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j Paper IF Citations

165 tbiorfdcKlossXofXfunctionKisKassociatedKwithKaKneurodevelopmentalKdisorderKwithKhypotoniaKandK
contracturesYYKHumandGeneticsWK2022WKb 6.3

164 ëovelKdiagnosticKuërKmethylationKepisignaturesKexpandKandKrefineKtheKepigeneticKlandscapesKofK
éendelianKdisordersYYKHumandGeneticsdanddGenomicsdAdvancesWK2022WKdWKbaaahf 0.8 1

163 rKuiscussionKWithKurYKúhilippeKtampeauWKéedicalKxeneticistKandKtlinicianXβcientistYYKClinicaldandd
InvestigativedMedicineWK2022WKefWKvfXi 0.9

162 vstablishingKaKcoreKoutcomeKsetKforKmucopolysaccharidosesKSéúβTKinKchildrenkKstudyKprotocolKforKaK
rapidKliteratureKreviewWKcandidateKoutcomesKsurveyWKandKuelphiKsurveysYKTrialsWK2021WKccWKibg 2.8 0

161 znternationalKtonsensusKβtatementKonKtheKdiagnosisWKmultidisciplinaryKmanagementKandKlifelongK
careKofKindividualsKwithKachondroplasiaYKNaturedReviewsdEndocrinologyWK2021WK 15.2 4

160 vxpandingKtheKúhenotypicKβpectrumKofKxúzKrnchoringKueficiencyKuueKtoKsiallelicKVariantsKinYK
Neurology:dGeneticsWK2021WKhWKegdb 3.8

159 wreeKxúzKisKtheKelusiveKvmmKantigenYKBloodWK2021WKbdhWKdfiiXdfij 2.2 0

158 xeneticKburdenKlinkedKtoKfounderKeffectsKinKβaguenayXLacXβaintX eanKillustratesKtheKimportanceKofK
geneticKscreeningKtestKavailabilityYKJournaldofdMedicaldGeneticsWK2021WKfiWKgfdXggf 5.8 2

157 yaploinsufficiencyKofKtheKβindZyurtKcorepressorKcomplexKmemberKβzëdsKcausesKaKsyndromicK
intellectualKdisabilityZautismKspectrumKdisorderYKAmericandJournaldofdHumandGeneticsWK2021WKbaiWKjcjXjeb11 0

156 éissenseKandKtruncatingKvariantsKinKtyufKinKaKdominantKneurodevelopmentalKdisorderKwithK
intellectualKdisabilityWKbehavioralKdisturbancesWKandKepilepsyYKHumandGeneticsWK2021WKbeaWKbbajXbbca 6.3 4

155 αicketsKmanifestationsKinKaKchildKwithKmetaphysealKanadysplasiaWKreportKofKaKspontaneouslyK
resolvingKcaseYKBMCdPediatricsWK2021WKcbWKcei 2.6

154 αesponseKtoKxaoKetKalYKGeneticsdindMedicineWK2021WKcdWKbfiaXbfib 8.1

153 úzxxKvariantKpathogenicityKassessmentKrevealsKcharacteristicKfeaturesKwithinKbjKfamiliesYKGeneticsdind
MedicineWK2021WKcdWKbihdXbiib 8.1 1

152 vpilepticKencephalopathyKcausedKbyKrαVbKdeficiencykKαefinementKofKtheKgenotypeXphenotypeK
spectrumKandKfunctionalKimpactKonKxúzXanchoredKproteinsYKClinicaldGeneticsWK2021WKbaaWKgahXgbe 4 1

151 úzxyKdeficiencyKcanKbeKassociatedKwithKsevereKneurodevelopmentalKandKskeletalKmanifestationsYK
ClinicaldGeneticsWK2021WKjjWKdbdXdbh 4 4

150  rαzucKhaploinsufficiencyKisKassociatedKwithKaKclinicallyKdistinctKneurodevelopmentalKsyndromeYK
GeneticsdindMedicineWK2021WKcdWKdheXdid 8.1 0

149 éissenseKsubstitutionsKatKaKconservedKbeXdXdKbindingKsiteKinKyurteKcauseKaKnovelKintellectualK
disabilityKsyndromeYKHumandGeneticsdanddGenomicsdAdvancesWK2021WKcWKbaaabf 0.8 2
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148
UsαhKfunctionsKwithKUsαfKinKtheKëotchKsignalingKpathwayKandKisKinvolvedKinKaKneurodevelopmentalK
syndromeKwithKepilepsyWKptosisWKandKhypothyroidismYKAmericandJournaldofdHumandGeneticsWK2021WK
baiWKbdeXbeh

