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n Paper IF Citations

83 MultipleLendocrineLneoplasiaLtypeLeLgeneLmapsLtoLchromosomeLeeLandLisLlostLinLinsulinomabLNatureZL
1988ZLggfZLliak 50.4 875

82 wytogeneticLanalysisLbyLchromosomeLpaintingLusingLxOPaPwRLamplifiedLflowasortedLchromosomesbL
GeneslChromosomeslandlCancerZL1992ZLhZLfikajg 5 474

81 yvidenceLforLtheLcompleteLinactivationLofLtheLNzfLgeneLinLtheLmajorityLofLsporadicLmeningiomasbL
NaturelGeneticsZL1994ZLjZLeldah 36.3 450

80 –eneticLmappingLofLaLsecondLlocusLpredisposingLtoLhereditaryLnonapolyposisLcolonLcancerbLNaturel
GeneticsZL1993ZLiZLfkmalf 36.3 375

79 TargetedLsequencingLidentifiesLmeLneurodevelopmentaladisorderLriskLgenesLwithLautismLandL
developmentaladisabilityLbiasesbLNaturelGeneticsZL2017ZLhmZLieiaifj 36.3 283

78 wlonalLculturingLofLhumanLembryonicLstemLcellsLonLlamininaifecyacadherinLmatrixLinLdefinedLandL
xenoafreeLenvironmentbLNaturelCommunicationsZL2014ZLiZLgemi 17.4 183

77 virtaHoggaxubˆ'LsyndromenLmappingLofLaLnovelLhereditaryLneoplasiaLgeneLtoLchromosomeL
ekpefaqeebfbLOncogeneZL2001ZLfdZLifgmahf 9.2 162

76 éncreasedLfrequencyLofLsisterLchromatidLexchangesLinLcigaretteLsmokersbLHereditasZL1978ZLllZLehkam 2.4 156

75 –eneticLbasisLofLPxaLeLoverexpressionLinLdiffuseLlargeLvacellLlymphomasbLBloodZL2016ZLefkZLgdfjagh 2.2 126

74 ziftyLprobandsLwithLextraLstructurallyLabnormalLchromosomesLcharacterizedLbyLfluorescenceLinLsituL
hybridizationbLAmericanlJournalloflMedicallGeneticslPartlAZL1995ZLiiZLliamh 109

73 LossLofLheterozygosityLinLmalignantLgliomasLinvolvesLatLleastLthreeLdistinctLregionsLonLchromosomeL
edbLHumanlGeneticsZL1993ZLmfZLejmakh 6.3 107

72 xeletionsLonLchromosomeLffLinLsporadicLmeningiomabLGeneslChromosomeslandlCancerZL1994ZLedZLeffagd5 99

71 HotspotsLofLmissenseLmutationLidentifyLneurodevelopmentalLdisorderLgenesLandLfunctionalL
domainsbLNaturelNeuroscienceZL2017ZLfdZLedhgaedie 25.5 94

70 xisruptionLofLPO–ZLésLussociatedLwithLéntellectualLxisabilityLandLuutismLSpectrumLxisordersbL
AmericanlJournalloflHumanlGeneticsZL2016ZLmlZLiheaiif 11 89

69 NeuaLaxovaLsyndromeLisLaLheterogeneousLmetabolicLdisorderLcausedLbyLdefectsLinLenzymesLofLtheL
LaserineLbiosynthesisLpathwaybLAmericanlJournalloflHumanlGeneticsZL2014ZLmiZLfliamg 11 82

68 TumorigenesisLinLcolorectalLtumorsLfromLpatientsLwithLhereditaryLnonapolyposisLcolorectalLcancerbL
HumanlGeneticsZL1997ZLedeZLieai 6.3 67

67 HighlyLabnormalLcleavageLdivisionsLinLpreimplantationLembryosLfromLtranslocationLcarriersbL
PrenatallDiagnosisZL2000ZLfdZLedglaedhk 3.2 67
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66 HemophagocyticLlymphohistiocytosisLinLfLpatientsLwithLunderlyingLézNa˛‡LreceptorLdeficiencybL
JournalloflAllergylandlClinicallImmunologyZL2015ZLegiZLejglahe 11.5 64

