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j Paper IF Citations

95 variantsNofNcauseNaNnewNintellectualNdisabilityacraniodigitalNsyndromeNbyNdisruptingNtheNcanonicalN
WntNsignalingNpathwaybbNHumankGeneticskandkGenomicskAdvancesZN2022ZNgZNeddeee 0.8 0

94 uNnovelNmissenseNvariantNofNSwähuNcoasegregatesNwithNcongenitalNessentialNtremorNinNaN
consanguineousN—urdishNfamilybbNAmericankJournalkofkMedicalkGeneticsykPartkAZN2021ZN 2.5 0

93 Mu‘yxfNcontrolsNvasopressinainducedNaquaporinafNexpressionNinNcollectingNductNcellsbNJournalkofk
ProteomicsZN2021ZNfifZNedhhfh 3.9 0

92 RaloopsNtriggerNtheNreleaseNofNcytoplasmicNssxäusNleadingNtoNchronicNinflammationNuponNxäuN
damagebNSciencekAdvancesZN2021ZNkZNeabjikjm 14.3 5

91 VariantNprofilingNofNcolorectalNadenomasNfromNthreeNpatientsNofNtwoNfamiliesNwithNMSHgarelatedN
adenomatousNpolyposisbNPLoSkONEZN2021ZNejZNedfimeli 3.7 1

90 whromothripsisNfollowedNbyNcircularNrecombinationNdrivesNoncogeneNamplificationNinNhumanNcancerbN
NaturekGeneticsZN2021ZNigZNejkgaejli 36.3 7

89 RäuNpolymeraseN““NisNrequiredNforNspatialNchromatinNreorganizationNfollowingNexitNfromNmitosisbN
SciencekAdvancesZN2021ZNkZNeabglfdi 14.3 4

88 uNnovelNremittingNleukodystrophyNassociatedNwithNaNvariantNinbNBrainkCommunicationsZN2021ZNgZNfcabdgj 4.5 1

87 wlinicalNandNgeneticNcharacterizationNofNPYRøXxearelatedNmyopathyNpatientsNfromNTurkeybN
AmericankJournalkofkMedicalkGeneticsykPartkAZN2021ZNeliZNejklaejmd 2.5 1

86 SingleNcellNtranscriptomeNsequencingNonNtheNäanoporeNplatformNwithNScäapvarbNRnaZN2021ZN 5.8 3

85 TheNsplicingNfactorNXuvfNinteractsNwithNyRwweaXPzNandNXP‘NforNRaloopNprocessingbNNaturek
CommunicationsZN2021ZNefZNgeig 17.4 5

84 ModifierN‘enesNinNMicrocephalynNuNReportNonNZNZNandNVariantsNyxacerbatingNxiseaseNwausedNbyN
viallelicNMutationsNofNandbNGenesZN2021ZNefZN 4.2 1

83  ongalivedNmacrophageNreprogrammingNdrivesNspikeNproteinamediatedNinflammasomeNactivationNinN
wøV“xaembNEMBOkMolecularkMedicineZN2021ZNegZNeeheid 12 27

82 SM‘iaSM‘kNauthorizeNnonsenseamediatedNmRäuNdecayNbyNenablingNSM‘jNendonucleolyticNactivitybN
NaturekCommunicationsZN2021ZNefZNgmji 17.4 8

81 uä—gNrelatedNneurodevelopmentalNdisordersnNexpandingNtheNspectrumNofNheterozygousN
lossaofafunctionNvariantsbNNeurogeneticsZN2021ZNffZNfjgafjm 3 0

80 viallelicNvariantsNinNPwxH‘whNcauseNaNnovelNneurodevelopmentalNsyndromeNwithNprogressiveN
microcephalyZNseizuresZNandNjointNanomaliesbNGeneticskinkMedicineZN2021ZNfgZNfeglafehm 8.1 1

