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90 SplicingLinLtwoLskeletalLmuscleLtranscriptsLcorrelatesLwithLclinicalLphenotypeLinLmyotonicLdystrophyL
typeLcLpatientsZZLJournalfoffNeurologyXL2022XLc 5.5

89 IntegrativeLanalysisLofLgenomicLvariantsLrevealsLnewLassociationsLofLcandidateLhaploinsufficientL
genesLwithLcongenitalLheartLdiseaseZLPLoSfGeneticsXL2021XLciXLecbbkhik 6 1

88 vifferentialLfatesLofLintronsLinLgeneLexpressionLdueLtoLglobalLalternativeLsplicingZZLHumanfGeneticsXL
2021XLcfcXLec 6.3 2

87 uvKcdLinhibitionLreducesLabnormalitiesLinLcellsLfromLpatientsLwithLmyotonicLdystrophyLandLinLaL
mouseLmodelZLSciencefTranslationalfMedicineXL2020XLcdXL 17.5 7

86 MyotonicLdystrophyL2020XLhcYje

85 SystemsLgeneticsLanalysisLidentifiesLcalciumYsignalingLdefectsLasLnovelLcauseLofLcongenitalLheartL
diseaseZLGenomefMedicineXL2020XLcdXLih 14.4 5

84 ylobalLIncreaseLinLuircularLRNsLLevelsLinLMyotonicLvystrophyZLFrontiersfinfGeneticsXL2019XLcbXLhfk 4.5 14

83 zvsufLandLgLrepressionLofLTtXgLisLrelievedLbyLproteinLkinaseLvcZLScientificfReportsXL2019XLkXLcikkd 4.9 3

82 WholeLwxomeLSequencingLRevealsLtheLMajorLyeneticLuontributorsLtoLNonsyndromicLTetralogyLofL
xallotZLCirculationfResearchXL2019XLcdfXLggeYghe 15.7 62

81 scetylationLofLTtXgLbyLKsTdtLandLKsTdsLregulatesLheartLandLlimbLdevelopmentZLJournalfoff
MolecularfandfCellularfCardiologyXL2018XLccfXLcjgYckj 5.8 20

80 QuantitativeLMethodsLtoLMonitorLRNsLtiomarkersLinLMyotonicLvystrophyZLScientificfReportsXL2018XL
jXLgjjg 4.9 18

79 SmallLMoleculesLWhichLImproveLPathogenesisLofLMyotonicLvystrophyLTypeLcZLFrontiersfinfNeurologyXL
2018XLkXLefk 4.1 23

78 todyLcompositionLandLclinicalLoutcomeLmeasuresLinLpatientsLwithLmyotonicLdystrophyLtypeLcZL
NeuromuscularfDisordersXL2017XLdiXLdjhYdjk 2.9 8

77 TropomyosinLclLMultipleLrolesLinLtheLdevelopingLheartLandLinLtheLformationLofLcongenitalLheartL
defectsZLJournalfoffMolecularfandfCellularfCardiologyXL2017XLcbhXLcYce 5.8 24

76 TYtoxLyenesLinLzumanLvevelopmentLandLviseaseZLCurrentfTopicsfinfDevelopmentalfBiologyXL2017XL
cddXLejeYfcg 5.3 16

75 RecentLadvancesLinLcongenitalLheartLdiseaseLgenomicsZLF1000ResearchXL2017XLhXLjhk 3.6 4

74 sLgenomeYwideLassociationLstudyLofLcongenitalLcardiovascularLleftYsidedLlesionsLshowsLassociationL
withLaLlocusLonLchromosomeLdbZLHumanfMolecularfGeneticsXL2016XLdgXLdeecYdefc 5.6 18
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73 vistinctLgeneticLarchitecturesLforLsyndromicLandLnonsyndromicLcongenitalLheartLdefectsLidentifiedL
byLexomeLsequencingZLNaturefGeneticsXL2016XLfjXLcbhbYg 36.3 200

72 RareLvariantsLinLNRdxdLcauseLcongenitalLheartLdefectsLinLhumansZLAmericanfJournalfoffHumanf
GeneticsXL2014XLkfXLgifYjg 11 115

71 StudiesLofLyenesLInvolvedLinLuongenitalLzeartLviseaseZLJournalfoffCardiovascularfDevelopmentfandf
DiseaseXL2014XLcXLcefYcfg 4.2 2

