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i Paper IF Citations

157 rutosomalKRecessiveKterebellarKrtrophyKandKSpasticKrtaxiaKinKPatientsKWithKPathogenicKsiallelicK
VariantsKinKYYKFrontiersainaCellaandaDevelopmentalaBiologyWK2022WKbaWKhidhgc 5.7 1

156 znterpretationKofKuihydrorhodamineXbWcWdKwlowKtytometryKinKthronicKxranulomatousKuiseasekKanK
rtypicalKvxemplarYYKJournalaofaClinicalaImmunologyWK2022WKb 5.7

155 xermlineKvariantsKinKtumorKsuppressorKwsXWhKleadKtoKimpairedKubiquitinationKandKaK
neurodevelopmentalKsyndromeYYKAmericanaJournalaofaHumanaGeneticsWK2022WKbajWKgabXgbh 11 0

154 yeterozygousKvariantsKinKPRPwiKareKassociatedKwithKneurodevelopmentalKdisordersYYKAmericana
JournalaofaMedicalaGeneticsmaPartaAWK2022WK 2.5 0

153 wunctionalKvalidationKofKaKnovelKrrrSKvariantKinKanKatypicalKpresentationKofKrllgroveKsyndromeYYK
MolecularaGeneticsagamp;aGenomicaMedicineWK2022WKebjgg 2.3

152 xainKandKlossKofKTrSβdKchannelKfunctionKandKitsKregulationKbyKnovelKvariationKcauseKβtNβjK
imprintingKsyndromeYKGenomeaMedicineWK2022WKbeWK 14.4 1

151 uesignKconsiderationsKforKworkflowKmanagementKsystemsKuseKinKproductionKgenomicsKresearchKandK
theKclinicYKScientificaReportsWK2021WKbbWKcbgia 4.9 0

150 ueKnovoKPsXbKvariantKinKaKpatientKwithKglaucomaWKkidneyKanomaliesWKandKdevelopmentalKdelaykKrnK
expansionKofKtheKtrβUTyvuKphenotypeYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2021WK 2.5 0

149 zmprovedKtharacterizationKofKtomplexK˛†XxlobinKxeneKtlusterKStructuralKVariantsKUsingKLongXReadK
SequencingYKJournalaofaMolecularaDiagnosticsWK2021WKcdWKbhdcXbhea 5.1 0

148 SeekwusionKXKrKtlinicallyKValidatedKwusionKTranscriptKuetectionKPipelineKforKPtRXsasedK
NextXxenerationKSequencingKofKRNrYKFrontiersainaGeneticsWK2021WKbcWKhdjafe 4.5 0

147 RecurrentKganglioneuromaKinKPTPNbbXassociatedKNoonanKsyndromekKrKcaseKreportKandKliteratureK
reviewYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2021WKbifWKbiidXbiih 2.5 0

146
SPvNKhaploinsufficiencyKcausesKaKneurodevelopmentalKdisorderKoverlappingKproximalKbpdgK
deletionKsyndromeKwithKanKepisignatureKofKXKchromosomesKinKfemalesYKAmericanaJournalaofaHumana
GeneticsWK2021WKbaiWKfacXfbg

11 12

145 vpigeneticKalterationKcontributesKtoKtheKtranscriptionalKreprogrammingKinKTXcellKprolymphocyticK
leukemiaYKScientificaReportsWK2021WKbbWKidbi 4.9 2

144 rKformKofKmuscularKdystrophyKassociatedKwithKpathogenicKvariantsKinK rxcYKAmericanaJournalaofa
HumanaGeneticsWK2021WKbaiWKieaXifg 11 3

143 LPtrTbXTvRTKfusionsKareKuniquelyKrecurrentKinKepithelioidKtrophoblasticKtumorsKandKpositivelyK
regulateKcellKgrowthYKPLoSaONEWK2021WKbgWKeacfafbi 3.7 1

142 TSPvrRKvariantsKareKprimarilyKassociatedKwithKectodermalKdysplasiaKandKtoothKagenesisKbutKnotK
hearingKlosskKrKnovelKcohortKstudyYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2021WKbifWKcebhXcedd 2.5 3

141 tSNβcskKrKbroadKspectrumKofKneurodevelopmentalKdisabilityKandKepilepsyKseverityYKEpilepsiaWK2021WK
gcWKebadXebaj 6.4 5
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140
TruncatingKSRtrPKvariantsKoutsideKtheKwloatingXyarborKsyndromeKlocusKcauseKaKdistinctK
neurodevelopmentalKdisorderKwithKaKspecificKuNrKmethylationKsignatureYKAmericanaJournalaofa
HumanaGeneticsWK2021WKbaiWKbafdXbagi

11 3

139 xenomicsKzntegrationKzntoKNephrologyKPracticeYKKidneyaMedicineWK2021WKdWKhifXhji 2.8 1

138 PTkKProteinKPanoramicKannoTationKToolKforKtheKinterpretationKofKproteinKcodingKgeneticKvariantsYK
JAMIAaOpenWK2021WKeWKooabagf 2.9

137 NextXxenerationKSequencingKofKtYPctbjKinKStentKThrombosiskKzmplicationsKforKtlopidogrelK
PharmacogenomicsYKCardiovascularaDrugsaandaTherapyWK2021WKdfWKfejXffj 3.9 3

