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j Paper IF Citations

186 xenomeXwideKassociationKmetaXanalysisKidentifiesKcjKnewKacneKsusceptibilityKlociYYKNaturee
CommunicationsWK2022WKbdWKhac 17.4 1

185
tonfirmationKofKtauseKofKueathKViaKtomprehensiveKrutopsyKandKWholeKvxomeKMolecularK
SequencingKinK₁eopleKWithKvpilepsyKandKSuddenKUnexpectedKueathYKJournaleofetheeAmericaneHearte
AssociationWK2021WKbaWKeacbbha

6 1

184
uzwwvRvNtvSKzNKt zNztr KwvrTURvSKrNuKtéMéRszuKsURuvNKsvTWvvNKy rXtUagkacKtrRRzvRK
xRéU₁SKzNKMéRvKTyrNKjWaaaK₁vé₁ vKWzTyK₁SéRzrSzSYKJournaleofeInvestigativeeDermatologyWK2021
WK

4.3 0

183 rssessingKsRtrbKactivityKinKuNrKdamageKrepairKusingKhumanKinducedKpluripotentKstemKcellsKasKanK
approachKtoKassistKclassificationKofKsRtrbKvariantsKofKuncertainKsignificanceYKPLoSeONEWK2021WKbgWKeacgaifc3.7

182 rpplicationKofKinformationKtheoreticKfeatureKselectionKandKmachineKlearningKmethodsKforKtheK
developmentKofKgeneticKriskKpredictionKmodelsYKScientificeReportsWK2021WKbbWKcdddf 4.9 2

181 xeneticKvariantKofKTT  bbKgeneKandKsubsequentKciliaryKdefectsKareKassociatedKwithKidiopathicK
scoliosisKinKaKfXgenerationKU–KfamilyYKScientificeReportsWK2021WKbbWKbbacg 4.9 6

180 rutosomalKrecessiveKhypotrichosisKwithKlooseKanagenKhairsKassociatedKwithKT–wtKmutationsYKBritishe
JournaleofeDermatologyWK2021WKbieWKjdfXjed 4 2

179 rKgermlineKmutationKinKtheKplateletXderivedKgrowthKfactorKreceptorKbetaKgeneKmayKbeKimplicatedKinK
hereditaryKprogressiveKmucinousKhistiocytosisYKBritisheJournaleofeDermatologyWK2021WKbieWKjghXjha 4 5

178 ₁atientsKwithKtripleXnegativeWK…r–cVgbhwXKandKtr RXmutatedKessentialKthrombocythemiaKshareKaK
uniqueKgeneKexpressionKsignatureYKBloodeAdvancesWK2021WKfWKbafjXbagi 7.8 3

177 NewKyomozygousKMissenseKMSMébKMutationKinKTwoKSiblingsKwithKSteMé KueficiencyK₁resentingK
withK₁soriasiformKuermatitisYKCytogeneticeandeGenomeeResearchWK2020WKbgaWKfcdXfda 1.9 1

176 ₁henotypicKandKgeneticKspectrumKofKepilepsyKwithKmyoclonicKatonicKseizuresYKEpilepsiaWK2020WKgbWKjjfXbaah6.4 18

175 MolecularKbasisKandKinheritanceKpatternsKofKamyloidosisKcutisKdyschromicaYKClinicaleandeExperimentale
DermatologyWK2020WKefWKgfaXgfd 1.8 5

174 MutationsKinKS₁rTrbdZrSvwcKcauseKprimaryKangleKclosureKglaucomaYKPLoSeGeneticsWK2020WKbgWKebaaihcb 6 7

173
tharacterizationKofKtheKclinicalKandKimmunologicKphenotypeKandKmanagementKofKbfhKindividualsK
withKfgKdistinctKheterozygousKNw–sbKmutationsYKJournaleofeAllergyeandeClinicaleImmunologyWK2020WK
begWKjabXjbb

11.5 29

172 ₁soriasisKandKxeneticsYKActaeDermatosVenereologicaWK2020WKbaaWKadvaaada 2.2 20

171 toagulationKwactorKXzzzXrKSubunitKMissenseKMutationKinKtheK₁athobiologyKofKrutosomalKuominantK
MultipleKuermatofibromasYKJournaleofeInvestigativeeDermatologyWK2020WKbeaWKgceXgdfYeh 4.3 4

170 yomozygousKNonsenseKMutationKinKuStdKResultingKinKSkinKwragilityKandKyypotrichosisYKJournaleofe
InvestigativeeDermatologyWK2020WKbeaWKbcifXbcii 4.3 4
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169 slaschkoXlinearKlichenKplanuskKtlinicopathologicalKandKgeneticKanalysisYKJournaleofeDermatologyWK
2020WKehWKedieXedif 1.6 0

168 xenotypeXphenotypeKcorrelationKinKaKlargeKvnglishKcohortKofKpatientsKwithKautosomalKrecessiveK
ichthyosisYKBritisheJournaleofeDermatologyWK2020WKbicWKhcjXhdh 4 19

167 NonsyndromicKerythrodermicKichthyosisKresultingKfromKaKhomozygousKmutationKinK₁zx YKClinicaleande
ExperimentaleDermatologyWK2020WKefWKdjbXdje 1.8 1

166 TheKrurMTSbdXVWwKaxisKisKdysregulatedKinKchronicKthromboembolicKpulmonaryKhypertensionYK
EuropeaneRespiratoryeJournalWK2019WKfdWK 13.6 16

165 MitochondriaKfunctionKassociatedKgenesKcontributeKtoK₁arkinsonRsKuiseaseKriskKandKlaterKageKatK
onsetYKNpjeParkinsonlseDiseaseWK2019WKfWKi 9.7 47

164 wrequencyKofKpathogenicKgermlineKvariantsKinKsRtrbWKsRtrcWK₁r scWKtyv–cKandKT₁fdKinKductalK
carcinomaKinKsituKdiagnosedKinKwomenKunderKtheKageKofKfaKyearsYKBreasteCancereResearchWK2019WKcbWKfi 8.3 7