79 HeterozygousNtruncatingNvariantsNinNSUzUNcauseNcongenitalNocularNmotorNapraxiabNGeneticskink
MedicineZN2021ZNfgZNgheagie 8.1 8
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78 UltraarapidNemergencyNgenomicNdiagnosisNofNxonahueNsyndromeNinNaNpretermNinfantNwithinN
ekNhoursbNAmericankJournalkofkMedicalkGeneticsykPartkAZN2021ZNeliZNmdamj 2.5 7

77
xeNnovoNTR“MlNvariantsNimpairNitsNproteinNlocalizationNtoNnuclearNbodiesNandNcauseNdevelopmentalN
delayZNepilepsyZNandNfocalNsegmentalNglomerulosclerosisbNAmericankJournalkofkHumankGeneticsZN2021ZN
edlZNgikagjk

11 1

76 wystatinNMcyNVariantNwausesNuutosomalNxominantN—eratosisNzollicularisNSpinulosaNxecalvansNbyN
xysregulatingNwathepsinsN NandNVbNFrontierskinkGeneticsZN2021ZNefZNjlmmhd 4.5 0

75 HumanNbrainNorganoidsNassembleNfunctionallyNintegratedNbilateralNopticNvesiclesbNCellkStemkCellZN
2021ZNflZNekhdaekikbel 18 18

74 TransposableNelementsNandNintrogressionNintroduceNgeneticNvariationNinNtheNinvasiveNantN
wardiocondylaNobscuriorbNMolecularkEcologyZN2021ZNgdZNjfeeajffl 5.7 3

73 MitochondrialNrespiratoryNchainNfunctionNpromotesNextracellularNmatrixNintegrityNinNcartilagebN
JournalkofkBiologicalkChemistryZN2021ZNfmkZNedeffh 5.4 1

72 uNHomozygousNzrameshiftNVariantN“sNussociatedNwithNMicrocephalyNinNaNPakistaniNzamilybNGenesZN
2021ZNefZN 4.2 2

71 viallelicNvariantsNinNYRxwNcauseNaNdevelopmentalNdisorderNwithNprogeroidNfeaturesbNHumankGeneticsZN
2021ZNehdZNejkmaejmg 6.3 1

70 yxomeNsequencingNinNglNpatientsNwithNintracranialNaneurysmsNandNsubarachnoidNhemorrhagebN
JournalkofkNeurologyZN2020ZNfjkZNfiggafihi 5.5 4

69 cfäøMeNa´ uNsingleNassayNforNcomprehensiveNepigeneticNanalysesNofNcellafreeNxäubNGenomekMedicineZN
2020ZNefZNih 14.4 15

68 wuSwgNpromotesNtranscriptomeawideNactivationNofNnonsenseamediatedNdecayNbyNtheNexonNjunctionN
complexbNNucleickAcidskResearchZN2020ZNhlZNljfjaljhh 20.1 13

67 MicroaRäuNnetworksNinNTacellNprolymphocyticNleukemiaNreflectNTacellNactivationNandNshapeNxäuN
damageNresponseNandNsurvivalNpathwaysbNHaematologicaZN2020ZN 6.6 2

66
ReconstructionNofNrearrangedNTacellNreceptorNlociNbyNwholeNgenomeNandNtranscriptomeNsequencingN
givesNinsightsNintoNtheNinitialNstepsNofNTacellNprolymphocyticNleukemiabNGeneskChromosomeskandk
CancerZN2020ZNimZNfjeafjk

5 7

65 TheNgenomicNandNclinicalNlandscapeNofNfetalNakinesiabNGeneticskinkMedicineZN2020ZNffZNieeaifg 8.1 19

64 TheNrecurrentNpostzygoticNpathogenicNvariantNpb‘luhk ysNinNRHøuNcausesNaNnovelNrecognizableN
neuroectodermalNphenotypebNHumankMutationZN2020ZNheZNimeaimm 4.7 5

