
Siddharth Banka

ListeofePublicationsebyeYeareine
DescendingeOrder

Source:ehttps:uuexalytcomuauthorspdfu6475986usiddharthsbankaspublicationssbysyeartpdf

Version:eyvy4sv4sx9e

ThisedocumentehasebeenegeneratedebasedeonetheepublicationseandecitationserecordedebyeexalytcomteFore

theelatesteversioneofethisepublicationelistrevisitetheelinkegiveneabovet

TheethirdecolumneisetheeimpactefactoremIFneofetheejournalreandetheefourthecolumneisetheenumbereofe

citationseofetheearticlet

99
papers

2,972
citations

31
h-index

53
g-index

114
ext. papers

4,394
ext. citations

7.9
avg, IF

4.29
L-index



h Paper IF Citations

99 RefiningMtheMclinicalMphenotypeMassociatedMwithMmissenseMvariantsMinMexonsMglMandMgmMofMKMTfxbbM
AmericaniJournaliofiMedicaliGeneticsviPartiAZM2022ZM 2.5

98 NovelMdiagnosticMxNuMmethylationMepisignaturesMexpandMandMrefineMtheMepigeneticMlandscapesMofM
MendelianMdisordersbbMHumaniGeneticsiandiGenomicsiAdvancesZM2022ZMgZMedddki 0.8 1

97 NovelMpathogenicMvariantsMandMquantitativeMphenotypicManalysesMofMRobinowMsyndromenMWNTM
signalingMperturbationMandMphenotypicMvariabilitybbMHumaniGeneticsiandiGenomicsiAdvancesZM2022ZMgZMedddkh0.8 3

96 viallelicMTMyMfjdMvariantsMcauseMtruncusMarteriosusZMwithMorMwithoutMrenalMdefectsbMClinicaliGeneticsZM
2022ZMedeZMefkaegg 4 1

95 uMbasementMmembraneMdiscoveryMpipelineMuncoversMnetworkMcomplexityZMregulatorsZMandMhumanM
diseaseMassociationsbbMScienceiAdvancesZM2022ZMlZMeabnffji 14.3 4

94 xeficiencyMofMTyTgMleadsMtoMaMgenomeawideMxNuMhypermethylationMepisignatureMinMhumanMwholeM
bloodbMNpjiGenomiciMedicineZM2021ZMjZMmf 6.2 0

93 eddZdddMGenomesMPilotMonMRareaxiseaseMxiagnosisMinMHealthMwareMaMPreliminaryMReportbMNewiEnglandi
JournaliofiMedicineZM2021ZMgliZMeljlaelld 59.2 34

92 uMhomozygousMGRINeMnullMvariantMcausesMaMmoreMsevereMphenotypeMofMearlyMinfantileMepilepticM
encephalopathybMAmericaniJournaliofiMedicaliGeneticsviPartiAZM2021ZM 2.5 1

91
SPyNMhaploinsufficiencyMcausesMaMneurodevelopmentalMdisorderMoverlappingMproximalMepgjM
deletionMsyndromeMwithManMepisignatureMofMXMchromosomesMinMfemalesbMAmericaniJournaliofiHumani
GeneticsZM2021ZMedlZMidfaiej

11 12

90 PersonalisedMvirtualMgeneMpanelsMreduceMinterpretationMworkloadMandMmaintainMdiagnosticMratesMofM
probandaonlyMclinicalMexomeMsequencingMforMrareMdisordersbMJournaliofiMedicaliGeneticsZM2021ZM 5.8 2

89 SolvingMunsolvedMrareMneurologicalMdiseasesaaMSolveaRxMviewpointbMEuropeaniJournaliofiHumani
GeneticsZM2021ZMfmZMeggfaeggj 5.3 0

88 GenotypeaphenotypeMcorrelationsMandMnovelMmolecularMinsightsMintoMtheMxHXgdaassociatedM
neurodevelopmentalMdisordersbMGenomeiMedicineZM2021ZMegZMmd 14.4 2

87 RecurrentMKwNTfMmissenseMvariantsMaffectingMpburgemdMresultMinMaMrecognizableMphenotypebM
AmericaniJournaliofiMedicaliGeneticsviPartiAZM2021ZMeliZMgdlgagdme 2.5 2

86 NonacodingMregionMvariantsMupstreamMofMMyzfwMcauseMsevereMdevelopmentalMdisorderMthroughM
threeMdistinctMlossaofafunctionMmechanismsbMAmericaniJournaliofiHumaniGeneticsZM2021ZMedlZMedlgaedmh 11 8

85 viaallelicMlossaofafunctionMvariantsMinMvwuSgMcauseMaMsyndromicMneurodevelopmentalMdisorderbM
AmericaniJournaliofiHumaniGeneticsZM2021ZMedlZMedjmaedlf 11 4