136 zmpactKofKintegratedKtranslationalKresearchKonKclinicalKexomeKsequencingYKGeneticsainaMedicineWK
2021WKcdWKejiXfah 8.1 6

135 uefiningKtheKgenotypicKandKphenotypicKspectrumKofKXXlinkedKMSLdXrelatedKdisorderYKGeneticsaina
MedicineWK2021WKcdWKdieXdjf 8.1 0

134 PathogenicKSPTsNbKvariantsKcauseKanKautosomalKdominantKneurodevelopmentalKsyndromeYKNaturea
GeneticsWK2021WKfdWKbaagXbacb 36.3 6

133 vxpansionKofKtheKxenotypicKandKPhenotypicKSpectrumKofKWrSwbXRelatedKNeurodevelopmentalK
uisorderYKBrainaSciencesWK2021WKbbWK 3.4 2

132 yvLLOkKimprovedKneuralKnetworkKarchitecturesKandKmethodologiesKforKsmallKvariantKcallingYKBMCa
BioinformaticsWK2021WKccWKeae 3.6 1

131 TNPOcKvariantsKassociateKwithKhumanKdevelopmentalKdelaysWKneurologicKdeficitsWKandKdysmorphicK
featuresKandKalterKTNPOcKactivityKinKurosophilaYKAmericanaJournalaofaHumanaGeneticsWK2021WKbaiWKbggjXbgjb11 4

130
tOVzuXbjKMortalityKPredictionKwromKueepKLearningKinKaKLargeKMultistateKvlectronicKyealthKRecordK
andKLaboratoryKznformationKSystemKuataKSetkKrlgorithmKuevelopmentKandKValidationYKJournalaofa
MedicalaInternetaResearchWK2021WKcdWKedabfh

7.6 4

129 ueKnovoKvariantsKofKNRercKareKassociatedKwithKneurodevelopmentalKdisorderKandKepilepsyYK
GeneticsainaMedicineWK2020WKccWKbebdXbebh 8.1 2

128 rKsecondKcohortKofKtyudKpatientsKexpandsKtheKmolecularKmechanismsKknownKtoKcauseKSnijdersK
slokXtampeauKsyndromeYKEuropeanaJournalaofaHumanaGeneticsWK2020WKciWKbeccXbedb 5.3 10

127 LeaftutterMukKanKalgorithmKforKoutlierKsplicingKdetectionKinKrareKdiseasesYKBioinformaticsWK2020WKdgWKegajXegbf7.2 10

126 tomputationalKuetectionKofKβnownKPathogenicKxeneKwusionsKinKaKNormalKTissueKuatabaseKandK
zmplicationsKforKxeneticKuiseaseKResearchYKFrontiersainaGeneticsWK2020WKbbWKbhd 4.5 4

125 PathogenicKuuXdXKMutationsKzmpairKRNrKMetabolismKandKNeurogenesisKduringKwetalKtorticalK
uevelopmentYKNeuronWK2020WKbagWKeaeXecaYei 13.9 49

124 retiologyKandKoutcomesKofKsecondaryKmyelofibrosisKoccurringKinKtheKcontextKofKinheritedKplateletK
disorderskKrKsingleKinstitutionalKstudyKofKfourKpatientsYKBritishaJournalaofaHaematologyWK2020WKbjaWKedbgXedca4.5 4

123 wunctionalKrnalysisKofKtheKSzMbKVariantKpYxhbfVKinKcKPatientsKWithKObesityYKJournalaofaClinicala
EndocrinologyaandaMetabolismWK2020WKbafWK 5.6 4

(2020-2021)
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122
ProteinXelongatingKmutationsKinKMYybbKareKimplicatedKinKaKdominantlyKinheritedKsmoothKmuscleK
dysmotilityKsyndromeKwithKsevereKesophagealWKgastricWKandKintestinalKdiseaseYKHumanaMutationWK
2020WKebWKjhdXjic

4.7 8

121 SPvttbLKregulatesKpalateKdevelopmentKdownstreamKofKzRwgYKHumanaMolecularaGeneticsWK2020WKcjWKiefXifi5.6 6

120 ueKnovoKTsRbKvariantsKcauseKaKneurocognitiveKphenotypeKwithKzuKandKautisticKtraitskKreportKofKcfK
newKindividualsKandKreviewKofKtheKliteratureYKEuropeanaJournalaofaHumanaGeneticsWK2020WKciWKhhaXhic 5.3 13

119  umonjiKdomainKcontainingKbtKS M ubtTKsequenceKvariantsKinKsevenKpatientsKwithKautismKspectrumK
disorderWKintellectualKdisabilityKandKseizuresYKEuropeanaJournalaofaMedicalaGeneticsWK2020WKgdWKbadifa 2.6 2

118 xenomicKProfilingKRevealsKMolecularKyeterogeneityKinKPatientsKwithKRichterRsKSyndromeKSRSTKandK
ProgressiveKthronicKLymphocyticKLeukemiaKStLLTYKBloodWK2020WKbdgWKbgXbh 2.2 1