63 TissueainfiltratingNmacrophagesNmediateNanNexosomeabasedNmetabolicNreprogrammingNuponNxäuN
damagebNNaturekCommunicationsZN2020ZNeeZNhf 17.4 25

62 äextagenerationNsequencingNofNgfNgenesNassociatedNwithNhereditaryNaortopathiesNandNrelatedN
disordersNofNconnectiveNtissueNinNaNcohortNofNemmNpatientsbNGeneticskinkMedicineZN2019ZNfeZNelgfaelhe 8.1 16

61 ‘ainaofazunctionNMutationsNinN—wäägNyncodingNtheNSmallawonductanceNwaauctivatedN—NwhannelNS—gN
wauseNZimmermanna abandNSyndromebNAmericankJournalkofkHumankGeneticsZN2019ZNedhZNeegmaeeik 11 20

(2019-2021)
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60 äovelNmutationsNinN—MTfvNofferNpathophysiologicalNinsightsNintoNchildhoodaonsetNprogressiveN
dystoniabNJournalkofkHumankGeneticsZN2019ZNjhZNldgaleg 4.3 14

59 äovelNPä—PNmutationsNcausingNdefectiveNxäuNstrandNbreakNrepairNandNPuRPeNhyperactivityNinN
MwSZbNNeurology:kGeneticsZN2019ZNiZNegfd 3.8 9

58 RareNVariantsNinNväwfNureN“mplicatedNinNuutosomalaxominantNwongenitalN owerNUrinaryaTractN
øbstructionbNAmericankJournalkofkHumankGeneticsZN2019ZNedhZNmmhaeddj 11 11

57 HomozygosityNforNtheNcbhfldel‘NvariantNinNinNaNhealthyNindividualnNimplicationsNforNmolecularNtestingN
inNpatientsNwithN”oubertNsyndromebNJournalkofkMedicalkGeneticsZN2019ZNijZNfjeafjh 5.8 8

56 xeNäovoNMutationsNinNzøX”eNResultNinNaNMotileNwiliopathyNwithNHydrocephalusNandNRandomizationN
ofN eftcRightNvodyNusymmetrybNAmericankJournalkofkHumankGeneticsZN2019ZNediZNedgdaedgm 11 68

55 ‘enomeawideNpatternsNofNtransposonNproliferationNinNanNevolutionaryNyoungNhybridNfishbNMoleculark
EcologyZN2019ZNflZNehmeaeidi 5.7 11

54 wlonalNdynamicsNtowardsNtheNdevelopmentNofNvenetoclaxNresistanceNinNchronicNlymphocyticN
leukemiabNNaturekCommunicationsZN2018ZNmZNkfk 17.4 116

53 MultiancestryNassociationNstudyNidentifiesNnewNasthmaNriskNlociNthatNcolocalizeNwithNimmuneacellN
enhancerNmarksbNNaturekGeneticsZN2018ZNidZNhfaig 36.3 246

52 HowNtoNmakeNaNtumournNcellNtypeNspecificNdissectionNofNUstilagoNmaydisainducedNtumourN
developmentNinNmaizeNleavesbNNewkPhytologistZN2018ZNfekZNejleaejmi 9.8 31

51  inearNmitochondrialNxäuNisNrapidlyNdegradedNbyNcomponentsNofNtheNreplicationNmachinerybNNaturek
CommunicationsZN2018ZNmZNekfk 17.4 87

50 HM‘vfN ossNuponNSenescenceNyntryNxisruptsN‘enomicNørganizationNandN“nducesNwTwzNwlusteringN
acrossNwellNTypesbNMolecularkCellZN2018ZNkdZNkgdakhhbej 17.6 83

49 “ntegrativeNgenomicNprofilingNofNlargeacellNneuroendocrineNcarcinomasNrevealsNdistinctNsubtypesNofN
highagradeNneuroendocrineNlungNtumorsbNNaturekCommunicationsZN2018ZNmZNedhl 17.4 152