70
zighYcontentLscreeningLidentifiesLsmallLmoleculesLthatLremoveLnuclearLfociXLaffectLMtNLL
distributionLandLuwLxcLproteinLlevelsLviaLaLPKuYindependentLpathwayLinLmyotonicLdystrophyLcellL
linesZLHumanfMolecularfGeneticsXL2014XLdeXLcggcYhd

5.6 48

69 yenomeYwideLassociationLstudyLofLmultipleLcongenitalLheartLdiseaseLphenotypesLidentifiesLaL
susceptibilityLlocusLforLatrialLseptalLdefectLatLchromosomeLfpchZLNaturefGeneticsXL2013XLfgXLjddYf 36.3 91

68 LowYfrequencyLintermediateLpenetranceLvariantsLinLtheLROuKcLgeneLpredisposeLtoLTetralogyLofL
xallotZLBMCfGeneticsXL2013XLcfXLgi 2.6 9

67
sssociationLbetweenLuhiiTLpolymorphismLofLmethyleneLtetrahydrofolateLreductaseLandL
congenitalLheartLdiseaselLmetaYanalysisLofLihkiLcasesLandLceXcdgLcontrolsZLCirculation:f
CardiovascularfGeneticsXL2013XLhXLefiYge

26

66 yenomeYwideLassociationLstudyLidentifiesLlociLonLcdqdfLandLceqedLassociatedLwithLtetralogyLofL
xallotZLHumanfMolecularfGeneticsXL2013XLddXLcfieYjc 5.6 68

65 TheLmiRYebLmicroRNsLfamilyLtargetsLsmoothenedLtoLregulateLhedgehogLsignallingLinLzebrafishL
earlyLmuscleLdevelopmentZLPLoSfONEXL2013XLjXLehgcib 3.7 29

64 uombinedLmutationLscreeningLofLNKXdYgXLysTsfXLandLTtXgLinLcongenitalLheartLdiseaselLmultipleL
heterozygosityLandLnovelLmutationsZLCongenitalfHeartfDiseaseXL2012XLiXLcgcYk 3.1 62

63 TheLimpactLofLmechanicalLforcesLinLheartLmorphogenesisZLCirculation:fCardiovascularfGeneticsXL2012XL
gXLcedYfd 56

62 uontributionLofLglobalLrareLcopyYnumberLvariantsLtoLtheLriskLofLsporadicLcongenitalLheartLdiseaseZL
AmericanfJournalfoffHumanfGeneticsXL2012XLkcXLfjkYgbc 11 213

61 sLcommonLvariantLinLtheLPTPNccLgeneLcontributesLtoLtheLriskLofLtetralogyLofLxallotZLCirculation:f
CardiovascularfGeneticsXL2012XLgXLdjiYkd 25

60 PhenotypeYspecificLeffectLofLchromosomeLcqdcZcLrearrangementsLandLyJsgLduplicationsLinLdfehL
congenitalLheartLdiseaseLpatientsLandLhihbLcontrolsZLHumanfMolecularfGeneticsXL2012XLdcXLcgceYdb 5.6 83

59 xormationXLcontractionXLandLmechanotransductionLofLmyofribrilsLinLcardiacLdevelopmentlLcluesL
fromLgeneticsZLBiochemistryfResearchfInternationalXL2012XLdbcdXLgbfkbh 2.4 6

58 wxpandedLuUyLrepeatsLvysregulateLRNsLsplicingLbyLalteringLtheLstoichiometryLofLtheLmuscleblindLcL
complexZLJournalfoffBiologicalfChemistryXL2011XLdjhXLejfdiYejfej 5.4 45

57 ZebrafishLdeficientLforLMuscleblindYlikeLdLexhibitLfeaturesLofLmyotonicLdystrophyZLDMMfDiseasef
ModelsfandfMechanismsXL2011XLfXLejcYkd 4.1 29

56 slphaYcardiacLmyosinLheavyLchainLTMYzhULmutationsLaffectingLmyofibrilLformationLareLassociatedL
withLcongenitalLheartLdefectsZLHumanfMolecularfGeneticsXL2010XLckXLfbbiYch 5.6 104
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55 yeneticLvariationLinLVwyxLdoesLnotLcontributeLsignificantlyLtoLtheLriskLofLcongenitalLcardiovascularL
malformationZLPLoSfONEXL2009XLfXLefkij 3.7 13