11 4

147 uóóαβKsyndromeKandKaKrecurrent´ truncatingKrγúgVbscKvariantYKGeneticsdindMedicineWK2021WKcdWKbejXbfe 8.1 6

146 vxpandingKtheKphenotypeKofKúzxβXassociatedKearlyKonsetKepilepticKdevelopmentalKencephalopathyYK
EpilepsiaWK2021WKgcWKedfXeeb 6.4 3

145 úzxwKdeficiencyKcausesKaKphenotypeKoverlappingKwithKuóóαβKsyndromeYKHumandGeneticsWK2021WK
beaWKihjXiie 6.3 1

144 uisruptionKofKexonXbridgingKinteractionsKbetweenKtheKminorKandKmajorKspliceosomesKresultsKinK
alternativeKsplicingKaroundKminorKintronsYKNucleicdAcidsdResearchWK2021WKejWKdfceXdfef 20.1 1

143 yeterozygousKvariantKinKgeneKinKtwoKbrothersKwithKearlyKonsetKosteoporosisYKBonedReportsWK2021WK
bfWKbabbbi 2.6 0

142 talvarialKdoughnutKlesionsKwithKboneKfragilityKinKaKwrenchXtanadianKfamilylKcaseKreportKandKreviewK
ofKtheKliteratureYKBonedReportsWK2021WKbfWKbabbcb 2.6

141 VariantXspecificKeffectsKdefineKtheKphenotypicKspectrumKofKyëαëúycXassociatedK
neurodevelopmentalKdisordersKinKmalesYYKHumandGeneticsWK2021WKbebWKcfh 6.3 0

140 VariableKexpressivityKinKaKfamilyKwithKanKaggrecanopathyYKMoleculardGeneticsdlamp;dGenomicd
MedicineWK2021WKebhhd 2.3 2

139 tlinicalKcharacteristicsKofKpatientsKfromKüuebecWKtanadaWKwithKéorquioKrKsyndromekKaKlongitudinalK
observationalKstudyYKOrphanetdJournaldofdRaredDiseasesWK2020WKbfWKcha 4.2 4

138 wurtherKdelineationKofKtheKclinicalKspectrumKofKKrγgsKdisordersKandKallelicKseriesKofKpathogenicK
variantsYKGeneticsdindMedicineWK2020WKccWKbddiXbdeh 8.1 9

137 rKsecondKcohortKofKtyudKpatientsKexpandsKtheKmolecularKmechanismsKknownKtoKcauseKβnijdersK
slokXtampeauKsyndromeYKEuropeandJournaldofdHumandGeneticsWK2020WKciWKbeccXbedb 5.3 10

136 uisruptedKminorKintronKsplicingKisKprevalentKinKéendelianKdisordersYKMoleculardGeneticsdlamp;d
GenomicdMedicineWK2020WKiWKebdhe 2.3 5

135 úathogenicKuuXdXKéutationsKzmpairKαërKéetabolismKandKëeurogenesisKduringKwetalKtorticalK
uevelopmentYKNeuronWK2020WKbagWKeaeXecaYei 13.9 49

134 varlyKinfantileKepilepticKencephalopathyKdueKtoKbiallelicKpathogenicKvariantsKinKúzxükKαeportKofK
sevenKnewKsubjectsKandKreviewKofKtheKliteratureYKJournaldofdInheriteddMetabolicdDiseaseWK2020WKedWKbdcbXbddc5.4 6

133 γheKtanadianKαareKuiseasesKéodelsKandKéechanismsKSαuééTKëetworkkKtonnectingKUnderstudiedK
xenesKtoKéodelKórganismsYKAmericandJournaldofdHumandGeneticsWK2020WKbagWKbedXbfc 11 16

132 vvaluationKofKuërKéethylationKvpisignaturesKforKuiagnosisKandKúhenotypeKtorrelationsKinKecK
éendelianKëeurodevelopmentalKuisordersYKAmericandJournaldofdHumandGeneticsWK2020WKbagWKdfgXdha 11 51

131 ueficientKhistoneKydKpropionylationKbyKsαúwbXKrγgKcomplexesKinKneurodevelopmentalKdisordersK
andKcancerYKSciencedAdvancesWK2020WKgWKeaaxaacb 14.3 24