48 MechanismNsuppressingNHg—mNtrimethylationNinNpluripotentNstemNcellsNandNitsNdemiseNbyN
polyQaexpandedNhuntingtinNmutationsbNHumankMolecularkGeneticsZN2018ZNfkZNheekahegh 5.6 17

47 uNmechanisticNclassificationNofNclinicalNphenotypesNinNneuroblastomabNScienceZN2018ZNgjfZNeejiaeekd 33.3 115

46 “‘aNneoplasmsNwithNprecursorNvacellNphenotypeNareNmolecularlyNdistinctNfromNvurkittNlymphomasbN
BloodZN2018ZNegfZNffldaffli 2.2 19

45 viaallelicNMutationsNinN SSZNyncodingN anosterolNSynthaseZNwauseNuutosomalaRecessiveN
HypotrichosisNSimplexbNAmericankJournalkofkHumankGeneticsZN2018ZNedgZNkkkakli 11 29

44 SpecificNcombinationsNofNbiallelicNvariantsNcauseNWiedemannaRautenstrauchNsyndromebNJournalkofk
MedicalkGeneticsZN2018ZNiiZNlgkalhj 5.8 31

43 yxonN”unctionNwomplexesNSuppressNSpuriousNSpliceNSitesNtoNSafeguardNTranscriptomeN“ntegritybN
MolecularkCellZN2018ZNkfZNhlfahmibek 17.6 28
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42 äeuronalNactivityNregulatesNxRøSHuNviaNautophagyNinNspinalNmuscularNatrophybNScientifickReportsZN
2018ZNlZNkmdk 4.9 11

41 Seniora ˆ‚kenNsyndromeNwithN“QwveNmutationNinNTaiwanbNKaohsiungkJournalkofkMedicalkSciencesZN
2018ZNghZNillailm 2.4 1

40 MutationsNinNxøäSøäNdisruptNreplicationNforkNstabilityNandNcauseNmicrocephalicNdwarfismbNNaturek
GeneticsZN2017ZNhmZNigkaihm 36.3 52

39 wonfirmationNofNwu‘SSSNsyndromeNasNaNdistinctNentityNinNaNxanishNpatientNwithNaNnovelNhomozygousN
mutationNinN“uRSfbNAmericankJournalkofkMedicalkGeneticsykPartkAZN2017ZNekgZNeedfaeedl 2.5 15

38 MetatarsalNbonyNsyndactylyNinNfNfetusesNwithNSmitha emliaøpitzNsyndromenNunNunderarecognizedN
partNofNtheNclinicalNspectrumbNClinicalkGeneticsZN2017ZNmfZNghfaghg 4 1

37 wopyNnumberNincreasesNofNtransposableNelementsNandNproteinacodingNgenesNinNanNinvasiveNfishNofN
hybridNoriginbNMolecularkEcologyZN2017ZNfjZNhkefahkfh 5.7 17

36
xeNäovoNMutationsNinNS wfiufhNwauseNaNwraniosynostosisNSyndromeNwithNHypertrichosisZN
ProgeroidNuppearanceZNandNMitochondrialNxysfunctionbNAmericankJournalkofkHumankGeneticsZN2017ZN
edeZNlggalhg

11 37

35 PrevalenceNofNdeleteriousNgermlineNvariantsNinNriskNgenesNincludingNvRwuecfNinNconsecutiveNovarianN
cancerNpatientsNVu‘øaTRaeWbNPLoSkONEZN2017ZNefZNedeljdhg 3.7 74

34 uNnewNwU hvNvariantNassociatedNwithNaNmildNphenotypeNandNanNexceptionalNpatternNofN
leukoencephalopathybNAmericankJournalkofkMedicalkGeneticsykPartkAZN2017ZNekgZNfldgafldk 2.5 5

33 untagonisticNmodulationNofNäPYcugRPNandNPøMwNneuronsNinNtheNarcuateNnucleusNbyNnoradrenalinbN
ELifeZN2017ZNjZN 8.9 25