54 PhysicalLinteractionLbetweenLTtXgLandLMwxduLisLrequiredLforLearlyLheartLdevelopmentZLMolecularf
andfCellularfBiologyXL2009XLdkXLddbgYcj 4.8 97

53 KnockdownLofLalphaLmyosinLheavyLchainLdisruptsLtheLcytoskeletonLandLleadsLtoLmultipleLdefectsL
duringLchickLcardiogenesisZLJournalfoffAnatomyXL2009XLdcfXLkbgYcg 2.9 19

52 MuscleblindYlikeLproteinslLsimilaritiesLandLdifferencesLinLnormalLandLmyotonicLdystrophyLmuscleZL
AmericanfJournalfoffPathologyXL2009XLcifXLdchYdi 5.8 58

51 slphaYcardiacLactinLmutationsLproduceLatrialLseptalLdefectsZLHumanfMolecularfGeneticsXL2008XLciXLdghYhg5.6 104

50 vefectiveLmRNsLinLmyotonicLdystrophyLaccumulatesLatLtheLperipheryLofLnuclearLsplicingLspecklesZL
GenesfTofCellsXL2007XLcdXLcbegYfj 2.3 71

49 xliesLdeficientLinLMuscleblindLproteinLmodelLfeaturesLofLmyotonicLdystrophyLwithLalteredLspliceL
formsLofLZYbandLassociatedLtranscriptsZLHumanfGeneticsXL2006XLcdbXLfjiYkk 6.3 36

48 MutationLinLmyosinLheavyLchainLhLcausesLatrialLseptalLdefectZLNaturefGeneticsXL2005XLeiXLfdeYj 36.3 215

47 ulinicalLandLmolecularLaspectsLofLtheLmyotonicLdystrophieslLaLreviewZLMusclefandfNerveXL2005XLedXLcYcj 3.4 179

46 InteractionLmakesLtheLheartLgrowLstrongerZLTrendsfinfMolecularfMedicineXL2003XLkXLfbiYk 11.5 5

45 TYboxLgenesLinLhumanLdisordersZLHumanfMolecularfGeneticsXL2003XLcdLSpecLNoLcXLReiYff 5.6 161

44 ThreeLproteinsXLMtNLXLMtLLLandLMtXLXLcoYlocalizeLinLvivoLwithLnuclearLfociLofLexpandedYrepeatL
transcriptsLinLvMcLandLvMdLcellsZLHumanfMolecularfGeneticsXL2002XLccXLjbgYcf 5.6 346

43 InLvivoLcoYlocalisationLofLMtNLLproteinLwithLvMPKLexpandedYrepeatLtranscriptsZLNucleicfAcidsf
ResearchXL2001XLdkXLdihhYic 20.1 165

42 LossLofLheterozygosityLinLbilateralLbreastLcancerZLBreastfCancerfResearchfandfTreatmentXL2000XLhfXLdfcYgc4.4 32

41
sLtranscriptLmapLofLaLcbYMbLregionLofLchromosomeLcklLaLsourceLofLgenesLforLhumanLdisordersXL
includingLcandidatesLforLgenesLinvolvedLinLasthmaXLheartLdefectsXLandLeyeLdevelopmentZLGenomicsXL
2000XLheXLfdgYk

4.3 3

40 VirtualLcloningLandLphysicalLmappingLofLaLhumanLTYboxLgeneXLTtXfZLGenomicsXL2000XLhiXLkdYg 4.3 20

39 MyotonicLdystrophyLisLassociatedLwithLaLreducedLlevelLofLRNsLfromLtheLvMWvLalleleLadjacentLtoL
theLexpandedLrepeatZLHumanfMolecularfGeneticsXL1999XLjXLcfkcYi 5.6 69

38 IdentificationXLmappingXLandLphylogenomicLanalysisLofLfourLnewLhumanLmembersLofLtheLTYboxLgeneL
familylLwOMwSXLTtXhXLTtXcjXLandLTtXckZLGenomicsXL1999XLggXLcbYdb 4.3 52
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37 SixLtranscriptsLmapLwithinLdbbLkilobasesLofLtheLmyotonicLdystrophyLexpandedLrepeatZLMammalianf
GenomeXL1998XLkXLfjgYi 3.2 7