84 HaploinsufficiencyMofMuRzGyzeMisMassociatedMwithMdevelopmentalMdelayZMintellectualMdisabilityZMandM
epilepsyMwithMvariableMexpressivitybMGeneticsiiniMedicineZM2021ZMfgZMemdeaemee 8.1 1

83 SolvingMpatientsMwithMrareMdiseasesMthroughMprogrammaticMreanalysisMofMgenomeaphenomeMdatabM
EuropeaniJournaliofiHumaniGeneticsZM2021ZMfmZMeggkaeghk 5.3 4

Siddharth Banka

2



82 TheMdiagnosticMutilityMofMclinicalMexomeMsequencingMinMjdMpatientsMwithMhearingMlossMdisordersnMuM
singleainstitutionMexperiencebMClinicaliOtolaryngologyZM2021ZMhjZMefikaefjf 1.8 0

81 viallelicMvariantsMinMPwxHGwhMcauseMaMnovelMneurodevelopmentalMsyndromeMwithMprogressiveM
microcephalyZMseizuresZMandMjointManomaliesbMGeneticsiiniMedicineZM2021ZMfgZMfeglafehm 8.1 1

80
NewMinsightsMintoMtheMclinicalMandMmolecularMspectrumMofMtheMnovelMwYzIPfarelatedM
neurodevelopmentalMdisorderMandMimpairmentMofMtheMWRwamediatedMactinMdynamicsbMGeneticsiini
MedicineZM2021ZMfgZMihgaiih

8.1 9

79 NeutrophilMdysfunctionMtriggersMinflammatoryMbowelMdiseaseMinMGjPwgMdeficiencybMJournaliofi
LeukocyteiBiologyZM2021ZMedmZMeehkaeeih 6.5 2

78 MutationaspecificMpathophysiologicalMmechanismsMdefineMdifferentMneurodevelopmentalMdisordersM
associatedMwithMSuTveMdysfunctionbMAmericaniJournaliofiHumaniGeneticsZM2021ZMedlZMghjagij 11 7

77 yRvvhMexonicMdeletionsMonMchromosomeMfqghMinMpatientsMwithMintellectualMdisabilityMorMepilepsybM
EuropeaniJournaliofiHumaniGeneticsZM2021ZMfmZMegkkaeglg 5.3 2

76 ImpairedMeIziuMfunctionMcausesMaMMendelianMdisorderMthatMisMpartiallyMrescuedMinMmodelMsystemsMbyM
spermidinebMNatureiCommunicationsZM2021ZMefZMlgg 17.4 13

75 wlinicalMdelineationZMsexMdifferencesZMandMgenotypeaphenotypeMcorrelationMinMpathogenicMKxMjuM
variantsMcausingMXalinkedMKabukiMsyndromeMtypeMfbMGeneticsiiniMedicineZM2021ZMfgZMefdfaefed 8.1 3

74 PostatranslationalMformationMofMhypusineMinMeIziunMimplicationsMinMhumanMneurodevelopmentbMAminoi
AcidsZM2021ZMe 3.5 4

73 xelineatingMtheMmolecularMandMphenotypicMspectrumMofMtheMSyTxevarelatedMsyndromebMGeneticsiini
MedicineZM2021ZMfgZMfeffafegk 8.1 3

72 PresenceMofMpathogenicMcopyMnumberMvariantsMVwNVsWMisMcorrelatedMwithMsocioeconomicMstatusbM
JournaliofiMedicaliGeneticsZM2020ZMikZMkdakf 5.8 2

71 WholeagenomeMsequencingMofMpatientsMwithMrareMdiseasesMinMaMnationalMhealthMsystembMNatureZM2020ZM
ilgZMmjaedf 50.4 139

70 OppositeMModulationMofMRuweMbyMMutationsMinMTRIOMIsMussociatedMwithMxistinctZMxomainaSpecificM
NeurodevelopmentalMxisordersbMAmericaniJournaliofiHumaniGeneticsZM2020ZMedjZMgglagii 11 21

69 yxpandingMwlinicalMPresentationsMxueMtoMVariationsMinMTHOwfMmRNuMNuclearMyxportMzactorbM
FrontiersiiniMoleculariNeuroscienceZM2020ZMegZMef 6.1 4

68 uMrestrictedMspectrumMofMmissenseMKMTfxMvariantsMcauseMaMmultipleMmalformationsMdisorderMdistinctM
fromMKabukiMsyndromebMGeneticsiiniMedicineZM2020ZMffZMljkalkk 8.1 17

67
TelemedicineMstrategyMofMtheMyuropeanMReferenceMNetworkMITHuwuMforMtheMdiagnosisMandM
managementMofMpatientsMwithMrareMdevelopmentalMdisordersbMOrphanetiJournaliofiRareiDiseasesZM
2020ZMeiZMedg

4.2 14

66 xelineationMofMaMHumanMMendelianMxisorderMofMtheMxNuMxemethylationMMachinerynMTyTgM
xeficiencybMAmericaniJournaliofiHumaniGeneticsZM2020ZMedjZMfghafhi 11 22