163 SequencingKofKhumanKgenomesKwithKnanoporeKtechnologyYKNatureeCommunicationsWK2019WKbaWKbigj 17.4 89

162 ueKnovoKsingleXnucleotideKandKcopyKnumberKvariationKinKdiscordantKmonozygoticKtwinsKrevealsK
diseaseXrelatedKgenesYKEuropeaneJournaleofeHumaneGeneticsWK2019WKchWKbbcbXbbdd 5.3 24

161 xenomeXwideKassociationKstudyKinKfrontalKfibrosingKalopeciaKidentifiesKfourKsusceptibilityKlociK
includingKy rXsUahkacYKNatureeCommunicationsWK2019WKbaWKbbfa 17.4 55

160 siXallelicK ossXofXwunctionKtrtNrbsKMutationsKinK₁rogressiveKvpilepsyXuyskinesiaYKAmericane
JournaleofeHumaneGeneticsWK2019WKbaeWKjeiXjfg 11 17

159
NovelKrurcKmutationKpresentingKwithKneutropeniaWKlymphopeniaKandKboneKmarrowKfailureKinK
patientsKwithKdeficiencyKinKadenosineKdeaminaseKcKSururcTYKBritisheJournaleofeHaematologyWK2019WK
bigWKegaXege

4.5 8

158 NoncardiacKgeneticKpredispositionKinKsuddenKinfantKdeathKsyndromeYKGeneticseineMedicineWK2019WKcbWKgebXgej8.1 6

157 wrequencyKofK₁athogenicKxermlineKVariantsKinKWKandKinKSporadicK obularKsreastKtancerYKCancere
EpidemiologyeBiomarkerseandePreventionWK2019WKciWKbbgcXbbgi 4 12

156 SemidominantKx₁NMsKMutationsKinKrmyloidosisKtutisKuyschromicaYKJournaleofeInvestigativee
DermatologyWK2019WKbdjWKcffaXcffeYej 4.3 7

155 MolecularWKvpigeneticKandKxeneKvxpressionK₁rofilingKofKTripleKNegativeKvssentialK
ThrombocythaemiaYKBloodWK2019WKbdeWKdaiXdai 2.2

154 y rXtUagkacKgenotypeKisKaKpredictiveKbiomarkerKofKbiologicKtreatmentKresponseKinKpsoriasisYK
JournaleofeAllergyeandeClinicaleImmunologyWK2019WKbedWKcbcaXcbda 11.5 63

153 tonsanguinityKandKuoubleKRecessiveKxeneK₁athologykKtutisK axaKS₁YtRbTKandKNephroticKSyndromeK
S₁ tvbTYKJAMAeDermatologyWK2019WKbffWKcfhXcfj 5.1 4

152 TextXminedKphenotypeKannotationKandKvectorXbasedKsimilarityKtoKimproveKidentificationKofKsimilarK
phenotypesKandKcausativeKgenesKinKmonogenicKdiseaseKpatientsYKHumaneMutationWK2018WKdjWKgedXgfc 4.7 3

(2018-2020)
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151 siallelicKMutationsKinKrT₁fwbuWKwhichKvncodesKaKSubunitKofKrT₁KSynthaseWKtauseKaKMetabolicK
uisorderYKAmericaneJournaleofeHumaneGeneticsWK2018WKbacWKejeXfae 11 44

150 uysfunctionKofKNaVbYeWKaKskeletalKmuscleKvoltageXgatedKsodiumKchannelWKinKsuddenKinfantKdeathK
syndromekKaKcaseXcontrolKstudyYKLancetreTheWK2018WKdjbWKbeidXbejc 40 49

149 yomozygousKacceptorKspliceKsiteKmutationKinKuSxbKdisruptsKplakoglobinKlocalizationKandKresultsKinK
keratodermaKandKskinKfragilityYKJournaleofeDermatologicaleScienceWK2018WKijWKbjiXcab 4.3 7

148 RecessiveKMutationKinKwrMidxKrssociatedKwithK₁almoplantarK–eratodermaKandKvxuberantKScalpK
yairYKJournaleofeInvestigativeeDermatologyWK2018WKbdiWKjieXjih 4.3 9

147 MvubcWKTvRTKpromoterKandKRsMbfKmutationsKinKprimaryKandKrecurrentKphyllodesKtumoursYKBritishe
JournaleofeCancerWK2018WKbbiWKchhXcie 8.7 22

146 ueKnovoKmutationsKimplicateKnovelKgenesKinKsystemicKlupusKerythematosusYKHumaneMoleculare
GeneticsWK2018WKchWKecbXecj 5.6 29

145 vxomeKSequencingKandKxenotypingKzdentifyKaKRareKVariantKinKN R₁hKxeneKrssociatedKWithK
UlcerativeKtolitisYKJournaleofeCrohnlseandeColitisWK2018WKbcWKdcbXdcg 1.5 7

144 tardiacKxeneticK₁redispositionKinKSudden´ znfantKueathKSyndromeYKJournaleofetheeAmericaneCollegee
ofeCardiologyWK2018WKhbWKbcbhXbcch 15.1 43

143 rKgenomeXwideKassociationKstudyKforKextremelyKhighKintelligenceYKMolecularePsychiatryWK2018WKcdWKbccgXbcdc15.1 35

142
vxomeKSequencingKandKRareKVariantKrnalysisKReveals´ MultipleKwilaggrinKMutationsKinK
sangladeshi´ wamiliesKwithKrtopicKvczemaKand´ rdditionalKRiskKxenesYKJournaleofeInvestigativee
DermatologyWK2018WKbdiWKcgheXcghh

4.3 19

141 ueKnovoKmutationKassociatedKwithKmitochondrialKepilepsyKsyndromeKwithKfeverKsensitivityYK
Neurology:eGeneticsWK2018WKeWKecfi 3.8 18

140 zmportanceKofKVariantKznterpretationKinKWholeXvxomeKMolecularKrutopsykK₁opulationXsasedKtaseK
SeriesYKCirculationWK2018WKbdhWKchafXchbf 16.7 23