117 xeneticKvariantsKinKuxrTbKcauseKdiverseKclinicalKpresentationsKofKmalnutritionKthroughKaKspecificK
molecularKmechanismYKEuropeanaJournalaofaMedicalaGeneticsWK2020WKgdWKbadibh 2.6 3

116 siallelicKvariantsKinKPROZKasKaKcauseKofKhypercoagulabilityKandKlivedoKracemosaYKThrombosisa
ResearchWK2020WKbjfWKbihXbij 8.2 1

115 rnKactivatingKgermlineKvariantKassociatedKwithKaKtumorKentityKcharacterizedKbyKunilateralKandK
bilateralKchondrosarcomaKofKtheKmastoidYYKHumanaGeneticsaandaGenomicsaAdvancesWK2020WKbWKbaaaag 0.8 1

114 wunctionalKvalidationKofKTvRTKandKTvRtKvariantsKofKuncertainKsignificanceKinKpatientsKwithKshortK
telomereKsyndromesYKBloodaCanceraJournalWK2020WKbaWKbca 7 1

113 NovelKlossXofXfunctionKvariantsKinKTRzOKareKassociatedKwithKneurodevelopmentalKdisorderkKcaseK
reportYKBMCaMedicalaGeneticsWK2020WKcbWKcbj 2.1 2

112 vxpansionKofKXRelatedKPhenotypesKandKuiscoveryKofKaKNovelKPURrKVariantkKrKtaseKReportYKChilda
NeurologyaOpenWK2020WKhWKcdcjaeiXcajffaad 1.3 2

111 SuccessfulKTreatmentKofKSkewedKLyonizationKrssociatedKwithKXXLinkedKtxuKinKaKwemaleKPresentingK
withKRecalcitrantKtrohnRsKuiseaseYKJournalaofaClinicalaImmunologyWK2020WKeaWKbafgXbagb 5.7

110 NailXpatellaXlikeKrenalKdiseaseKmasqueradingKasKwabryKdiseaseKonKkidneyKbiopsykKaKcaseKreportYKBMCa
NephrologyWK2020WKcbWKdeb 2.7 2

109 sestKpracticesKforKtheKanalyticalKvalidationKofKclinicalKwholeXgenomeKsequencingKintendedKforKtheK
diagnosisKofKgermlineKdiseaseYKNpjaGenomicaMedicineWK2020WKfWKeh 6.2 22

108 yaploinsufficiencyKasKaKdiseaseKmechanismKinKxNsbXassociatedKneurodevelopmentalKdisorderYK
MolecularaGeneticsagamp;aGenomicaMedicineWK2020WKiWKebehh 2.3 7

107
znterpretationKchallengesKofKnovelKdualXclassKmissenseKandKspliceXimpactingKvariantKinK
POLRdrXrelatedKlateXonsetKhereditaryKspasticKataxiaYKMolecularaGeneticsagamp;aGenomicaMedicineWK
2020WKiWKebdeb

2.3 4

106 rKnovelKmissenseKvariantKandKmultiexonKdeletionKcausingKaKdelayedKpresentationKofKxerodermaK
pigmentosumWKgroupKtYKJournalaofaPhysicalaEducationaandaSportsaManagementWK2020WKgWK 2.8 1

105 xenomeXwideKdetectionKofKtandemKuNrKrepeatsKthatKareKexpandedKinKautismYKNatureWK2020WKfigWKiaXig 50.4 58
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104 WideningKofKtheKgeneticKandKclinicalKspectrumKofKLambXShafferKsyndromeWKaKneurodevelopmentalK
disorderKdueKtoKSOXfKhaploinsufficiencyYKGeneticsainaMedicineWK2020WKccWKfceXfdh 8.1 9

103 ThreeKrareKdiseaseKdiagnosesKinKoneKpatientKthroughKexomeKsequencingYKJournalaofaPhysicala
EducationaandaSportsaManagementWK2019WKfWK 2.8 4

102 SentieonKuNrSeqKVariantKtallingKWorkflowKuemonstratesKStrongKtomputationalKPerformanceKandK
rccuracyYKFrontiersainaGeneticsWK2019WKbaWKhdg 4.5 43

101 rKtailoredKapproachKtoKfusionKtranscriptKidentificationKincreasesKdiagnosisKofKrareKinheritedKdiseaseYK
PLoSaONEWK2019WKbeWKeaccdddh 3.7 14

100 wamilialKchronicKmegacolonKpresentingKinKchildhoodKorKadulthoodkKSeekingKtheKpresumedKgeneK
associationYKNeurogastroenterologyaandaMotilityWK2019WKdbWKebdffa 4 6

99 ueKnovoKvariantsKinKwsXObbKcauseKaKsyndromicKformKofKintellectualKdisabilityKwithKbehavioralK
problemsKandKdysmorphismsYKEuropeanaJournalaofaHumanaGeneticsWK2019WKchWKhdiXheg 5.3 11

98 uevelopmentalKdelayWKcoarseKfacialKfeaturesWKandKepilepsyKinKaKpatientKwithKgeneKvariantsYKClinicala
CaseaReportsaidiscontinuedjWK2019WKhWKgdcXgdh 0.7 2