65 yvidenceMforMflMgeneticMdisordersMdiscoveredMbyMcombiningMhealthcareMandMresearchMdatabMNatureZM
2020ZMiljZMkikakjf 50.4 103

(2020-2021)

3



64 ReplynMyxpandingMtheMclinicalMandMgeneticMspectrumMofMPwYTfarelatedMdisordersbMBrainZM2020ZMehgZMekk 11.2 0

63 HaploinsufficiencyMofMuTPjVdwMpossiblyMunderliesMejpegbgMdeletionsMthatMcauseMmicrocephalyZM
seizuresZMandMneurodevelopmentalMdisorderbMAmericaniJournaliofiMedicaliGeneticsviPartiAZM2020ZM 2.5 2

62 ProfoundMvitaminMxMdeficiencyMinMfourMsiblingsMwithMImerslundaGrasbeckMsyndromeMwithMhomozygousM
wUvNMmutationbMJIMDiReportsZM2019ZMhmZMhgahk 1.9 5

61 MutationsMinMPwYTfMdisruptMetherlipidMbiosynthesisMandMcauseMaMcomplexMhereditaryMspasticM
paraplegiabMBrainZM2019ZMehfZMgglfaggmk 11.2 40

60 SpatiallyMclusteringMdeMnovoMvariantsMinMwYzIPfZMencodingMtheMcytoplasmicMzMRPMinteractingMproteinM
fZMcauseMintellectualMdisabilityMandMseizuresbMEuropeaniJournaliofiHumaniGeneticsZM2019ZMfkZMkhkakim 5.3 25

59 yxpandingMtheMgeneticMandMphenotypicMspectrumMofMbranchedachainMaminoMacidMtransferaseMfM
deficiencybMJournaliofiInheritediMetaboliciDiseaseZM2019ZMhfZMldmalek 5.4 8

58 TheMclinicalMspectrumMofMtheMcongenitalMmyasthenicMsyndromeMresultingMfromMwOLegueMmutationsbM
BrainZM2019ZMehfZMeihkaeijd 11.2 20

57 HeterozygousMVariantsMinMKMTfyMwauseMaMSpectrumMofMNeurodevelopmentalMxisordersMandM
ypilepsybMAmericaniJournaliofiHumaniGeneticsZM2019ZMedhZMefedaefff 11 31

56 TheMclinicalMpresentationMcausedMbyMtruncatingMwHxlMvariantsbMClinicaliGeneticsZM2019ZMmjZMkfalh 4 20

55 GenotypeaphenotypeMspecificityMinMMenkeaHennekamMsyndromeMcausedMbyMmissenseMvariantsMinM
exonMgdMorMgeMofMwRyvvPbMAmericaniJournaliofiMedicaliGeneticsviPartiAZM2019ZMekmZMedilaedjf 2.5 14

54 viaallelicMLossaofazunctionMwuwNuevMMutationsMinMProgressiveMypilepsyaxyskinesiabMAmericani
JournaliofiHumaniGeneticsZM2019ZMedhZMmhlamij 11 17

53
HISTeHeyMheterozygousMproteinatruncatingMvariantsMcauseMaMrecognizableMsyndromeMwithM
intellectualMdisabilityMandMdistinctiveMfacialMgestaltnMuMstudyMtoMclarifyMtheMHISTeHeyMsyndromeM
phenotypeMinMgdMindividualsbMAmericaniJournaliofiMedicaliGeneticsviPartiAZM2019ZMekmZMfdhmafdii

2.5 10

52 uMcomparativeManalysisMofMKMTfxMmissenseMvariantsMinMKabukiMsyndromeZMcancersMandMtheMgeneralM
populationbMJournaliofiHumaniGeneticsZM2019ZMjhZMejeaekd 4.3 16

51 uMmaternallyMinheritedMframeshiftMwxKLiMvariantMinMaMmaleMwithMglobalMdevelopmentalMdelayMandM
lateaonsetMgeneralizedMepilepsybMAmericaniJournaliofiMedicaliGeneticsviPartiAZM2019ZMekmZMidkaiee 2.5 1

50 KabukiMsyndromenMinternationalMconsensusMdiagnosticMcriteriabMJournaliofiMedicaliGeneticsZM2019ZMijZMlmami5.8 80

49 uMnewMmicrodeletionMsyndromeMinvolvingMTvwexfhZMuTPjVdwZMandMPxPKeMcausesMepilepsyZM
microcephalyZMandMdevelopmentalMdelaybMGeneticsiiniMedicineZM2019ZMfeZMedilaedjh 8.1 12

48 HistoneMLysineMMethylasesMandMxemethylasesMinMtheMLandscapeMofMHumanMxevelopmentalM
xisordersbMAmericaniJournaliofiHumaniGeneticsZM2018ZMedfZMekiaelk 11 108
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