32 uNlargeNdeletionNinNRP‘RNcausesNX PRuNinNWeimaranerNdogsbNCaninekGeneticskandkEpidemiologyZN
2016ZNgZNk 2.8 15

31 MutationsNinNThreeN‘enesNyncodingNProteinsN“nvolvedNinNHairNShaftNzormationNwauseNUncombableN
HairNSyndromebNAmericankJournalkofkHumankGeneticsZN2016ZNmmZNefmfaegdh 11 72

30 äovelN“zTeffNmutationsNinNthreeNurgentinianNpatientsNwithNcranioectodermalNdysplasianNyxpandingN
theNmutationalNspectrumbNAmericankJournalkofkMedicalkGeneticsykPartkAZN2016ZNekduZNefmiagde 2.5 14

29 TRu“PNpromotesNxäuNdamageNresponseNduringNgenomeNreplicationNandNisNmutatedNinNprimordialN
dwarfismbNNaturekGeneticsZN2016ZNhlZNgjahg 36.3 53

28 uNsyndromeNofNmicrocephalyZNshortNstatureZNpolysyndactylyZNandNdentalNanomaliesNcausedNbyNaN
homozygousN—uTäveNmutationbNAmericankJournalkofkMedicalkGeneticsykPartkAZN2016ZNekdZNkflagg 2.5 10

27 uNsystematicNcomparisonNofNtwoNnewNreleasesNofNexomeNsequencingNproductsnNtheNaimNofNuseN
determinesNtheNchoiceNofNproductbNBiologicalkChemistryZN2016ZNgmkZNkmealde 4.5 12

26 uNnovelNhomozygousNPuMejNmutationNinNaNpatientNwithNaNmilderNphenotypeNandNlongerNsurvivalbN
AmericankJournalkofkMedicalkGeneticsykPartkAZN2016ZNekdZNfhgjam 2.5 5

25 yxomeNSequencingN“dentifiesNviallelicNMSHgN‘ermlineNMutationsNasNaNRecessiveNSubtypeNofN
wolorectalNudenomatousNPolyposisbNAmericankJournalkofkHumankGeneticsZN2016ZNmmZNggkaie 11 139

(2016-2018)
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24 vRzeNmutationsNalterNRäuNpolymeraseN“““adependentNtranscriptionNandNcauseNneurodevelopmentalN
anomaliesbNGenomekResearchZN2015ZNfiZNeiiajj 9.7 68

23 yxomeNsequencingNidentifiesNaNnovelNheterozygousNT‘zvgNmutationNinNaNdisorderNoverlappingNwithN
MarfanNandN oeysaxietzNsyndromebNMolecularkandkCellularkProbesZN2015ZNfmZNggdah 3.3 18

22 womprehensiveNgenomicNprofilesNofNsmallNcellNlungNcancerbNNatureZN2015ZNifhZNhkaig 50.4 1061

21 MutationalNdynamicsNbetweenNprimaryNandNrelapseNneuroblastomasbNNaturekGeneticsZN2015ZNhkZNlkfak 36.3 191

20 MutationsNinNXRwwhNcauseNprimaryNmicrocephalyZNshortNstatureNandNincreasedNgenomicNinstabilitybN
HumankMolecularkGeneticsZN2015ZNfhZNgkdlaek 5.6 23

19 zloralN“nductionNinNurabidopsisNbyNz øWyR“ä‘N øwUSNTNRequiresNxirectNRepressionNofN
v uxyaøäaPyT“ø yN‘enesNbyNtheNHomeodomainNProteinNPyääYW“SybNPlantkPhysiologyZN2015ZNejmZNfelkamm6.6 32

18 xeNnovoNzUSNmutationsNareNtheNmostNfrequentNgeneticNcauseNinNearlyaonsetN‘ermanNu SNpatientsbN
NeurobiologykofkAgingZN2015ZNgjZNgeekbeeageekbej 5.6 48