139 NeurologicK₁henotypesKrssociatedKWithKMutationsKinKRTNez₁bKSé₁rbaTKinKthildrenKandKYoungK
rdultsYKJAMAeNeurologyWK2018WKhfWKbafXbbd 17.2 20

138 vpistemicKuncertaintiesKandKnaturalKhazardKriskKassessmentKâ��K₁art´ ckKWhatKshouldKconstituteKgoodK
practicepYKNaturaleHazardseandeEartheSystemeSciencesWK2018WKbiWKchgjXchid 3.9 22

137 xenomeXwideKmetaXanalysisKimplicatesKmediatorsKofKhairKfollicleKdevelopmentKandKmorphogenesisK
inKriskKforKsevereKacneYKNatureeCommunicationsWK2018WKjWKfahf 17.4 18

136 vxomeXWideKRareKVariantKrnalysesKinKSuddenKznfantKueathKSyndromeYKJournaleofePediatricsWK2018WK
cadWKecdXeciYebb 3.6 12

135 ueKNovoKTruncatingKMutationsKinKWrSwbKtauseKzntellectualKuisabilityKwithKSeizuresYKAmericane
JournaleofeHumaneGeneticsWK2018WKbadWKbeeXbfd 11 18

134 MutationKinKisKassociatedKwithKsevereKcongenitalKthrombocytopeniaYKBloodWK2018WKbdcWKbiffXbifi 2.2 30
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133 xenomicKandKclinicalKprofilingKofKaKnationalKnephroticKsyndromeKcohortKadvocatesKaKprecisionK
medicineKapproachKtoKdiseaseKmanagementYKKidneyeInternationalWK2017WKjbWKjdhXjeh 9.9 130

132 tongenitalKrnonychiaKandKUncombableKyairKSyndromekKtoinheritanceKofKyomozygousKMutationsKinK
RS₁éeKandK₁ruzdYKJournaleofeInvestigativeeDermatologyWK2017WKbdhWKbbhgXbbhj 4.3 13

131 wineKmappingKgeneticKassociationsKbetweenKtheKy rKregionKandKextremelyKhighKintelligenceYK
ScientificeReportsWK2017WKhWKebbic 4.9 1

130  argeKzntragenicKueletionKinKuSTY–KUnderliesKrutosomalXRecessiveKtomplicatedKSpasticK
₁araparesisWKS₁xcdYKAmericaneJournaleofeHumaneGeneticsWK2017WKbaaWKdgeXdha 11 22

129 MutationsKinKuéNSéNKdisruptKreplicationKforkKstabilityKandKcauseKmicrocephalicKdwarfismYKNaturee
GeneticsWK2017WKejWKfdhXfej 36.3 52

128 MutationsKinKtheKvesicularKtraffickingKproteinKannexinKrbbKareKassociatedKwithKamyotrophicKlateralK
sclerosisYKScienceeTranslationaleMedicineWK2017WKjWK 17.5 74

127 xeneticKarchitectureKofKacneKvulgarisYKJournaleofetheeEuropeaneAcademyeofeDermatologyeande
VenereologyWK2017WKdbWKbjhiXbjja 4.6 27

126 MutationsKtauseKtongenitalKNephroticKSyndromeYKJournaleofetheeAmericaneSocietyeofeNephrology:e
JASNWK2017WKciWKbgbeXbgcb 12.7 49

125 NonXsyndromicKsevereKhypodontiaKcausedKbyKaKnovelKframeshiftKinsertionKmutationKinKtheK
homeoboxKofKtheKMSXbKgeneYKArchiveseofeOraleBiologyWK2017WKhfWKiXbd 2.8 7

124 NovelKxwMcKvariantsKassociatedKwithKearlyXonsetKneurologicalKpresentationsKofKmitochondrialK
diseaseKandKimpairedKexpressionKofKéX₁yéSKsubunitsYKNeurogeneticsWK2017WKbiWKcchXcdf 3 5

123 trossXphenotypeKassociationKmappingKofKtheKMytKidentifiesKgeneticKvariantsKthatKdifferentiateK
psoriaticKarthritisKfromKpsoriasisYKAnnalseofetheeRheumaticeDiseasesWK2017WKhgWKbhheXbhhj 2.4 36

122 NovelKhomozygousKmissenseKmutationKinKNTftcKunderlyingKhereditaryKspasticKparaplegiaKS₁xefYK
AmericaneJournaleofeMedicaleGeneticsreParteAWK2017WKbhdWKdbajXdbbd 2.5 11

121 siallelicKMutationsKinK–uSRKuisruptKteramideKSynthesisKandKResultKinKa´ SpectrumKofK–eratinizationK
uisordersKrssociatedKwithKThrombocytopeniaYKJournaleofeInvestigativeeDermatologyWK2017WKbdhWKcdeeXcdfd4.3 35

120 TissueKandKtirculatingKMicroRNrKtoXexpressionKrnalysisKShowsK₁otentialKznvolvementKofKmiRNrsKinK
theK₁athobiologyKof´ wrontalKwibrosingKrlopeciaYKJournaleofeInvestigativeeDermatologyWK2017WKbdhWKceeaXceed4.3 7

119 ₁z–dtrKmutationsKareKcommonKinKlobularKcarcinomaKinKsituWKbutKareKnotKaKbiomarkerKofKprogressionYK
BreasteCancereResearchWK2017WKbjWKh 8.3 13

118 SyndromicKinheritedKpoikilodermaKdueKtoKaKdeKnovoKmutationKinKwrMbbbsYKBritisheJournaleofe
DermatologyWK2017WKbhgWKfdeXfdg 4 9

117 rcneKandKTelomereK engthkKrKNewKSpectrumKbetweenKSenescenceKandKrpoptosisK₁athwaysYK
JournaleofeInvestigativeeDermatologyWK2017WKbdhWKfbdXfbf 4.3 4

116 ₁athogenicKvariantsKinKyTRrcKcauseKanKearlyXonsetKmitochondrialKsyndromeKassociatedKwithK
dXmethylglutaconicKaciduriaYKJournaleofeInheritedeMetaboliceDiseaseWK2017WKeaWKbcbXbda 5.4 16