36 TranscriptionalLabnormalityLinLmyotonicLdystrophyLaffectsLvMPKLbutLnotLneighboringLgenesZL
ProceedingsfoffthefNationalfAcademyfoffSciencesfoffthefUnitedfStatesfoffAmericaXL1997XLkfXLiekfYk 11.5 122

35 zoltYOramLsyndromeLisLcausedLbyLmutationsLinLTtXgXLaLmemberLofLtheLtrachyuryLTTULgeneLfamilyZL
NaturefGeneticsXL1997XLcgXLdcYk 36.3 755

34 TheLidentificationLofLexonsLfromLtheLMwvaPSsuzLregionLofLhumanLchromosomeLckZLGenomicsXL1996
XLedXLdcjYdf 4.3 8

33 sLhighYresolutionLwholeLgenomeLradiationLhybridLmapLofLhumanLchromosomeLciqddYqdgZeLacrossL
theLgenesLforLyzLandLTKZLGenomicsXL1996XLeeXLcjgYkd 4.3 17

32 vMPKlLMyotonicLdistrophyLPKLTvertebratesUL1995XLcddYcde

31 zoltYOramLsyndromeLisLaLgeneticallyLheterogeneousLdiseaseLwithLoneLlocusLmappingLtoLhumanL
chromosomeLcdqZLNaturefGeneticsXL1994XLhXLfbcYf 36.3 73

30 uampomelicLdysplasiaLandLautosomalLsexLreversalLcausedLbyLmutationsLinLanLSRYYrelatedLgeneZL
NatureXL1994XLeidXLgdgYeb 50.4 1340

29 TheLamyloidLprecursorYlikeLproteinLTsPLPULgeneLmapsLtoLtheLlongLarmLofLhumanLchromosomeLckZL
GenomicsXL1993XLcgXLdeiYk 4.3 47

28 yenomicLorganizationLandLtranscriptionalLunitsLatLtheLmyotonicLdystrophyLlocusZLGenomicsXL1993XL
cjXLhieYk 4.3 67

27 InsertionadeletionLpolymorphismLatLvckSkgLassociatedLwithLtheLmyotonicLdystrophyLuTyLrepeatZL
HumanfMolecularfGeneticsXL1992XLcXLfgc 5.6 9

26 uharacterizationLofLaLYsuLandLcosmidLcontigLcontainingLmarkersLtightlyLlinkedLtoLtheLmyotonicL
dystrophyLlocusLonLchromosomeLckZLGenomicsXL1992XLceXLgdhYec 4.3 8

25 RadiationYreducedLhybridsLforLtheLmyotonicLdystrophyLlocusZLGenomicsXL1992XLceXLdfeYgb 4.3 16

24 PhysicalLandLgeneticLcharacterizationLofLtheLdistalLsegmentLofLtheLmyotonicLdystrophyLareaLonLckqZL
GenomicsXL1992XLceXLgbkYci 4.3 36

23 UnstableLvNsLsequenceLinLmyotonicLdystrophyZLLancettfTheXL1992XLeekXLccdgYj 40 169

22 MolecularLbasisLofLmyotonicLdystrophylLexpansionLofLaLtrinucleotideLTuTyULrepeatLatLtheLeSLendLofLaL
transcriptLencodingLaLproteinLkinaseLfamilyLmemberZLCellXL1992XLhjXLikkYjbj 56.2 2045

21 wxpansionLofLanLunstableLvNsLregionLandLphenotypicLvariationLinLmyotonicLdystrophyZLNatureXL1992
XLeggXLgfgYh 50.4 656

20
StemLcellLfactorLTSuxUXLaLnovelLhematopoieticLgrowthLfactorLandLligandLforLcYkitLtyrosineLkinaseL
receptorXLmapsLonLhumanLchromosomeLcdLbetweenLcdqcfZeLandLcdqterZLSomaticfCellfandfMolecularf
GeneticsXL1991XLciXLdbiYcf
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19 TheLphysicalLmapLofLchromosomeLarmLckqlLsomeLnewLassignmentsXLconfirmationsLandL
reYassessmentsZLHumanfGeneticsXL1991XLjiXLhgYid 6.3 12

18 LocalisationLofLtheLmyotonicLdystrophyLlocusLtoLckqceZdYckqceZeLandLitsLrelationshipLtoLtwelveL
polymorphicLlociLonLckqZLHumanfGeneticsXL1991XLjiXLieYjb 6.3 31