(2020-2021)
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130 siXallelicKVariantsKinKtheKxúzKγransamidaseKβubunitKúzxKKtauseKaKëeurodevelopmentalKβyndromeK
withKyypotoniaWKterebellarKrtrophyWKandKvpilepsyYKAmericandJournaldofdHumandGeneticsWK2020WKbagWKeieXejf11 16

129 éYβébKmaintainsKribosomalKproteinKgeneKexpressionKinKhematopoieticKstemKcellsKtoKpreventK
hematopoieticKdysfunctionYKJCIdInsightWK2020WKfWK 9.9 2

128 LysineKacetyltransferaseKiKisKinvolvedKinKcerebralKdevelopmentKandKsyndromicKintellectualKdisabilityYK
JournaldofdClinicaldInvestigationWK2020WKbdaWKbedbXbeef 15.9 17

127 rKvariantKofKneonatalKprogeroidKsyndromeWKorKWiedemannXαautenstrauchKsyndromeWKisKassociatedK
withKaKnonsenseKvariantKinKúóLαdxLYKEuropeandJournaldofdHumandGeneticsWK2020WKciWKegbXegi 5.3 6

126 xeneticKsurdenKtontributingKtoKvxtremelyKLowKorKyighKsoneKéineralKuensityKinKaKβeniorKéaleK
úopulationKwromKtheKósteoporoticKwracturesKinKéenKβtudyKSéróβTYKJBMRdPlusWK2020WKeWKebaddf 3.9 1

125 αetrospectiveKanalysisKofKfetalKvertebralKdefectskKrssociatedKanomaliesWKetiologiesWKandKoutcomeYK
AmericandJournaldofdMedicaldGeneticssdPartdAWK2020WKbicWKggeXghc 2.5 3

124
rKpostKglycosylphosphatidylinositolKSxúzTKattachmentKtoKproteinsWKtypeKcKSúxrúcTKvariantKidentifiedK
inKéabryKsyndromeKindexKcaseskKéolecularKgeneticsKofKtheKprototypicalKinheritedKxúzKdisorderYK
EuropeandJournaldofdMedicaldGeneticsWK2020WKgdWKbadicc

2.6 5

123 ueKëovoKKrγfKVariantsKtauseKaKβyndromeKwithKαecognizableKwacialKuysmorphismsWKterebellarK
rtrophyWKβleepKuisturbanceWKandKvpilepsyYKAmericandJournaldofdHumandGeneticsWK2020WKbahWKfgeXfhe 11 8

122 tlinicopathologicalKαelationshipsKinKanKrgedKtaseKofKuóóαβKβyndromeKWithKaKpYrrgfagXKéutationK
inKtheKxeneYKFrontiersdindNeurologyWK2020WKbbWKhgh 4.1 4

121 rKhomozygousKvariantKinKtheKLaminKsKreceptorKgeneKLsαKresultsKinKaKnonXlethalKskeletalKdysplasiaK
withoutKúelgerXyuˆ«tKanomalyYKBoneWK2020WKbebWKbbfgab 4.7 0

120 siallelicKvariantsKinKxLvbKwithKsurvivalKbeyondKneonatalKperiodYKClinicaldGeneticsWK2020WKjiWKgccXgcf 4

119 ëonsyndromicKerythrodermicKichthyosisKresultingKfromKaKhomozygousKmutationKinKúzxLYKClinicaldandd
ExperimentaldDermatologyWK2020WKefWKdjbXdje 1.8 1

118
rKdeKnovoKframeshiftKwxwαbKmutationKextendingKtheKproteinKinKanKindividualKwithKmultipleK
epiphysealKdysplasiaKandKhypogonadotropicKhypogonadismKwithoutKanosmiaYKEuropeandJournaldofd
MedicaldGeneticsWK2020WKgdWKbadhie

2.6 2

117 γheKtyueXrelatedKsyndromekKaKcomprehensiveKinvestigationKofKtheKclinicalKspectrumWK
genotypeXphenotypeKcorrelationsWKandKmolecularKbasisYKGeneticsdindMedicineWK2020WKccWKdijXdjh 8.1 22

116 sruckKsyndromeKcKvariantKlackingKcongenitalKcontracturesKandKinvolvingKaKnovelKcompoundK
heterozygousKúLóucKmutationYKBoneWK2020WKbdaWKbbfaeh 4.7 9