(2017-2017)
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115 ₁RUNvKisKcrucialKforKnormalKbrainKdevelopmentKandKmutatedKinKmicrocephalyKwithK
neurodevelopmentalKimpairmentYKBrainWK2017WKbeaWKjeaXjfc 11.2 42

114 vxomeXwideKassociationKstudyKrevealsKnovelKpsoriasisKsusceptibilityKlocusKatKTNwSwbfKandKrareK
protectiveKallelesKinKgenesKcontributingKtoKtypeKzKzwNKsignallingYKHumaneMoleculareGeneticsWK2017WKcgWKedabXedbd5.6 25

113 ₁henomeXwideKassociationKstudyKusingKresearchKparticipantsRKselfXreportedKdataKprovidesKinsightK
intoKtheKThbhKandKz XbhKpathwayYKPLoSeONEWK2017WKbcWKeabigeaf 3.7 14

112 vctodermalKdysplasiaXskinKfragilityKsyndromeKresultingKfromKaKnewKatypicalKhomozygousKcrypticK
acceptorKspliceKsiteKmutationKinK₁–₁bYKJournaleofeDermatologicaleScienceWK2016WKieWKcbaXcbc 4.3 2

111 tandidateKdriverKgenesKinvolvedKinKgenomeKmaintenanceKandKuNrKrepairKinKSˆ'zaryKsyndromeYKBlood
WK2016WKbchWKddihXjh 2.2 71

110 MutationsKinKS tdjrbeKdisruptKmanganeseKhomeostasisKandKcauseKchildhoodXonsetK
parkinsonismXdystoniaYKNatureeCommunicationsWK2016WKhWKbbgab 17.4 160

109 yidradenitisKsuppurativakKhaploinsufficiencyKofKgammaXsecretaseKcomponentsKdoesKnotKaffectK
gammaXsecretaseKenzymeKactivityKinKvitroYKBritisheJournaleofeDermatologyWK2016WKbhfWKgdcXf 4 8

108  argeKzntragenicK–RTbKueletionKUnderlyingKrtypicalKrutosomalKuominantK
–eratinopathic´ zchthyosisYKJournaleofeInvestigativeeDermatologyWK2016WKbdgWKcajfXcaji 4.3 3

107 rssessmentKofKMinimalKResidualKuiseaseKinKStandardXRiskKrM YKNeweEnglandeJournaleofeMedicineWK
2016WKdheWKeccXdd 59.2 500

106 siXallelicKnonsenseKmutationsKinrsyufKunderlieKaKmildKphenotypeKofKuorfmanXthanarinKsyndromeYK
JournaleofeDermatologicaleScienceWK2016WKibWKbdeXg 4.3 12

105
WholeKexomeKsequenceKanalysisKrevealsKaKhomozygousKmutationKinK₁N₁ rcKasKtheKcauseKofKsevereK
dilatedKcardiomyopathyKsecondaryKtoKneutralKlipidKstorageKdiseaseYKInternationaleJournaleofe
CardiologyWK2016WKcbaWKebXe

3.2 6

104 xermlineKvSRcKmutationKpredisposesKtoKmedullaryKthyroidKcarcinomaKandKcausesKupXregulationKofK
RvTKexpressionYKHumaneMoleculareGeneticsWK2016WKcfWKbidgXef 5.6 21

103 rKgenomeXwideKanalysisKofKputativeKfunctionalKandKexonicKvariationKassociatedKwithKextremelyKhighK
intelligenceYKMolecularePsychiatryWK2016WKcbWKbbefXfb 15.1 16

102 v₁yseKkinaseXinactivatingKmutationsKcauseKautosomalKdominantKlymphaticXrelatedKhydropsKfetalisYK
JournaleofeClinicaleInvestigationWK2016WKbcgWKdaiaXi 15.9 58

101
vrythrokeratodermaKVariabilisKtausedKbyKpYxlyefxluKinKtonnexinKdbkKzmportanceKofKtheKwirstK
vxtracellularK oopKxlycineKResidueKforKxapK…unctionKwunctionYKActaeDermatosVenereologicaWK2016WK
jgWKffhXj

2.2 3

100
RecurrentKueKNovoKuominantKMutationsKinKS tcfreKtauseKSevereKvarlyXénsetKMitochondrialK
uiseaseKandK ossKofKMitochondrialKuNrKtopyKNumberYKAmericaneJournaleofeHumaneGeneticsWK2016WK
jjWKigaXihg

11 68

99 WholeKexomeKsequencingKidentifiesKgeneticKvariantsKinKinheritedKthrombocytopeniaKwithKsecondaryK
qualitativeKfunctionKdefectsYKHaematologicaWK2016WKbabWKbbhaXbbhj 6.6 89

98 RodriguezKacrofacialKdysostosisKisKcausedKbyKapparentlyKdeKnovoKheterozygousKmutationsKinKtheK
SwdseKgeneYKAmericaneJournaleofeMedicaleGeneticsreParteAWK2016WKbhaWKdbddXdbdh 2.5 7
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97 NovelKxeneticWKtlinicalWKandK₁athomechanisticKznsightsKintoKTwxXrssociatedKyereditaryKSpasticK
₁araplegiaYKHumaneMutationWK2016WKdhWKbbfhXbbgb 4.7 14

96 wrontalKfibrosingKalopeciakKreflectionsKandKhypothesesKonKaetiologyKandKpathogenesisYKExperimentale
DermatologyWK2016WKcfWKiehXifc 4 57

95 znducedK₁luripotentKStemKtellKuifferentiationKandKThreeXuimensionalKTissueKwormationKrttenuateK
tlonalKvpigeneticKuifferencesKinKTrichohyalinYKStemeCellseandeDevelopmentWK2016WKcfWKbdggXhf 4.4 8

94 WholeXexomeKsequencingKdiagnosisKofKtwoKautosomalKrecessiveKdisordersKinKoneKfamilyYKBritishe
JournaleofeDermatologyWK2015WKbhcWKbeahXbb 4 16