17 sssignmentLofLtwoLofLtheLtranslationLinitiationLfactorYfwLTwIxfwLcLandLwIxfwLdULgenesLtoLhumanL
chromosomesLfLandLdbZLGenomicsXL1991XLcbXLcbikYjd 4.3 15

16 zumanLglandularLKallikreinLgeneslLgeneticLandLphysicalLmappingLofLtheLKLKcLlocusLusingLaLhighlyL
polymorphicLmicrosatelliteLPuRLmarkerZLGenomicsXL1991XLccXLiiYjd 4.3 25

15 LinkageLrelationshipsLofLtheLapolipoproteinLucLgeneLandLaLcytochromeLPfgbLgeneLTuYPdsULtoL
myotonicLdystrophyZLHumanfGeneticsXL1990XLjgXLebgYcb 6.3 5

14 sLpolymorphicLvNsLcloneLwhichLmapsLtoLckqceZdYckqterLTvckShdUZLNucleicfAcidsfResearchXL1990XLcjXLcbjh20.1 6

13 uloseLlinkageLofLtheLhumanLcytochromeLPfgbIIsLandLPfgbIItLgeneLsubfamilieslLimplicationsLforLtheL
assignmentLofLsubstrateLspecificityZLNucleicfAcidsfResearchXL1989XLciXLdkbiYci 20.1 45

12
LongYrangeLrestrictionLmapLofLaLregionLofLhumanLchromosomeLckLcontainingLtheLapolipoproteinL
genesXLaLuLLYassociatedLtranslocationLbreakpointXLandLtwoLpolymorphicLMluILsitesZLHumanfGeneticsXL
1989XLjeXLicYf

6.3 21

11 uonfirmationLandLrefinementLofLtheLlocalisationLofLtheLcYMwLLlocusLonLchromosomeLckLbyLphysicalL
andLgeneticLmappingZLHumanfGeneticsXL1989XLjcXLejdYf 6.3 8

10 LocalizationLofLaLhumanLNaWXKWYsTPaseLalphaLsubunitLgeneLtoLchromosomeLckqcdYYYYqceZdLandL
linkageLtoLtheLmyotonicLdystrophyLlocusZLGenomicsXL1988XLeXLejbYf 4.3 28

9 sLpolymorphicLvNsLcloneLwhichLmapsLtoLckpceZdYYYYckqcdLTvckSdiUZLNucleicfAcidsfResearchXL1988XL
chXLiigc 20.1 1

8 sLnovelLhumanLcytochromeLPfgbLgeneLTPfgbIItUlLchromosomalLlocalizationLandLevidenceLforL
alternativeLsplicingZLNucleicfAcidsfResearchXL1988XLchXLgijeYkg 20.1 54

7 xurtherLmappingLofLmarkersLaroundLtheLcentromereLofLhumanLchromosomeLckZLGenomicsXL1987XLcXLedbYj4.3 29

6 RegionalLlocalisationsLandLlinkageLrelationshipsLofLsevenLRxLPsLandLmyotonicLdystrophyLonL
chromosomeLckZLHumanfGeneticsXL1986XLifXLdhdYh 6.3 27

5
LinkageLrelationshipsLofLtheLinsulinLreceptorLgeneLwithLtheLcomplementLcomponentLeXLLvLL
receptorXLapolipoproteinLudLandLmyotonicLdystrophyLlociLonLchromosomeLckZLHumanfGeneticsXL1986
XLifXLdhiYk

6.3 18

4 TestingLforLtheLchemicalLinductionLofLaneuploidyLinLtheLmaleLmouseZLMutationfResearchfuf
EnvironmentalfMutagenesisfandfRelatedfSubjectsfIncludingfMethodologyXL1986XLchfXLcciYdg 20

3 MappingLhumanLchromosomesLinLsomaticLcellLhybridsLusingLaLlowYcopyYnumberLrepetitiveL
sequenceZLSomaticfCellfandfMolecularfGeneticsXL1986XLcdXLeeeYi 3

2 uhromosomalLassignmentLofLcYMwLXLaLhumanLtransformingLoncogeneXLtoLchromosomeLckL
TpceZdYqceZdUZLSomaticfCellfandfMolecularfGeneticsXL1986XLcdXLheiYfb 11
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