65 uLhighLdegreeLofLaneuploidyLinLfrozenathawedLhumanLpreimplantationLembryosbLHumanlGeneticsZL
1999ZLedhZLgkjalf 6.3 62

64 –enomicLalterationsLinLhumanLbreastLcarcinomasbLGeneslChromosomeslandlCancerZL1990ZLfZLemeak 5 61

63 unalysisLofLshortLstatureLhomeoboxacontainingLgeneLULSHOXVLandLauxologicalLphenotypeLinL
dyschondrosteosisLandLisolatedLMadelungLdeformitybLHumanlGeneticsZL2001ZLedmZLiieal 6.3 51

62
zromLcytogeneticsLtoLcytogenomicsnLwholeagenomeLsequencingLasLaLfirstalineLtestLcomprehensivelyL
capturesLtheLdiverseLspectrumLofLdiseaseacausingLgeneticLvariationLunderlyingLintellectualL
disabilitybLGenomelMedicineZL2019ZLeeZLjl

14.4 44

61 xistinctLdeletedLregionsLonLchromosomeLsegmentLejqfgâ��fhLassociatedLwithLmetastasesLinL
prostateLcancerbLGeneslChromosomeslandlCancerZL1999ZLfhZLekiaelf 5 44

60
Wholea–enomeLSequencingLofLwytogeneticallyLvalancedLwhromosomeLTranslocationsLédentifiesL
PotentiallyLPathologicalL–eneLxisruptionsLandLHighlightsLtheLémportanceLofLMicrohomologyLinLtheL
MechanismLofLzormationbLHumanlMutationZL2017ZLglZLeldaemf

4.7 40

59 –ainaofafunctionLmutationLofLmicroRNuaehdLinLhumanLskeletalLdysplasiabLNaturelMedicineZL2019ZLfiZLilgaimd50.5 38

58 LinkageLandLassociationLtoLcandidateLregionsLinLSwedishLatopicLdermatitisLfamiliesbLHumanlGeneticsZL
2001ZLedmZLefmagi 6.3 31

57 SporadicLcardiacLmyxomasLandLtumorsLfromLpatientsLwithLwarneyLcomplexLareLnotLassociatedLwithL
activatingLmutationsLofLtheL–sLalphaLgenebLHumanlGeneticsZL1996ZLmlZLelial 6.3 30

56 TargetedLhighathroughputLsequencingLforLgeneticLdiagnosticsLofLhemophagocyticL
lymphohistiocytosisbLGenomelMedicineZL2015ZLkZLegd 14.4 28

55 wlinicalLoutcomeLofLtreatmentLcyclesLusingLpreimplantationLgeneticLdiagnosisLforLstructuralL
chromosomalLabnormalitiesbLPrenatallDiagnosisZL2001ZLfeZLkleak 3.2 27

54 MaternalLfilaggrinLmutationsLincreaseLtheLriskLofLatopicLdermatitisLinLchildrennLanLeffectL
independentLofLmutationLinheritancebLPLoSlGeneticsZL2015ZLeeZLeeddidkj 6 25

53 SpectrumLofLutypicalLwlinicalLPresentationsLinLPatientsLwithLviallelicLPRzeLMissenseLMutationsbL
PediatriclBloodlandlCancerZL2015ZLjfZLfdmhaedd 3 25

52 LargeascaleLtargetedLsequencingLidentifiesLriskLgenesLforLneurodevelopmentalLdisordersbLNaturel
CommunicationsZL2020ZLeeZLhmgf 17.4 25

51 wTNNxfaaLcandidateLgeneLforLreadingLproblemsLandLmildLintellectualLdisabilitybLJournalloflMedicall
GeneticsZL2015ZLifZLeeeaff 5.8 24

50 WholeaexomeLsequencingLofLythiopianLpatientsLwithLichthyosisLvulgarisLandLatopicLdermatitisbL
JournalloflAllergylandlClinicallImmunologyZL2015ZLegjZLidkambeem 11.5 23