93 ₁ooledKsequencingKofKfdbKgenesKinKinflammatoryKbowelKdiseaseKidentifiesKanKassociatedKrareK
variantKinKsTN cKandKimplicatesKotherKimmuneKrelatedKgenesYKPLoSeGeneticsWK2015WKbbWKebaaejff 6 43

92 NovelKindelKmutationKofKSTSKunderliesKaKnewKphenotypeKofKselfXhealingKrecessiveKXXlinkedK
ichthyosisYKJournaleofeDermatologicaleScienceWK2015WKhjWKdbhXj 4.3 5

91 ₁rogressiveKhyperpigmentationKinKaKTaiwaneseKchildKdueKtoKanKinbornKerrorKofKvitaminKsbcK
metabolismKScbl…TYKBritisheJournaleofeDermatologyWK2015WKbhcWKbbbbXf 4 17

90 NovelKmutationsKinK₁zvZébKcauseKanKautosomalKrecessiveKgeneralizedKlymphaticKdysplasiaKwithK
nonXimmuneKhydropsKfetalisYKNatureeCommunicationsWK2015WKgWKiaif 17.4 174

89 TruncatingKmutationKinKintracellularKphospholipaseKrâ��KgeneKSuuyucTKinKhereditaryKspasticK
paraplegiaKwithKintellectualKdisabilityKSS₁xfeTYKBMCeResearcheNotesWK2015WKiWKchb 2.3 9

88 ThinkingKpositivelykKTheKgeneticsKofKhighKintelligenceYKIntelligenceWK2015WKeiWKbcdXbdc 3 19

87 TheKSMruXbindingKdomainKofKS–zkKaKhotspotKforKdeKnovoKmutationsKcausingKShprintzenXxoldbergK
syndromeYKEuropeaneJournaleofeHumaneGeneticsWK2015WKcdWKcceXi 5.3 42

86 WholeXexomeKsequencingKimprovesKmutationKdetectionKinKaKdiagnosticKepidermolysisKbullosaK
laboratoryYKBritisheJournaleofeDermatologyWK2015WKbhcWKjeXbaa 4 54

85 vxwRKmutationsKcauseKaKlethalKsyndromeKofKepithelialKdysfunctionKwithKprogeroidKfeaturesYK
MoleculareGeneticsekamp;eGenomiceMedicineWK2015WKdWKefcXi 2.3 8

84 wounderKmutationKinKdystoninXeKunderlyingKautosomalKrecessiveKepidermolysisKbullosaKsimplexKinK
–uwaitYKBritisheJournaleofeDermatologyWK2015WKbhcWKfchXdb 4 20

83 TheKroleKofKS tcrbKmutationsKinKmyoclonicKastaticKepilepsyKandKabsenceKepilepsyWKandKtheK
estimatedKfrequencyKofKx UTbKdeficiencyKsyndromeYKEpilepsiaWK2015WKfgWKecadXi 6.4 52

82 uiversityKandKimpactKofKrareKvariantsKinKgenesKencodingKtheKplateletKxKproteinXcoupledKreceptorsYK
ThrombosiseandeHaemostasisWK2015WKbbdWKicgXdh 7 15

81 vxomeKsequencingKofKhfKindividualsKfromKmultiplyKaffectedKcoeliacKfamiliesKandKlargeKscaleK
resequencingKfollowKupYKPLoSeONEWK2015WKbaWKeabbgief 3.7 8

80 xermlineKMutationsKinKtheKtu–NcsKTumorKSuppressorKxeneK₁redisposeKtoKRenalKtellKtarcinomaYK
CancereDiscoveryWK2015WKfWKhcdXj 24.4 61

(2015-2016)
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79
yomozygousKmissenseKmutationKinKz dgRNKinKgeneralizedKpustularKdermatosisKwithKintraoralK
involvementKcompatibleKwithKbothKrxv₁KandKgeneralizedKpustularKpsoriasisYKJAMAeDermatologyWK
2015WKbfbWKefcXd

5.1 31

78  R₁₁RtKmutationsKcauseKearlyXonsetKmultisystemKmitochondrialKdiseaseKoutsideKofKtheK
wrenchXtanadianKpopulationYKBrainWK2015WKbdiWKdfadXbj 11.2 63

77 NetworkXznformedKxeneKRankingKTacklesKxeneticKyeterogeneityKinKvxomeXSequencingKStudiesKofK
MonogenicKuiseaseYKHumaneMutationWK2015WKdgWKbbdfXee 4.7 7

76
UseKofKnextXgenerationKsequencingKandKcandidateKgeneKanalysisKtoKidentifyKunderlyingKdefectsKinK
patientsKwithKinheritedKplateletKfunctionKdisordersYKJournaleofeThrombosiseandeHaemostasisWK2015WK
bdWKgedXfa

15.4 57

75 uefectsKofKtRscKcauseKsteroidXresistantKnephroticKsyndromeYKAmericaneJournaleofeHumaneGeneticsWK
2015WKjgWKbfdXgb 11 76

74 S wNbeKmutationsKunderlieKthrombocytopeniaKwithKexcessiveKbleedingKandKplateletKsecretionK
defectsYKJournaleofeClinicaleInvestigationWK2015WKbcfWKdgaaXf 15.9 51

73 WholeKvxomeKSequencingKofKwlowK₁urifiedKTumourKtellsKRevealsKRecurrentlyKMutatedKxenesKandK
₁athwaysKinKrdultKTXtellK ymphomaZ eukaemiaKSrT  TYKBloodWK2015WKbcgWKbegjXbegj 2.2 1

72 xeneticKvariationKinKschlafenKgenesKinKaKpatientKwithKaKrecapitulationKofKtheKmurineKvlektraK
phenotypeYKJournaleofeAllergyeandeClinicaleImmunologyWK2014WKbddWKbegcXfWKbegfYebXf 11.5 4

71 vxomeXwideKrareKvariantKanalysisKidentifiesKTUsrerKmutationsKassociatedKwithKfamilialKr SYKNeuronWK
2014WKieWKdceXdb 13.9 229

