMofManM
uncharacterizedMGzuPMisoformbMHumaneMutationZM2020ZMheZMeegeaeegk 4.7 7

22 RandomizedMwlinicalMTrialMofMzirstaLineMGenomeMSequencingMinMPediatricMWhiteMMatterMxisordersbM
AnnalseofeNeurologyZM2020ZMllZMfjhafkg 9.4 7

21 LeukoencephalopathyMdueMtoMvariantsMinMassociatedMcongenitalMmyasthenicMsyndromebMNeurologyZM
2019ZMmfZMeilkaeimg 6.5 7

20 yxpandingMtheMgenotypicMspectrumMofMwwvyeMmutationsMinMüennekamMsyndromebMAmericaneJournale
ofeMedicaleGeneticsseParteAZM2016ZMekdZMfjmhak 2.5 6

19 uMprotocolMforMtheMidentificationMandMvalidationMofMnovelMgeneticMcausesMofMkidneyMdiseasebMBMCe
NephrologyZM2015ZMejZMeif 2.7 6

18 udultaxiagnosedMNonsyndromicMNephronophthisisMinMuustralianMzamiliesMwausedMbyMviallelicMNPüPhM
VariantsbMAmericaneJournaleofeKidneyeDiseasesZM2020ZMkjZMflfaflk 7.4 6

17 MuzvMmodulatesMtheMmaturationMofMlymphaticMvascularMnetworksMinMmicebMDevelopmentaleDynamicsZM
2020ZMfhmZMefdeaefej 2.9 5

16 SevereMLeukoencephalopathyMwithMwlinicalMRecoveryMwausedMbyMRecessiveMvOLugMMutationsbMJIMDe
ReportsZM2019ZMhgZMjgakd 1.9 5

15 RapidMidentificationMofMaMnovelMcomplexMβMMTaNxgMmbedeghwruMmutationMinMaMLeighMsyndromeM
patientbMPLoSeONEZM2014ZMmZMeedhlkm 3.7 5

14 LocalisedMwollagenfaeMsecretionMsupportsMlymphaticMendothelialMcellMmigrationMinMtheMzebrafishM
embryobMDevelopmentenCambridgeoZM2020ZMehkZM 6.6 5

13 TheMRNuMhelicaseMxdxfeMcontrolsMVegfcadrivenMdevelopmentalMlymphangiogenesisMbyMbalancingM
endothelialMcellMribosomeMbiogenesisMandMpigMfunctionbMNatureeCelleBiologyZM2021ZMfgZMeegjaeehk 23.4 4

12
TheMzebrafishMmutantMuncoversManMevolutionarilyMconservedMroleMforMTmemejebMinMtheMcontrolMofM
cardiacMrhythmbMProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitedeStateseofeAmericaZM
2021ZMeelZM

11.5 4

11 βsolatedMproteinuriaMdueMtoMwUvNMhomozygousMmutationMaMchallengingMtheMinvestigativeMparadigmbM
BMCeNephrologyZM2019ZMfdZMggd 2.7 3

(2019-2018)
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10 uMrelativelyMcommonMhomozygousMTRuPPwhMsplicingMvariantMisMassociatedMwithManMearlyainfantileM
neurodegenerativeMsyndromebMEuropeaneJournaleofeHumaneGeneticsZM2021ZMfmZMfkeafkm 5.3 3

9 zeasibilityMofMScreeningMforMwhromosomeMeiMβmprintingMxisordersMinMejMikmMNewbornsMbyMUsingMaM
NovelMGenomicMWorkflowbbMJAMAeNetworkeOpenZM2022ZMiZMefehemee 10.4 2

8 yxpandedMphenotypeMofMuuRSearelatedMwhiteMmatterMdiseasebMGeneticseineMedicineZM2021ZMfgZMfgifafgim 8.1 2

7 PrecisionMMedicineMxiagnosticsMforMRareMKidneyMxiseasenMTwitterMasMaMToolMinMwlinicalMGenomicM
TranslationbMKidneyeMedicineZM2019ZMeZMgeiagel 2.8 1

6 MyosinMVbMisMrequiredMforMcorrectMtraffickingMofMNacadherinMandMcardiacMchamberMballooningbM
DevelopmentaleDynamicsZM2019ZMfhlZMflhafmi 2.9 1

5 viallelicMPβhKuMvariantsMcauseMneurologicalZMintestinalMandMimmunologicalMdiseasebMBrainZM2021ZM 11.2 1

4 uberrantMsplicingMandMtranscriptionalMactivityMofMTPPeMresultMinMwLNfalikeMdisorderbMEuropeaneJournale
ofeMedicaleGeneticsZM2021ZMjhZMedhfim 2.6 0

3 werebralMMicroangiopathyMinMLeukoencephalopathyMWithMwerebralMwalcificationsMandMwystsnMuM
PathologicalMxescriptionbMJournaleofeChildeNeurologyZM2021ZMgjZMeggaehd 2.5 0

2 zurtherMxelineationMofMtheMwlinicalMandMPathologicMzeaturesMofMüβKySüβaRelatedMüypomyelinatingM
LeukodystrophybMPediatriceNeurologyZM2021ZMefeZMeeaem 2.9 0

1 ReplynMTheMrecurrentMmutationMinMTMyMedjvMalsoMcausesMhypomyelinatingMleukodystrophyMinMwhinaM
andMisMaMwpGMhotspotbMBrainZM2018ZMeheZMegk 11.2
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