49 zourLseparateLregionsLonLchromosomeLekLshowLlossLofLheterozygosityLinLfamilialLbreastLcarcinomasbL
HumanlGeneticsZL1993ZLmeZLjaef 6.3 23
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48 umplificationafreeLsequencingLofLcellafreeLxNuLforLprenatalLnonainvasiveLdiagnosisLofLchromosomalL
aberrationsbLGenomicsZL2015ZLediZLeidal 4.3 22

47 epLandLgpLdeletionsLinLmeningiomasLwithoutLdetectableLaberrationsLofLchromosomeLffLidentifiedL
byLcomparativeLgenomicLhybridizationL1997ZLfdZLhemahfh 22

46 éntegrationLofLwholeLgenomeLsequencingLintoLaLhealthcareLsettingnLhighLdiagnosticLratesLacrossL
multipleLclinicalLentitiesLinLgfemLrareLdiseaseLpatientsbLGenomelMedicineZL2021ZLegZLhd 14.4 22

45 xisruptionLofLtubularLzlcnLexpressionLasLaLmouseLmodelLforLrenalLtumorLinductionbLKidneyl
InternationalZL2015ZLllZLedikajm 9.9 20

44 xifferencesLinL–ranuleLMorphologyLyetLyquallyLémpairedLyxocytosisLamongLwytotoxicLTLwellsLandLNKL
wellsLfromLwhediakaHigashiLSyndromeLPatientsbLFrontierslinlImmunologyZL2017ZLlZLhfj 8.4 19

43 PositiveLuttitudesLtowardsLNonaénvasiveLPrenatalLTestingLUNéPTVLinLaLSwedishLwohortLofLeZddgL
PregnantLWomenbLPLoSlONEZL2016ZLeeZLedeijdll 3.7 19

42 uLKwNwgLmutationLcausesLaLneurodevelopmentalZLnonaprogressiveLSwuegLsubtypeLassociatedLwithL
dominantLnegativeLeffectsLandLaberrantLy–zRLtraffickingbLPLoSlONEZL2017ZLefZLedekgiji 3.7 18

41 unLNaTerminalLMissenseLMutationLinLSTXeeLwausativeLofLzHLhLubrogatesLSyntaxinaeeLvindingLtoL
MuncelafbLFrontierslinlImmunologyZL2014ZLhZLiei 8.4 18

40
vilateralLmultipleLrenalLoncocytomasLandLcystsLassociatedLwithLaLconstitutionalLtranslocationL
UlomVUqfhbeoqghbgVLandLaLrareLconstitutionalLVHLLmissenseLsubstitutionbLGeneslChromosomeslandl
CancerZL1998ZLfeZLfjdah

5 18

39 yarlyLprenatalLdiagnosisLofLtheLéwzLsyndromebLPrenatallDiagnosisZL2000ZLfdZLlflage 3.2 18

38 MissenseLVariantsLinLtheLHistoneLucetyltransferaseLwomplexLwomponentL–eneLTRRuPLwauseL
uutismLandLSyndromicLéntellectualLxisabilitybLAmericanlJournalloflHumanlGeneticsZL2019ZLedhZLigdaihe 11 17

37 xisruptiveLvariantsLofLassociateLwithLautismLandLinterfereLwithLneuronalLdevelopmentLandLsynapticL
transmissionbLSciencelAdvancesZL2019ZLiZLeaaxfejj 14.3 16

36
uLRuvfkuLiTLuntranslatedLregionLstructuralLvariantLassociatedLwithLlateaonsetLhemophagocyticL
lymphohistiocytosisLandLnormalLpigmentationbLJournalloflAllergylandlClinicallImmunologyZL2018ZL
ehfZLgekagfebel

11.5 16

35 édentificationLofLputativeLpathogenicLsingleLnucleotideLvariantsLUSNVsVLinLgenesLassociatedLwithL
heartLdiseaseLinLfmdLcasesLofLstillbirthbLPLoSlONEZL2019ZLehZLedfeddek 3.7 16

34 wombinedLnewbornLscreeningLforLfamilialLhemophagocyticLlymphohistiocytosisLandLsevereLTaLandL
vacellLimmunodeficienciesbLJournalloflAllergylandlClinicallImmunologyZL2014ZLeghZLffjal 11.5 14