115  uvenileKúagetRsKuiseaseKwromKyeterozygousKéutationKofKβúhKvncodingKósterixKSβpecificityKúroteinK
hWKγranscriptionKwactorKβúhTYKBoneWK2020WKbdhWKbbfdge 4.7 7

114 xeneticsKofKtheKpatellaYKEuropeandJournaldofdHumandGeneticsWK2019WKchWKghbXgia 5.3 4

113 xainXofXwunctionKéutationsKinKKtëëdKvncodingKtheKβmallXtonductanceKtaXrctivatedKKKthannelKβKdK
tauseKZimmermannXLabandKβyndromeYKAmericandJournaldofdHumandGeneticsWK2019WKbaeWKbbdjXbbfh 11 20
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112 siallelicKvariantsKinKtheKtranscriptionKfactorKúrXhKareKaKnewKgeneticKcauseKofKmyopathyYKGeneticsdind
MedicineWK2019WKcbWKcfcbXcfdb 8.1 17

111 éutationsKinKrtγLgsKtauseKëeurodevelopmentalKueficitsKandKvpilepsyKandKLeadKtoKLossKofK
uendritesKinKyumanKëeuronsYKAmericandJournaldofdHumandGeneticsWK2019WKbaeWKibfXide 11 21

110
rKβyndromicKëeurodevelopmentalKuisorderKtausedKbyKéutationsKinKβérαtubWKaKtoreKβWzZβëwK
βubunitKëeededKforKtontextXuependentKëeuronalKxeneKαegulationKinKwliesYKAmericandJournaldofd
HumandGeneticsWK2019WKbaeWKfjgXgba

11 22

109 tlinicalKvariabilityKinKinheritedKglycosylphosphatidylinositolKdeficiencyKdisordersYKClinicaldGeneticsWK
2019WKjfWKbbcXbcb 4 52

108 znheritedKglycophosphatidylinositolKdeficiencyKvariantKdatabaseKandKanalysisKofKpathogenicKvariantsYK
MoleculardGeneticsdlamp;dGenomicdMedicineWK2019WKhWKeaahed 2.3 9

107 siXallelicKxóγcKéutationsKtauseKaKγreatableKéalateXrspartateKβhuttleXαelatedKvncephalopathyYK
AmericandJournaldofdHumandGeneticsWK2019WKbafWKfdeXfei 11 25

106 éutationsKinKrërútbWKvncodingKaKβcaffoldKβubunitKofKtheKrnaphaseXúromotingKtomplexWKtauseK
αothmundXγhomsonKβyndromeKγypeKbYKAmericandJournaldofdHumandGeneticsWK2019WKbafWKgcfXgda 11 22

105 éutationsKinKúzxsKtauseKanKznheritedKxúzKsiosynthesisKuefectKwithKanKrxonalKëeuropathyKandK
éetabolicKrbnormalityKinKβevereKtasesYKAmericandJournaldofdHumandGeneticsWK2019WKbafWKdieXdje 11 29

104 éissenseKVariantsKinKtheKyistoneKrcetyltransferaseKtomplexKtomponentKxeneKγααrúKtauseK
rutismKandKβyndromicKzntellectualKuisabilityYKAmericandJournaldofdHumandGeneticsWK2019WKbaeWKfdaXfeb 11 17

103 siXallelicKVariantsKinKγóëβLKtauseKβúóërβγαzévKuysplasiaKandKaKβpectrumKofKβkeletalKuysplasiaK
úhenotypesYKAmericandJournaldofdHumandGeneticsWK2019WKbaeWKeccXedi 11 10

102
vstimatingKtheKeffectKsizeKofKtheKbfübbYcKsúbXsúcKdeletionKandKitsKcontributionKtoK
neurodevelopmentalKsymptomskKrecommendationsKforKpracticeYKJournaldofdMedicaldGeneticsWK2019WK
fgWKhabXhba

5.8 22

101
LossKofKóxidationKαesistanceKbWKóXαbWKzsKrssociatedKwithKanKrutosomalXαecessiveKëeurologicalK
uiseaseKwithKterebellarKrtrophyKandKLysosomalKuysfunctionYKAmericandJournaldofdHumandGeneticsWK
2019WKbafWKbcdhXbcfd

11 17

100 züβvtcXrelatedKencephalopathyKinKmalesKandKfemaleskKaKcomparativeKstudyKincludingKdhKnovelK
patientsYKGeneticsdindMedicineWK2019WKcbWKidhXiej 8.1 32