97 VariableKexpressivityKofKsyndromicKsMPeXrelatedKeyeWKbrainWKandKdigitalKanomalieskKrKreviewKofKtheK
literatureKandKdescriptionKofKthreeKnewKcasesYKEuropeanaJournalaofaHumanaGeneticsWK2019WKchWKbdhjXbdii 5.3 5

96 XXLinkedKLymphoproliferativeKSyndromeKPresentingKasKrdultXOnsetKMultiXznfarctKuementiaYKJournala
ofaNeuropathologyaandaExperimentalaNeurologyWK2019WKhiWKegaXegg 3.1 5

95 VariantsKinKuOtβdKcauseKdevelopmentalKdelayKandKhypotoniaYKEuropeanaJournalaofaHumanaGeneticsWK
2019WKchWKbccfXbcde 5.3 6

94 ueKnovoKuuXdXKmissenseKvariantsKinKmalesKappearKviableKandKcontributeKtoKsyndromicKintellectualK
disabilityYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2019WKbhjWKfhaXfhi 2.5 19

93 rMPrKreceptorKxlurcKsubunitKdefectsKareKaKcauseKofKneurodevelopmentalKdisordersYKNaturea
CommunicationsWK2019WKbaWKdaje 17.4 76

92 MolecularKcharacterizationKofKknownKandKnovelKrtVRbKvariantsKinKphenotypesKofKaberrantK
ossificationYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2019WKbhjWKbhgeXbhhh 2.5 8

91 tTtwKvariantsKinKdjKindividualsKwithKaKvariableKneurodevelopmentalKdisorderKbroadenKtheK
mutationalKandKclinicalKspectrumYKGeneticsainaMedicineWK2019WKcbWKchcdXchdd 8.1 18

90 RzNTbKsiXallelicKVariationsKtauseKznfantileXOnsetKRecurrentKrcuteKLiverKwailureKandKSkeletalK
rbnormalitiesYKAmericanaJournalaofaHumanaGeneticsWK2019WKbafWKbaiXbcb 11 18

89 tlinicalKrpplicationsKandKUtilityKofKaKPrecisionKMedicineKrpproachKforKPatientsKWithKUnexplainedK
tytopeniasYKMayoaClinicaProceedingsWK2019WKjeWKbhfdXbhgi 6.4 13

88 LossKofKtheKsphingolipidKdesaturaseKuvxSbKcausesKhypomyelinatingKleukodystrophyYKJournalaofa
ClinicalaInvestigationWK2019WKbcjWKbceaXbcfg 15.9 37

87 LongKRangeKSequencingKShowsKzmprovedKResolutionKinKtheKuetectionKofKsetaKxlobinKtlusterK
VariantsYKBloodWK2019WKbdeWKdfeiXdfei 2.2 1

(2019-2020)
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86 MissenseKVariantsKinKtheKyistoneKrcetyltransferaseKtomplexKtomponentKxeneKTRRrPKtauseK
rutismKandKSyndromicKzntellectualKuisabilityYKAmericanaJournalaofaHumanaGeneticsWK2019WKbaeWKfdaXfeb 11 17

85 MolecularKmodelingKofKLuLRKaidsKinterpretationKofKgenomicKvariantsYKJournalaofaMolecularaMedicineWK
2019WKjhWKfddXfea 5.5 6

84
ProposalKforKModificationKofKtahanRsKtriteriaKUtilizingKMolecularKxeneticKrnalysesKforKtasesKwithoutK
saselineKyistopathologykKrKUniqueKMethodKrpplicableKtoKPrimaryKRadiosurgeryYKJournalaofa
NeurologicalaSurgerymaPartaB:aSkullaBaseWK2019WKiaWKbaXbh

1.5 1

83 rnKintragenicKduplicationKofKleadingKtoKabnormalKtranscriptsKandKcausingKtrichorhinophalangealK
syndromeKtypeKzYKJournalaofaPhysicalaEducationaandaSportsaManagementWK2019WKfWK 2.8 1

82 NovelKbiallelicKvariantsKinKassociatedKwithKmitochondrialKmyopathyYKJournalaofaPhysicalaEducationa
andaSportsaManagementWK2019WKfWK 2.8 3

81 RecommendationsKforKperformanceKoptimizationsKwhenKusingKxrTβdYiKandKxrTβeYKBMCa
BioinformaticsWK2019WKcaWKffh 3.6 7

80 NovelKgermlineKmissenseKuuXebKvariantKinKaKpatientKwithKanKadultXonsetKmyeloidKneoplasmKwithK
excessKblastsKwithoutKdysplasiaYKLeukemiaaandaLymphomaWK2019WKgaWKbddhXbddj 1.9 6

79 RNrXSeqKdetectsKaKSrMubcXvXTbKfusionKtranscriptKandKleadsKtoKtheKdiscoveryKofKanKvXTbKdeletionK
inKaKchildKwithKmultipleKosteochondromasYKMolecularaGeneticsagamp;aGenomicaMedicineWK2019WKhWKeaafga 2.3 11

78 vxomeKsequencingKconfirmsKdiagnosisKofKkabukiKsyndromeKinKanXadultKwithKhodgkinKlymphomaKandK
unusuallyKsevereKmultisystemKphenotypeYKClinicalaImmunologyWK2019WKcahWKffXfh 9 4