33 –enomicLscreeningLinLrareLdisordersnLNewLmutationsLandLphenotypesZLhighlightingLuL–ehLasLaLnovelL
causeLofLsevereLintellectualLdisabilitybLClinicallGeneticsZL2018ZLmhZLiflaigk 4 14

32
édentificationLofLnumericalLandLstructuralLchromosomeLaberrationsLinLeiLhighLhyperdiploidL
childhoodLacuteLlymphoblasticLleukemiasLusingLspectralLkaryotypingbLEuropeanlJournallofl
HaematologyZL2001ZLjjZLfmkagdh

3.8 13

31 yxclusionLofLtheLegakxaLrapamycinLbindingLproteinLgeneLUzKvPfVLasLaLcandidateLgeneLforLmultipleL
endocrineLneoplasiaLtypeLebLHumanlGeneticsZL1995ZLmiZLhiial 6.3 11

Magnus Nordenskjˆ¶ld

4



30 zinnishLmutationsLinLSwedishLHNPwwLfamiliesbLNaturelMedicineZL1995ZLeZLeedh 50.5 11

29 HereditaryLbreastLcancerLinLSwedennLaLpredominanceLofLmaternallyLinheritedLcasesbLBreastlCancerl
ResearchlandlTreatmentZL1992ZLfhZLeimaji 4.4 11

28 HereditaryLcancerbLActalOncolˆ‡gicaZL1999ZLglZLhgmahk 3.2 10

27
MappingLofLaLnewLMuPLkinaseLactivatedLproteinLkinaseLgeneLUgPKVLtoLhumanLchromosomeLbandL
gpfebfLandLorderingLofLgPKLandLtwoLcosmidLmarkersLinLtheLgpffapfeLtumourasuppressorLregionLbyL
twoacolourLfluorescenceLinLsituLhybridizationbLChromosomelResearchZL1996ZLhZLgedag

4.4 10

26 wharacterizationLofLaddUeVUpgjVLinLnonaHodgkinLlymphomasLbyLfluorescenceLinLsituLhybridizationbL
GeneslChromosomeslandlCancerZL1995ZLegZLgham 5 9

25 HigharesolutionLdetectionLofLchromosomalLrearrangementsLinLleukemiasLthroughLmateLpairLwholeL
genomeLsequencingbLPLoSlONEZL2018ZLegZLedemgmfl 3.7 9

24 RareLdeleteriousLmutationsLofLHNRNPLgenesLresultLinLsharedLneurodevelopmentalLdisordersbL
GenomelMedicineZL2021ZLegZLjg 14.4 9

23 xetailedLgeneLdoseLanalysisLrevealsLrecurrentLfocalLgeneLdeletionsLinLpediatricLvacellLprecursorL
acuteLlymphoblasticLleukemiabLLeukemialandlLymphomaZL2016ZLikZLfejeakd 1.9 9

22 éntragenicLwopyLNumberLVariationLinLtheLzilaggrinL–eneLinLythiopianLPatientsLwithLutopicL
xermatitisbLPediatriclDermatologyZL2017ZLghZLeehdaeehe 1.9 8

21 zamilyLscreeningLinLmultipleLendocrineLneoplasiaLtypeLeLUMyNLeVbLAnnalsloflMedicineZL1994ZLfjZLemeal 1.5 8

20 SublocalizationLofLaLlocusLatLgpfebgafgLpredisposingLtoLhereditaryLnonpolyposisLcolonLcancerbL
HumanlGeneticsZL1994ZLmhZLfedah 6.3 8

19 TightLlinkageLbetweenLtheLveckwithaWiedemannLsyndromeLandLaLmicrosatelliteLmarkerLforLtheLTHL
locusbLHumanlGeneticsZL1993ZLmfZLfmjal 6.3 8

18 NovelLzeaturesLandLubnormalLPatternLofLwerebralL–lucoseLMetabolismLinLSpinocerebellarLutaxiaL
embLCerebellumZL2018ZLekZLhjiahkj 4.3 7

17 uLconstitutionalLmutationLwithinLtheLretinoblastomaLgeneLdetectedLbyLPz–ybLClinicallGeneticsZL1994
ZLhiZLiaed 4 5