99
vxpandingKtheKβpectrumKofKsrwXαelatedKuisorderskKueKëovoKVariantsKinKβérαttcKtauseKaK
βyndromeKwithKzntellectualKuisabilityKandKuevelopmentalKuelayYKAmericandJournaldofdHumand
GeneticsWK2019WKbaeWKbgeXbhi

11 27

98 ëovelKfibronectinKmutationsKandKexpansionKofKtheKphenotypeKinKspondylometaphysealKdysplasiaK
withKMcornerKfracturesMYKBoneWK2019WKbcbWKbgdXbhb 4.7 7

97 γheKrαzubsKspectrumKinKbedKpatientskKfromKnonsyndromicKintellectualKdisabilityKtoKtoffinXβirisK
syndromeYKGeneticsdindMedicineWK2019WKcbWKbcjfXbdah 8.1 36

96 γheKepilepsyXassociatedKproteinKγstbuceKisKrequiredKforKnormalKdevelopmentWKsurvivalKandKvesicleK
traffickingKinKmammalianKneuronsYKHumandMoleculardGeneticsWK2019WKciWKfieXfjh 5.6 23

95 rKnewKmicrodeletionKsyndromeKinvolvingKγstbuceWKrγúgVatWKandKúuúKbKcausesKepilepsyWK
microcephalyWKandKdevelopmentalKdelayYKGeneticsdindMedicineWK2019WKcbWKbafiXbage 8.1 12

(2019-2019)
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94 αecessiveKmutationsKinKVúβbduKcauseKchildhoodKonsetKmovementKdisordersYKAnnalsdofdNeurologyWK
2018WKidWKbaijXbajf 9.4 61

93 rKúzxyKmutationKleadingKtoKxúzKdeficiencyKisKassociatedKwithKdevelopmentalKdelayKandKautismYK
HumandMutationWK2018WKdjWKichXicj 4.7 10

92 αecessiveKlossKofKfunctionKúzxëKallelesWKincludingKanKintragenicKdeletionKwithKfounderKeffectKinKLaK
αˆ'unionKzslandWKinKpatientsKwithKwrynsKsyndromeYKEuropeandJournaldofdHumandGeneticsWK2018WKcgWKdeaXdej 5.3 18

91 uysregulationKofKcotranscriptionalKalternativeKsplicingKunderliesKtyrαxvKsyndromeYKProceedingsdofd
thedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaWK2018WKbbfWKvgcaXvgcj 11.5 19

90 xenomicKuërKéethylationKβignaturesKvnableKtoncurrentKuiagnosisKandKtlinicalKxeneticKVariantK
tlassificationKinKëeurodevelopmentalKβyndromesYKAmericandJournaldofdHumandGeneticsWK2018WKbacWKbfgXbhe11 75

89 wαéúueKmutationsKcauseKXXlinkedKintellectualKdisabilityKandKdisruptKdendriticKspineKmorphogenesisYK
HumandMoleculardGeneticsWK2018WKchWKfijXgaa 5.6 8

88
uataKsharingKasKaKnationalKqualityKimprovementKprogramkKreportingKonKsαtrbKandKsαtrcK
variantXinterpretationKcomparisonsKthroughKtheKtanadianKópenKxeneticsKαepositoryKStóxαTYK
GeneticsdindMedicineWK2018WKcaWKcjeXdac

8.1 20

87 xenomicKstudyKofKsevereKfetalKanomaliesKandKdiscoveryKofKxαvsbLKmutationsKinKrenalKagenesisYK
GeneticsdindMedicineWK2018WKcaWKhefXhfd 8.1 38

86 rrginaseKoverexpressionKinKneuronsKandKitsKeffectKonKtraumaticKbrainKinjuryYKMoleculardGeneticsdandd
MetabolismWK2018WKbcfWKbbcXbbh 3.7 13

85 stLbbsKmutationsKinKpatientsKaffectedKbyKaKneurodevelopmentalKdisorderKwithKreducedKtypeKcK
innateKlymphoidKcellsYKBrainWK2018WKbebWKccjjXcdbb 11.2 36

84 éYóubKinvolvementKinKmyopathyYKEuropeandJournaldofdNeurologyWK2018WKcfWKebcdXebce 6 6

83 srwopathiesRKuërKmethylationKepiXsignaturesKdemonstrateKdiagnosticKutilityKandKfunctionalK
continuumKofKtoffinXβirisKandKëicolaidesXsaraitserKsyndromesYKNaturedCommunicationsWK2018WKjWKeiif 17.4 48