77 UtilityKofKuNrWKRNrWKProteinWKandKwunctionalKrpproachesKtoKSolveKtrypticKzmmunodeficienciesYK
JournalaofaClinicalaImmunologyWK2018WKdiWKdahXdbj 5.7 21

76 rrterialKtortuosityKsyndromekKeaKnewKfamiliesKandKliteratureKreviewYKGeneticsainaMedicineWK2018WKcaWKbcdgXbcef8.1 40

75
siXallelicKrlterationsKinKrvsPbKLeadKtoKuefectiveKtollagenKrssemblyKandKtonnectiveKTissueK
StructureKResultingKinKaKVariantKofKvhlersXuanlosKSyndromeYKAmericanaJournalaofaHumanaGeneticsWK
2018WKbacWKgjgXhaf

11 65

74 tomparativeKanalysisKofKdeKnovoKassemblersKforKvariationKdiscoveryKinKpersonalKgenomesYKBriefingsa
inaBioinformaticsWK2018WKbjWKijdXjae 13.4 5

73
zmprovingKSingleXNucleotideKPolymorphismXsasedKwetalKwractionKvstimationKofKMaternalKPlasmaK
tirculatingKtellXwreeKuNrKUsingKsayesianKyierarchicalKModelsYKJournalaofaComputationalaBiologyWK
2018WKcfWKbaeaXbaej

1.7 3

72 tharacterizationKofKthreeKciliopathyKpedigreesKexpandsKtheKphenotypeKassociatedKwithKbiallelicK
tctudKvariantsYKEuropeanaJournalaofaHumanaGeneticsWK2018WKcgWKbhjhXbiaj 5.3 17

71 uevelopmentKandKVerificationKofKanKRNrKSequencingKSRNrXSeqTKrssayKforKtheKuetectionKofKxeneK
wusionsKinKTumorsYKJournalaofaMolecularaDiagnosticsWK2018WKcaWKejfXfbb 5.1 28

70 MitochondrialKdXyydroxyXdXMethylglutarylXtorKSynthaseKueficiencykKUniqueKPresentingKLaboratoryK
ValuesKandKaKReviewKofKsiochemicalKandKtlinicalKweaturesYKJIMDaReportsWK2018WKeaWKgdXgj 1.9 20

69
StandardsKandKxuidelinesKforKValidatingKNextXxenerationKSequencingKsioinformaticsKPipelineskKrK
 ointKRecommendationKofKtheKrssociationKforKMolecularKPathologyKandKtheKtollegeKofKrmericanK
PathologistsYKJournalaofaMolecularaDiagnosticsWK2018WKcaWKeXch

5.1 205
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68 pointKmutationsKandKfamilialKintracranialKaneurysmsYKNeurologyWK2018WKjbWKecbhaXecbib 6.5 13

67
vxtensionKofKtheKmutationalKandKclinicalKspectrumKofKSOXcKrelatedKdisorderskKuescriptionKofKsixKnewK
casesKandKaKnovelKassociationKwithKsuprasellarKteratomaYKAmericanaJournalaofaMedicalaGeneticsmaParta
AWK2018WKbhgWKchbaXchbj

2.5 3

66 tlinicalKtorrelatesKandKTreatmentKOutcomesKforKPatientsKWithKShortKTelomereKSyndromesYKMayoa
ClinicaProceedingsWK2018WKjdWKideXidj 6.4 13

65 rKcaseKofKYYbXassociatedKsyndromicKlearningKdisabilityKorKxabrieleXdeKVriesKsyndromeKwithK
myastheniaKgravisYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2018WKbhgWKciegXciej 2.5 6

64 xwrPKcanonicalKtranscriptKmayKnotKbeKsuitableKforKtheKdiagnosisKofKadultXonsetKrlexanderKdiseaseYK
ActaaNeuropathologicaaCommunicationsWK2018WKgWKbbc 7.3 3

63 ueKNovoKPathogenicKVariantsKinKtrtNrbvKtauseKuevelopmentalKandKvpilepticKvncephalopathyKwithK
tontracturesWKMacrocephalyWKandKuyskinesiasYKAmericanaJournalaofaHumanaGeneticsWK2018WKbadWKgggXghi 11 44

62 rssessingKyumanKxeneticKVariationsKinKxlucoseKTransporterKSLtcrbaKandKTheirKRoleKinKrlteringK
StructuralKandKwunctionalKPropertiesYKFrontiersainaGeneticsWK2018WKjWKchg 4.5 9

61 NextKxenerationKSequencingKofKSporadicKVestibularKSchwannomakKNecessityKofKsiallelicKNwcK
znactivationKandKzmplicationsKofKrccessoryKNonXNwcKVariantsYKOtologyaandaNeurotologyWK2018WKdjWKeigaXeihb2.6 17

60
toXoccurrenceKofKaKmaternallyKinheritedKduplicationKandKaKpaternallyKinheritedKpathogenicKvariantKinK
inKaKchildKwithKgrowthKretardationKandKsevereKshortKstaturekKatypicalKWeaverKsyndromeKorKevidenceK
ofKaKdosageKeffectpYKJournalaofaPhysicalaEducationaandaSportsaManagementWK2018WKeWK