70 vpithelialKinflammationKresultingKfromKanKinheritedKlossXofXfunctionKmutationKinKvxwRYKJournaleofe
InvestigativeeDermatologyWK2014WKbdeWKcfhaXcfhi 4.3 51

69 xenomeXwideKassociationKstudyKidentifiesKthreeKnovelKsusceptibilityKlociKforKsevereKrcneKvulgarisYK
NatureeCommunicationsWK2014WKfWKeaca 17.4 48

68 r₁bSdKmutationsKareKassociatedKwithKpustularKpsoriasisKandKimpairedKTollXlikeKreceptorKdK
traffickingYKAmericaneJournaleofeHumaneGeneticsWK2014WKjeWKhjaXh 11 105

67 MutationsKinKT…₁cKcauseKprogressiveKcholestaticKliverKdiseaseYKNatureeGeneticsWK2014WKegWKdcgXi 36.3 202

66 xermlineKwyKmutationsKpresentingKwithKpheochromocytomaYKJournaleofeClinicaleEndocrinologyeande
MetabolismWK2014WKjjWKvcaegXfa 5.6 127

65 xeneralizedKpustularKeruptionskKtimeKtoKadaptKtheKdiseaseKtaxonomyKtoKtheKgeneticKarchitecturepYK
JournaleofeInvestigativeeDermatologyWK2014WKbdeWKfiaXfib 4.3 3

64 TheKmissenseKmutationKpYRbdadγKinKtypeKXVzzKcollagenKunderliesKjunctionalKepidermolysisKbullosaK
resemblingK–indlerKsyndromeYKJournaleofeInvestigativeeDermatologyWK2014WKbdeWKiefXiej 4.3 16

63 MutationsKinKxRy cKresultKinKanKautosomalXrecessiveKectodermalKuysplasiaKsyndromeYKAmericane
JournaleofeHumaneGeneticsWK2014WKjfWKdaiXbe 11 37

62 TheKvrbseKtYTcKvariantKprotectsKvxwRKfromKligandXinducedKdegradationKtoKenhanceKcancerKcellK
motilityYKScienceeSignalingWK2014WKhWKrahi 8.8 28
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61 NextKgenerationKdiagnosticsKofKheritableKconnectiveKtissueKdisordersYKMatrixeBiologyWK2014WKddWKdfXea 11.4 9

60 xermlineKtuybKmutationsKinKbilateralKlobularKcarcinomaKinKsituYKBritisheJournaleofeCancerWK2014WKbbaWKbafdXh8.7 54

59
MolecularKuetectionKofKMinimalKResidualKuiseaseK₁rovidesKtheKMostK₁owerfulKzndependentK
₁rognosticKwactorKzrrespectiveKofKtlonalKrrchitectureKinKNucleophosminKSN₁MbTKMutantKrcuteK
MyeloidK eukemiaYKBloodWK2014WKbceWKhaXha

2.2 3

58 rKcombinationKofKmutationsKinKr–RbubKandKS–zVc KinKaKfamilyKwithKsevereKinfantileKliverKdiseaseYK
OrphaneteJournaleofeRareeDiseasesWK2013WKiWKhe 4.2 13

57 rcrocallosalKsyndromekKidentificationKofKaKnovelK–zwhKmutationKandKevidenceKforKoligogenicK
inheritanceYKEuropeaneJournaleofeMedicaleGeneticsWK2013WKfgWKdjXec 2.6 18

56 rcralKpeelingKskinKsyndromeKresultingKfromKaKhomozygousKnonsenseKmutationKinKtheKtSTrKgeneK
encodingKcystatinKrYKPediatriceDermatologyWK2013WKdaWKeihXi 1.9 30

55 zmpactKofKnextKgenerationKsequencingKonKdiagnosticsKinKaKgeneticKskinKdiseaseKclinicYKExperimentale
DermatologyWK2013WKccWKicfXdb 4 41

54 M  cKmutationKdetectionKinKigKpatientsKwithK–abukiKsyndromekKaKgenotypeXphenotypeKstudyYK
ClinicaleGeneticsWK2013WKieWKfdjXef 4 66

53 MutationsKinKgenesKencodingKtheKcadherinKreceptorXligandKpairKutySbKandKwrTeKdisruptKcerebralK
corticalKdevelopmentYKNatureeGeneticsWK2013WKefWKbdaaXi 36.3 172

52 vnrichmentKofKw zbKandKRUNXbKmutationsKinKfamiliesKwithKexcessiveKbleedingKandKplateletKdenseK
granuleKsecretionKdefectsYKBloodWK2013WKbccWKeajaXd 2.2 90

51
₁atientXspecificKinducedXpluripotentKstemKcellsXderivedKcardiomyocytesKrecapitulateKtheK
pathogenicKphenotypesKofKdilatedKcardiomyopathyKdueKtoKaKnovelKuvSKmutationKidentifiedKbyKwholeK
exomeKsequencingYKHumaneMoleculareGeneticsWK2013WKccWKbdjfXead

5.6 87

50 ₁redictingKtheKfunctionalKconsequencesKofKnonXsynonymousKuNrKsequenceKvariantsXXevaluationKofK
bioinformaticsKtoolsKandKdevelopmentKofKaKconsensusKstrategyYKGenomicsWK2013WKbacWKccdXi 4.3 76

49
MutationsKinKZMYNubaWKaKgeneKessentialKforKproperKaxonemalKassemblyKofKinnerKandKouterKdyneinK
armsKinKhumansKandKfliesWKcauseKprimaryKciliaryKdyskinesiaYKAmericaneJournaleofeHumaneGeneticsWK
2013WKjdWKdegXfg

11 126

48 ueficiencyKofKterminalKru₁XriboseKproteinKglycohydrolaseKTrRxbZtgorfbdaKinKneurodegenerativeK
diseaseYKEMBOeJournalWK2013WKdcWKbccfXdh 13 215