17  ossaofazunctionN‘uSlNMutationsNwauseNPrimaryNwiliaryNxyskinesiaNandNxisruptNtheNäexinaxyneinN
RegulatoryNwomplexbNAmericankJournalkofkHumankGeneticsZN2015ZNmkZNihjaih 11 80

16 yctodysplasinNsignallingNgenesNandNphenotypicNevolutionNinNsculpinsNVwottusWbNProceedingskofkthek
RoyalkSocietykB:kBiologicalkSciencesZN2015ZNflfZN 4.4 5

15 äonamanifestingNuH“eNtruncationsNindicateNlocalizedNlossaofafunctionNtoleranceNinNaNsevereN
MendelianNdiseaseNgenebNHumankMolecularkGeneticsZN2015ZNfhZNfimhajdg 5.6 23

14 PathogenicityNofNPøzUTeNinNxowlingaxegosNdiseasenNadditionalNmutationsNandNclinicalNoverlapNwithN
reticulateNacropigmentationNofNkitamurabNJournalkofkInvestigativekDermatologyZN2015ZNegiZNjeiajel 4.3 22

13 MutationsNinNw—uPf ZNtheNhumanNhomologNofNtheNmouseNRadmisNgeneZNcauseNzilippiNsyndromebN
AmericankJournalkofkHumankGeneticsZN2014ZNmiZNjffagf 11 28

12 ynrichmentNofNtargetNsequencesNforNnextagenerationNsequencingNapplicationsNinNresearchNandN
diagnosticsbNBiologicalkChemistryZN2014ZNgmiZNfgeak 4.5 28

11 HomozygousNandNcompoundaheterozygousNmutationsNinNT‘xSNcauseNwatelaManzkeNsyndromebN
AmericankJournalkofkHumankGeneticsZN2014ZNmiZNkjgakd 11 30

10 HomozygousNmissenseNmutationNofNäxUzVeNasNtheNcauseNofNinfantileNbilateralNstriatalNnecrosisbN
NeurogeneticsZN2013ZNehZNliak 3 18

9 ussessingNtheNenrichmentNperformanceNinNtargetedNresequencingNexperimentsbNHumankMutationZN
2012ZNggZNjgiahe 4.7 25

8 SequenzierungNinNderNnˆ⁄chstenN‘enerationNâ��NzorschungNundNxiagnostikbNBioSpektrumZN2012ZNelZNhmmaidg 0.1

7 uttenuatedNvMPeNfunctionNcompromisesNosteogenesisZNleadingNtoNboneNfragilityNinNhumansNandN
zebrafishbNAmericankJournalkofkHumankGeneticsZN2012ZNmdZNjjeakh 11 152
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6 uNtruncatingNmutationNofNwyPegiNcausesNprimaryNmicrocephalyNandNdisturbedNcentrosomalNfunctionbN
AmericankJournalkofkHumankGeneticsZN2012ZNmdZNlkeal 11 140

5 äonsenseNmutationsNinNSMPXZNencodingNaNproteinNresponsiveNtoNphysicalNforceZNresultNinN
XachromosomalNhearingNlossbNAmericankJournalkofkHumankGeneticsZN2011ZNllZNjfeak 11 60

4 MuscarinicNucetylcholineNReceptorNMgNMutationNwausesNUrinaryNvladderNxiseaseNandNaN
PruneavellyalikeNSyndromebNAmericankJournalkofkHumankGeneticsZN2011ZNlmZNjjlakh 11 74

3 äonsenseamediatedNmRäuNdecayNreliesNonNâ��twoafactorNauthenticationâ��NbyNSM‘iaSM‘k 2

2 SingleNcellNtranscriptomeNsequencingNonNtheNäanoporeNplatformNwithNScäapvar 2

1 SingleNwellaNandNSpatialNâ��ømicsNrevolutionizesNPhysiologybNActakPhysiologicaZ 5.6 1

List of Publications

7