2.8 4

59 VariabilityKinKassigningKpathogenicityKtoKincidentalKfindingskKinsightsKfromKLuLRKsequenceKlinkedKtoK
theKelectronicKhealthKrecordKinKbabdKindividualsYKEuropeanaJournalaofaHumanaGeneticsWK2017WKcfWKebaXebf 5.3 7

58 rKnovelKframeshiftKdeletionKinKinKaKpatientKwithKβleefstraKSyndromeKresultsKinKdecreasedKydβjK
dimethylationYKMolecularaGeneticsagamp;aGenomicaMedicineWK2017WKfWKbebXbeg 2.3 5

57 MultigenerationalKpedigreeKwithKSTrRKsyndromekKrKnovelKwrMfirKvariantKandKexpansionKofKtheK
phenotypeYKAmericanaJournalaofaMedicalaGeneticsmaPartaAWK2017WKbhdWKbdciXbddd 2.5 9

56
rKNovelKβleefstraKSyndromeXassociatedKVariantKThatKrffectsKtheKtonservedKTPLKMotifKwithinKtheK
rnkyrinKRepeatKofKvyMTbKLeadsKtoKrbnormalKProteinKwoldingYKJournalaofaBiologicalaChemistryWK2017WK
cjcWKdiggXdihg

5.4 11

55 PreemptiveKsequencingKinKtheKgenomicKmedicineKeraYKExpertaReviewaofaPrecisionaMedicineaandaDruga
DevelopmentWK2017WKcWKjbXji 1.6 3

54 PharmacogenomicKfindingsKfromKclinicalKwholeKexomeKsequencingKofKdiagnosticKodysseyKpatientsYK
MolecularaGeneticsagamp;aGenomicaMedicineWK2017WKfWKcgjXchj 2.3 15

53
NovelKdeKnovoKvariantKinKisKlikelyKtoKimpactKuNrKbindingKinKaKpatientKwithKaKneurodevelopmentalK
disorderKandKexpandedKphenotypeskKpatientKreportWKinKsilicoKfunctionalKassessmentWKandKreviewKofK
publishedKcasesYKJournalaofaPhysicalaEducationaandaSportsaManagementWK2017WKdWKaaabhed

2.8 14

52 uisruptionKofKtheKrTXNbXtztKcomplexKcausesKaKspectrumKofKneurobehavioralKphenotypesKinKmiceK
andKhumansYKNatureaGeneticsWK2017WKejWKfchXfdg 36.3 71

51 tlinicalKcharacteristicsKandKplateletKphenotypeKinKaKfamilyKwithKRUNXbKmutatedKthrombocytopeniaYK
LeukemiaaandaLymphomaWK2017WKfiWKbjgdXbjgh 1.9 7

(2017-2018)
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50
NovelKvariantsKlikelyKdisruptKuNrKbindingkKmolecularKmodelingKinKtwoKcasesWKreviewKofKpublishedK
casesWKgenotypeXphenotypeKcorrelationWKandKphenotypicKexpansionKofKtheKsoschXsoonstraXSchaafK
opticKatrophyKsyndromeYKJournalaofaPhysicalaEducationaandaSportsaManagementWK2017WKdWK

2.8 19

49 NovelKPathogenicKVariantKinKTxwsRcKtonfirmedKbyKMolecularKModelingKzsKaKRareKtauseKofK
LoeysXuietzKSyndromeYKCaseaReportsainaGeneticsWK2017WKcabhWKhcgdhia 0.7 3

48 PathogenicKVariantKinKWKpYrrgbidTrpWKtausesK uvenileXOnsetKuystoniaWKyearingKLossWKandK
uevelopmentalKuelayKwithoutKMidlineKMalformationYKCaseaReportsainaGeneticsWK2017WKcabhWKjbiecgf 0.7 8

47 LateKonsetKasymptomaticKpancreaticKneuroendocrineKtumorKXKrKcaseKreportKonKtheKphenotypicK
expansionKforKMvNbYKHereditaryaCancerainaClinicalaPracticeWK2017WKbfWKba 2.3 0

46 TheKprevalenceKofKdiseasesKcausedKbyKlysosomeXrelatedKgenesKinKaKcohortKofKundiagnosedKpatientsYK
MolecularaGeneticsaandaMetabolismaReportsWK2017WKbdWKegXfb 1.8 12

45 tlinicalKspectrumKandKgenotypeXphenotypeKassociationsKofKβtNrcXrelatedKencephalopathiesYKBrainWK
2017WKbeaWKcddhXcdfe 11.2 71

44
wunctionalKvalidationKrevealsKtheKnovelKmissenseKVebjLKvariantKinKassociatedKwithKLoeysXuietzK
syndromeKSLuSTKimpairsKcanonicalKTxwX˛†KsignalingYKJournalaofaPhysicalaEducationaandaSportsa
ManagementWK2017WKdWK

2.8 4

43 varlyXonsetKlimbXgirdleKmuscularKdystrophyXcLKinKaKfemaleKathleteYKMuscleaandaNerveWK2017WKffWKvbjXvcb 3.4 2

42 vxperienceKwithKprecisionKgenomicsKandKtumorKboardWKindicatesKfrequentKtargetKidentificationWKbutK
barriersKtoKdeliveryYKOncotargetWK2017WKiWKchbefXchbfe 3.3 40