47 RareKpathogenicKvariantsKinKz dgRNKunderlieKaKspectrumKofKpsoriasisXassociatedKpustularK
phenotypesYKJournaleofeInvestigativeeDermatologyWK2013WKbddWKbdggXj 4.3 109

46 NegligibleKimpactKofKrareKautoimmuneXlocusKcodingXregionKvariantsKonKmissingKheritabilityYKNatureWK
2013WKejiWKcdcXf 50.4 156

45 ˛‡XSecretaseKmutationsKinKhidradenitisKsuppurativakKnewKinsightsKintoKdiseaseKpathogenesisYKJournale
ofeInvestigativeeDermatologyWK2013WKbddWKgabXgah 4.3 104

44
MutationKinKvascularKendothelialKgrowthKfactorXtWKaKligandKforKvascularKendothelialKgrowthKfactorK
receptorXdWKisKassociatedKwithKautosomalKdominantKmilroyXlikeKprimaryKlymphedemaYKCirculatione
ResearchWK2013WKbbcWKjfgXga

15.7 120

(2013-2014)
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43 TheKfutureKofKgenomicsKforKdevelopmentalistsYKDevelopmenteandePsychopathologyWK2013WKcfWKbcgdXhi 4.3 34

42 uesmogleinKbKdeficiencyKresultsKinKsevereKdermatitisWKmultipleKallergiesKandKmetabolicKwastingYK
NatureeGeneticsWK2013WKefWKbceeXbcei 36.3 217

41 NextKgenerationKexomeKsequencingKofKpaediatricKinflammatoryKbowelKdiseaseKpatientsKidentifiesK
rareKandKnovelKvariantsKinKcandidateKgenesYKGutWK2013WKgcWKjhhXie 19.2 92

40 RecessiveKmutationsKinKv₁xfKcauseKViciKsyndromeWKaKmultisystemKdisorderKwithKdefectiveK
autophagyYKNatureeGeneticsWK2013WKefWKidXh 36.3 192

39 RareKvariationsKinKz dgRNKinKsevereKadverseKdrugKreactionsKmanifestingKasKacuteKgeneralizedK
exanthematousKpustulosisYKJournaleofeInvestigativeeDermatologyWK2013WKbddWKbjaeXh 4.3 77

38 rnKinXdepthKcharacterizationKofKtheKmajorKpsoriasisKsusceptibilityKlocusKidentifiesKcandidateK
susceptibilityKallelesKwithinKanKy rXtKenhancerKelementYKPLoSeONEWK2013WKiWKehbgja 3.7 33

37 RecurrentKheterozygousKmissenseKmutationWKpYxlyfhdSerWKinKtheKTR₁VdKgeneKinKanKzndianKboyKwithK
sporadicKélmstedKsyndromeYKBritisheJournaleofeDermatologyWK2012WKbghWKeeaXc 4 55

36 ueKnovoKmutationsKinKM  KcauseKWiedemannXSteinerKsyndromeYKAmericaneJournaleofeHumane
GeneticsWK2012WKjbWKdfiXge 11 166

35 xermlineKMutationKinKvX₁yfKzmplicatesKtheKRabchsKvffectorK₁roteinKSlaccXbKinKznheritedKSkinK
wragilityYKAmericaneJournaleofeHumaneGeneticsWK2012WKjbWKbbbfXcb 11 48

34 MutationsKinKtheK˛‡XsecretaseKgenesKNtSTNWK₁SvNvNWKandK₁SvNbKunderlieKrareKformsKofKhidradenitisK
suppurativaKSacneKinversaTYKJournaleofeInvestigativeeDermatologyWK2012WKbdcWKcefjXcegb 4.3 91

33 zdentificationKofKrareWKdiseaseXassociatedKvariantsKinKtheKpromoterKregionKofKtheKRNwbbeKpsoriasisK
susceptibilityKgeneYKJournaleofeInvestigativeeDermatologyWK2012WKbdcWKbcjhXj 4.3 4

32 ueKnovoKmutationsKofKtheKgeneKencodingKtheKhistoneKacetyltransferaseK–rTgsKcauseKxenitopatellarK
syndromeYKAmericaneJournaleofeHumaneGeneticsWK2012WKjaWKcjaXe 11 77

31 MutationsKinK–zwbbKcauseKautosomalXdominantKmicrocephalyKvariablyKassociatedKwithKcongenitalK
lymphedemaKandKchorioretinopathyYKAmericaneJournaleofeHumaneGeneticsWK2012WKjaWKdfgXgc 11 108

30 rKNovelKrstrbcKMutationKinKTwoKwamiliesKwithKtongenitalKzchthyosisYKScientificaWK2012WKcabcWKgejaja 2.6 6

29 SerpentineKfibulaKpolycysticKkidneyKsyndromeKisKpartKofKtheKphenotypicKspectrumKofKyajduXtheneyK
syndromeYKEuropeaneJournaleofeHumaneGeneticsWK2012WKcaWKbccXe 5.3 50

28 NextXgenerationKdiagnosticsKforKgenodermatosesYKJournaleofeInvestigativeeDermatologyWK2012WKbdcWKvchXi4.3 5

27 MassivelyKparallelKsequencingKandKidentificationKofKgenesKforKprimaryKlymphoedemakKaKperfectKfitYK
ClinicaleGeneticsWK2011WKiaWKbbaXg 4 4

26 MutationsKinKNéTtycKcauseKyajduXtheneyKsyndromeWKaKdisorderKofKsevereKandKprogressiveKboneK
lossYKNatureeGeneticsWK2011WKedWKdadXf 36.3 242
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25 MutationsKinKz dgRNZz bwfKareKassociatedKwithKtheKsevereKepisodicKinflammatoryKskinKdiseaseK
knownKasKgeneralizedKpustularKpsoriasisYKAmericaneJournaleofeHumaneGeneticsWK2011WKijWKedcXh 11 362

24 xainXofXfunctionKmutationsKofKrRyxr₁dbWKaKtdcecZRacbKxT₁aseKregulatorWKcauseKsyndromicKcutisK
aplasiaKandKlimbKanomaliesYKAmericaneJournaleofeHumaneGeneticsWK2011WKiiWKfheXif 11 87