16 yxclusionLofLtheLphosphoinositideaspecificLphospholipaseLwLbetaLgLUPLwvgVLgeneLasLaLcandidateLforL
multipleLendocrineLneoplasiaLtypeLebLHumanlGeneticsZL1997ZLmmZLegdaf 6.3 5

15 HaploinsufficiencyLofLUNwegxLincreasesLtheLriskLofLlymphomabLCancerZL2019ZLefiZLelhlaelih 6.4 4

14 utaxiaLinLPatientsLWithLviaullelicLMutationsLandLubsenceLofLzullaLengthLNzeljbLFrontierslinlGeneticsZL
2019ZLedZLlmj 4.5 4

13 KnowledgeLandLuttitudesLRegardingLNonaénvasiveLPrenatalLTestingLUNéPTVLandLPreferencesLforLRiskL
énformationLamongLHighLSchoolLStudentsLinLSwedenbLJournalloflGeneticlCounselingZL2017ZLfjZLhhkahih 2.5 4
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12 unLintegrativeLproteomicsLmethodLidentifiesLaLregulatorLofLtranslationLduringLstemLcellL
maintenanceLandLdifferentiationbLNaturelCommunicationsZL2021ZLefZLjiil 17.4 3

11 SevereLcongenitalLneutropeniaaassociatedLγu–NeLmutationsLunleashLaLcalpainadependentLcellL
deathLprogrammeLinLmyeloidLcellsbLBritishlJournalloflHaematologyZL2021ZLemfZLfddafee 4.5 3

10 wellafreeLtumourLxNuLanalysisLdetectsLcopyLnumberLalterationsLinLgastroaoesophagealLcancerL
patientsbLPLoSlONEZL2021ZLejZLedfhihll 3.7 3

9 wharacterizationLofLstemalikeLcellsLinLmucoepidermoidLtrachealLpaediatricLtumorbLPLoSlONEZL2014ZL
mZLeedkkef 3.7 2

8 –ermlineLmutationsLdetectedLinLtheLvonLHippelaLindauLdiseaseLtumorLsuppressorLgeneLbyLSouthernL
blotLandLdirectLgenomicLxNuLsequencingbLHumanlMutationZL1998ZLSupplLeZLSgeag 4.7 2

7 xiagnosticLchallengesLforLaLnovelLSHfxeuLmutationLassociatedLwithLXalinkedLlymphoproliferativeL
diseasebLPediatriclBloodlandlCancerZL2020ZLjkZLeflelh 3 2

6 PathogenenicLvariantLinLtheLwOLfueLgeneLisLassociatedLwithLSpondyloepiphysealLdysplasiaLtypeL
StanescubLAmericanlJournalloflMedicallGeneticsólPartlAZL2016ZLekduZLfjjam 2.5 2

5 OverexpressionLofLchromatinLremodelingLandLtyrosineLkinaseLgenesLinLiuMPfeapositiveLacuteL
lymphoblasticLleukemiabLLeukemialandlLymphomaZL2020ZLjeZLjdhajeg 1.9 2

4 xistinctLdeletedLregionsLonLchromosomeLsegmentLejqfgâ��fhLassociatedLwithLmetastasesLinL
prostateLcancerL1999ZLfhZLeki 2

3 KostmannLdiseaseLandLotherLformsLofLsevereLcongenitalLneutropeniabLActalPaediatricaólInternationall
JournalloflPaediatricsZL2021ZLeedZLfmefafmfd 3.1 1

2 whromatinLinteractionsLinLdifferentiatingLkeratinocytesLrevealLnovelLatopicLdermatitisaLandL
psoriasisaassociatedLgenesbLJournalloflAllergylandlClinicallImmunologyZL2021ZLehkZLekhfaekif 11.5 1

1 uLretrospectiveLtwoLcentreLstudyLofLvirtaHoggaxubˆ'LsyndromeLrevealsLaLpathogenicLfounderL
mutationLinLzLwNLinLtheLSwedishLpopulationbbLPLoSlONEZL2022ZLekZLedfjhdij 3.7 0
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