41
MolecularKmodelingKandKmolecularKdynamicKsimulationKofKtheKeffectsKofKvariantsKinKtheKTxwsRcK
kinaseKdomainKasKaKparadigmKforKinterpretationKofKvariantsKobtainedKbyKnextKgenerationK
sequencingYKPLoSaONEWK2017WKbcWKeabhaicc

3.7 15

40 wunctionalKcharacterizationKofKaKxwrPKvariantKofKuncertainKsignificanceKinKanKrlexanderKdiseaseKcaseK
withinKtheKsettingKofKanKindividualizedKmedicineKclinicYKClinicalaCaseaReportsaidiscontinuedjWK2016WKeWKiifXjf0.7 3

39 SilentKTyrosinemiaKTypeKzKWithoutKvlevatedKTyrosineKorKSuccinylacetoneKrssociatedKwithKLiverK
tirrhosisKandKyepatocellularKtarcinomaYKHumanaMutationWK2016WKdhWKbajhXbaf 4.7 17

38 OutcomeKofKWholeKvxomeKSequencingKforKuiagnosticKOdysseyKtasesKofKanKzndividualizedKMedicineK
tlinickKTheKMayoKtlinicKvxperienceYKMayoaClinicaProceedingsWK2016WKjbWKcjhXdah 6.4 63

37
PreemptiveKPharmacogenomicKTestingKforKPrecisionKMedicinekKrKtomprehensiveKrnalysisKofKwiveK
rctionableKPharmacogenomicKxenesKUsingKNextXxenerationKuNrKSequencingKandKaKtustomizedK
tYPcugKxenotypingKtascadeYKJournalaofaMolecularaDiagnosticsWK2016WKbiWKediXeef

5.1 108

36 MTheKmoleculeRsKtheKthingkMKtheKpromiseKofKmolecularKmodelingKandKdynamicKsimulationsKinKaidingK
theKprioritizationKandKinterpretationKofKgenomicKtestingKresultsYKFsrrrResearchWK2016WKfWKhgg 3.6 3

35 WholeKvxomeKSequencingKLeadingKtoKtheKuiagnosisKofKuysferlinopathyKwithKaKNovelKMissenseK
MutationKScYjfjxotTYKCaseaReportsainaGeneticsWK2016WKcabgWKjciaibc 0.7

34 PilotKstudyKofKsmallKbowelKmucosalKgeneKexpressionKinKpatientsKwithKirritableKbowelKsyndromeKwithK
diarrheaYKAmericanaJournalaofaPhysiologyanaRenalaPhysiologyWK2016WKdbbWKxdgfXhg 5.1 19

33 wamilialKtreutzfeldtX akobKuiseasekKtaseKreportKandKroleKofKgeneticKcounselingKinKpostKmortemK
testingYKPrionWK2016WKbaWKfacXfag 2.3 5
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32 rKnovelKrNOdKvariantKidentifiedKinKaKfdXyearXoldKwomanKpresentingKwithKhyperkineticKdysarthriaWK
blepharospasmWKhyperkinesiasWKandKcomplexKmotor´ ticsYKBMCaMedicalaGeneticsWK2016WKbhWKjd 2.1 9

31
wrequencyKofKmitogenXactivatedKproteinKkinaseKandKphosphoinositideKdXkinaseKsignalingKpathwayK
pathogenicKalterationsKinKvUSXwNrKsampledKmalignantKlymphKnodesKinKrectalKcancerKwithK
theranosticKpotentialYKGastrointestinalaEndoscopyWK2015WKicWKffaXgYeb

5.2 6

30 tonfirmingKVariantsKinKNextXxenerationKSequencingKPanelKTestingKbyKSangerKSequencingYKJournalaofa
MolecularaDiagnosticsWK2015WKbhWKefgXgb 5.1 82

29 βinaseKgenotypeKanalysisKofKgastricKgastrointestinalKstromalKtumorKcytologyKsamplesKusingKtargetedK
nextXgenerationKsequencingYKClinicalaGastroenterologyaandaHepatologyWK2015WKbdWKcacXg 6.9 28

28 sioinformaticsKforKclinicalKnextKgenerationKsequencingYKClinicalaChemistryWK2015WKgbWKbceXdf 5.5 79

27 MsigKuataMKinKLaboratoryKMedicineYKClinicalaChemistryWK2015WKgbWKbeddXea 5.5 21

26 zmplementingKindividualizedKmedicineKintoKtheKmedicalKpracticeYKAmericanaJournalaofaMedicala
GeneticsmaPartaC:aSeminarsainaMedicalaGeneticsWK2014WKbggtWKbfXcd 3.1 46

25 WholeKexomeKsequencingKimplicatesKanKzNOiauKmutationKinKaKsyndromeKofKaorticKhypoplasiaWK
prematureKatherosclerosisWKandKarterialKstiffnessYKCirculation:aCardiovascularaGeneticsWK2014WKhWKgahXbe 14

24 zntegratedKgenomicKcharacterizationKrevealsKnovelWKtherapeuticallyKrelevantKdrugKtargetsKinKwxwRK
andKvxwRKpathwaysKinKsporadicKintrahepaticKcholangiocarcinomaYKPLoSaGeneticsWK2014WKbaWKebaaebdf 6 239