23
RapidKidentificationKofKmutationsKinKx…tcKinKprimaryKlymphoedemaKusingKwholeKexomeKsequencingK
combinedKwithKlinkageKanalysisKwithKdelineationKofKtheKphenotypeYKJournaleofeMedicaleGeneticsWK
2011WKeiWKcfbXf

5.8 77

22 ₁SvNvNKandKNtSTNKmutationsKinKfamilialKhidradenitisKsuppurativaKSrcneKznversaTYKJournaleofe
InvestigativeeDermatologyWK2011WKbdbWKbfgiXha 4.3 82

21 MutationsKinKxrTrcKcauseKprimaryKlymphedemaKassociatedKwithKaKpredispositionKtoKacuteKmyeloidK
leukemiaKSvmbergerKsyndromeTYKNatureeGeneticsWK2011WKedWKjcjXdb 36.3 358

20 RaineKsyndromekKaKclinicalWKradiographicKandKgeneticKinvestigationKofKaKcaseKfromKtheKzndianK
subcontinentYKClinicaleDysmorphologyWK2010WKbjWKbfdXbfg 0.9 16

19 uefectiveKmitochondrialKmRNrKmaturationKisKassociatedKwithKspasticKataxiaYKAmericaneJournaleofe
HumaneGeneticsWK2010WKihWKgffXga 11 72

18 rKthreeXstageKgenomeXwideKassociationKstudyKofKgeneralKcognitiveKabilitykKhuntingKtheKsmallK
effectsYKBehavioreGeneticsWK2010WKeaWKhfjXgh 3.2 61

17  ethalKcysticKkidneyKdiseaseKinKrmishKneonatesKassociatedKwithKhomozygousKnonsenseKmutationKofK
N₁y₁dYKAmericaneJournaleofeKidneyeDiseasesWK2009WKfdWKhjaXf 7.4 11

16 rKmutationKinKNwkappasKinteractingKproteinKbKcausesKcardiomyopathyKandKwoollyKhaircoatK
syndromeKofK₁ollKyerefordKcattleYKAnimaleGeneticsWK2009WKeaWKecXg 2.5 25

15 MutationsKinKwrMcatKalsoKidentifiedKinKnonXlethalKosteoscleroticKboneKdysplasiaYKClinicaleGeneticsWK
2009WKhfWKchbXg 4 81

14 yomozygousKmutationKofKdesmocollinXcKinKarrhythmogenicKrightKventricularKcardiomyopathyKwithK
mildKpalmoplantarKkeratodermaKandKwoollyKhairYKCardiologyWK2009WKbbdWKciXde 1.6 73

13 rKnovelKlocusKforKanKautosomalKrecessiveKhereditaryKspasticKparaplegiaKSS₁xdfTKmapsKtoKbgqcbXqcdYK
NeurologyWK2008WKhbWKceiXfc 6.5 39

12 SequenceKalterationsKwithinKtY₁hsbKimplicateKdefectiveKcholesterolKhomeostasisKinKmotorXneuronK
degenerationYKAmericaneJournaleofeHumaneGeneticsWK2008WKicWKfbaXf 11 148

11 yomozygousKmutationKofKMYs₁tdKassociatedKwithKsevereKinfantileKhypertrophicKcardiomyopathyKatK
highKfrequencyKamongKtheKrmishYKHeartWK2008WKjeWKbdcgXda 5.1 48

10 NovelKmutationsKinKtheKpejvakinKgeneKareKassociatedKwithKautosomalKrecessiveKnonXsyndromicK
hearingKlossKinKzranianKfamiliesYKClinicaleGeneticsWK2007WKhcWKcgbXd 4 26

9 MutationsKinKwrMcatKareKassociatedKwithKlethalKosteoscleroticKboneKdysplasiaKSRaineKsyndromeTWK
highlightingKaKcrucialKmoleculeKinKboneKdevelopmentYKAmericaneJournaleofeHumaneGeneticsWK2007WKibWKjagXbc11 149

8 vndogenousKspartinWKmutatedKinKhereditaryKspasticKparaplegiaWKhasKaKcomplexKsubcellularK
localizationKsuggestingKdiverseKrolesKinKneuronsYKExperimentaleCelleResearchWK2006WKdbcWKchgeXhh 4.2 27

(2006-2011)
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7 rKnovelKNz₁rbKmutationKassociatedKwithKaKpureKformKofKautosomalKdominantKhereditaryKspasticK
paraplegiaYKNeurogeneticsWK2005WKgWKhjXie 3 46

6 NovelKmutationKinKdesmoplakinKcausesKarrhythmogenicKleftKventricularKcardiomyopathyYKCirculationWK
2005WKbbcWKgdgXec 16.7 217

5 rKnewKlocusKforKautosomalKrecessiveKcomplicatedKhereditaryKspasticKparaplegiaKSS₁xcgTKmapsKtoK
chromosomeKbcpbbYbXbcqbeYKJournaleofeMedicaleGeneticsWK2005WKecWKiaXc 5.8 33

4 tomplicatedKhereditaryKspasticKparaplegiaKwithKthinKcorpusKcallosumKSyS₁XTttTKandKchildhoodK
onsetYKNeuropediatricsWK2005WKdgWKcheXi 1.6 20

3 znfantileXonsetKsymptomaticKepilepsyKsyndromeKcausedKbyKaKhomozygousKlossXofXfunctionKmutationK
ofKxMdKsynthaseYKNatureeGeneticsWK2004WKdgWKbccfXj 36.3 304

2 MaspardinKisKmutatedKinKmastKsyndromeWKaKcomplicatedKformKofKhereditaryKspasticKparaplegiaK
associatedKwithKdementiaYKAmericaneJournaleofeHumaneGeneticsWK2003WKhdWKbbehXfg 11 145

1 yowKtoâ�ƒKuesignKandKUseKaKγuestionnaireKinKvvaluationKandKvducationalKResearchYKMedicaleTeacherWK
1984WKgWKbccXh 3 2
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