23
RNrKsequencingKshowsKtranscriptomicKchangesKinKrectosigmoidKmucosaKinKpatientsKwithKirritableK
bowelKsyndromeXdiarrheakKaKpilotKcaseXcontrolKstudyYKAmericanaJournalaofaPhysiologyanaRenala
PhysiologyWK2014WKdagWKxbaijXji

5.1 44

22 ZebrafishKapproachesKenhanceKtheKtranslationalKresearchKtackleKboxYKTranslationalaResearchWK2014WK
bgdWKgfXhi 11 34

21 PreemptiveKgenotypingKforKpersonalizedKmedicinekKdesignKofKtheKrightKdrugWKrightKdoseWKrightK
timeXusingKgenomicKdataKtoKindividualizeKtreatmentKprotocolYKMayoaClinicaProceedingsWK2014WKijWKcfXdd 6.4 213

20 LarvalKzebrafishKmodelKforKwurXapprovedKdrugKrepositioningKforKtobaccoKdependenceKtreatmentYK
PLoSaONEWK2014WKjWKejaegh 3.7 34

19 rdrenomedullinKisKupXregulatedKinKpatientsKwithKpancreaticKcancerKandKcausesKinsulinKresistanceKinK˛†K
cellsKandKmiceYKGastroenterologyWK2012WKbedWKbfbaXbfbhYeb 13.3 116

18
tandidateKserumKbiomarkersKforKprostateKadenocarcinomaKidentifiedKbyKmRNrKdifferencesKinK
prostateKtissueKandKverifiedKwithKproteinKmeasurementsKinKtissueKandKbloodYKClinicalaChemistryWK
2012WKfiWKfjjXgaj

5.5 46

17 TRvrTkKaKbioinformaticsKtoolKforKvariantKannotationsKandKvisualizationsKinKtargetedKandKexomeK
sequencingKdataYKBioinformaticsWK2012WKciWKchhXi 7.2 50

16 vxpandingKuNrKdiagnosticKpanelKtestingkKisKmoreKbetterpYKExpertaReviewaofaMolecularaDiagnosticsWK
2011WKbbWKhadXj 3.8 44

15 ZebrafishKforKtheKstudyKofKtheKbiologicalKeffectsKofKnicotineYKNicotineaandaTobaccoaResearchWK2011WK
bdWKdabXbc 4.9 50

(2011-2016)
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14
zmpactKofKsampleKacquisitionKandKlinearKamplificationKonKgeneKexpressionKprofilingKofKlungK
adenocarcinomakKlaserKcaptureKmicroXdissectionKcellXsamplingKversusKbulkKtissueXsamplingYKBMCa
MedicalaGenomicsWK2009WKcWKbd

3.7 21

13 uataKminingKforKbiomarkerKdevelopmentkKaKreviewKofKtissueKspecificityKanalysisYKClinicsainaLaboratorya
MedicineWK2008WKciWKbchXedWKviii 2.1 15

12 TheKzebrafishKsecretomeYKZebrafishWK2008WKfWKbdbXi 2 12

11 tomputationalKclassificationKofKclassicallyKsecretedKproteinsYKDrugaDiscoveryaTodayWK2007WKbcWKcdeXea 8.8 28

10 QuantitatingKtissueKspecificityKofKhumanKgenesKtoKfacilitateKbiomarkerKdiscoveryYKBioinformaticsWK
2007WKcdWKbdeiXff 7.2 13

9 rKsystematicKmethodKforKselectionKofKpromisingKserumKproteinKbiomarkersKtoKimproveKprostateK
cancerKSPtabTKdetectionYKClinicalaChemistryWK2006WKfcWKcbfjXgc 5.5 6

8 sioinformaticsKmethodsKforKprioritizingKserumKbiomarkerKcandidatesYKClinicalaChemistryWK2006WKfcWKcbgcXe5.5 18

7 xenomeXwideKreverseKgeneticsKframeworkKtoKidentifyKnovelKfunctionsKofKtheKvertebrateKsecretomeYK
PLoSaONEWK2006WKbWKebae 3.7 63

6 rMOukKaKmorpholinoKoligonucleotideKselectionKtoolYKNucleicaAcidsaResearchWK2005WKddWKWfagXbb 20.1 10

5 vvaluatingKeukaryoticKsecretedKproteinKpredictionYKBMCaBioinformaticsWK2005WKgWKcfg 3.6 56

4 zdentifyingKsecretomesKinKpeopleWKpufferfishKandKpigsYKNucleicaAcidsaResearchWK2004WKdcWKbebeXcb 20.1 36

3 TargetKselectionKforKuanioKrerioKfunctionalKgenomicsYKGenesisWK2001WKdaWKbcdXf 1.9 10

2 OneKinKsevenKpathogenicKvariantsKcanKbeKchallengingKtoKdetectKbyKNxSkKrnKanalysisKofKefaWaaaK
patientsKwithKimplicationsKforKclinicalKsensitivityKandKgeneticKtestKimplementation 3

1 rnKinterlaboratoryKstudyKofKcomplexKvariantKdetection 4
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