82 tyudKhelicaseKdomainKmutationsKcauseKaKneurodevelopmentalKsyndromeKwithKmacrocephalyKandK
impairedKspeechKandKlanguageYKNaturedCommunicationsWK2018WKjWKegbj 17.4 39

81 éutationsKinKúzxβWKvncodingKaKxúzKγransamidaseWKtauseKaKëeurologicalKβyndromeKαangingKfromK
wetalKrkinesiaKtoKvpilepticKvncephalopathyYKAmericandJournaldofdHumandGeneticsWK2018WKbadWKgacXgbb 11 32

80 LowryXWoodKsyndromekKfurtherKevidenceKofKassociationKwithKαëUerγrtWKandKcorrelationKbetweenK
genotypeKandKphenotypeYKHumandGeneticsWK2018WKbdhWKjafXjaj 6.3 5

79 yotKwaterKepilepsyKandKβYëbKvariantsYKEpilepsiaWK2018WKfjWKcbgcXcbgd 6.4 13

78 KaufmanKoculoXcerebroXfacialKsyndromeKinKaKchildKwithKsmallKandKabsentKterminalKphalangesKandK
absentKnailsYKJournaldofdHumandGeneticsWK2017WKgcWKegfXehb 4.3 11

77 éicroαërKmiαXcdaKclusterKpromotesKosteocyteKdifferentiationKbyKregulatingKγxwX˛†KsignallingKinK
osteoblastsYKNaturedCommunicationsWK2017WKiWKbfaaa 17.4 63
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76 YunisXVarˆ‡nKsyndromeKcausedKbyKbiallelicKVrtbeKmutationsYKEuropeandJournaldofdHumandGeneticsWK
2017WKcfWKbaejXbafe 5.3 16

75 rnKexomeKsequencingKstudyKofKéoebiusKsyndromeKincludingKatypicalKcasesKrevealsKanKindividualK
withKtwvóédrKandKaKmutationYKJournaldofdPhysicaldEducationdanddSportsdManagementWK2017WKdWKaaaajie 2.8 12

74
rKëovelKúxédKéutationKzsKrssociatedKWithKaKβevereKúhenotypeKofKsoneKéarrowKwailureWKβevereK
tombinedKzmmunodeficiencyWKβkeletalKuysplasiaWKandKtongenitalKéalformationsYKJournaldofdBoned
anddMineraldResearchWK2017WKdcWKbifdXbifj

6.3 20

73 αetrospectiveKrnalysisKofKtongenitalKβcoliosiskKrssociatedKrnomaliesKandKxeneticKuiagnosesYKSpineWK
2017WKecWKviebXvieh 3.3 8

72 tompoundKheterozygousKmutationsKinKtheKgeneKúzxúKareKassociatedKwithKearlyKinfantileKepilepticK
encephalopathyYKHumandMoleculardGeneticsWK2017WKcgWKbhagXbhbf 5.6 33

71 éutationsKinKtheKphosphatidylinositolKglycanKtKSTKgeneKareKassociatedKwithKepilepsyKandKintellectualK
disabilityYKJournaldofdMedicaldGeneticsWK2017WKfeWKbjgXcab 5.8 36

70 γheKspectrumKofKinfantileKmyofibromatosisKincludesKbothKnonXpenetranceKandKadultKrecurrenceYK
EuropeandJournaldofdMedicaldGeneticsWK2017WKgaWKdfdXdfi 2.6 19

69 éutationsKinKtheKthromatinKαegulatorKxeneKsαúwbKtauseKβyndromicKzntellectualKuisabilityKandK
ueficientKyistoneKrcetylationYKAmericandJournaldofdHumandGeneticsWK2017WKbaaWKjbXbae 11 43

68 yighKαateKofKαecurrentKueKëovoKéutationsKinKuevelopmentalKandKvpilepticKvncephalopathiesYK
AmericandJournaldofdHumandGeneticsWK2017WKbabWKggeXgif 11 214

67 éutationsKinKxúrrbWKvncodingKaKxúzKγransamidaseKtomplexKúroteinWKtauseKuevelopmentalKuelayWK
vpilepsyWKterebellarKrtrophyWKandKósteopeniaYKAmericandJournaldofdHumandGeneticsWK2017WKbabWKifgXigf 11 35

66 éodelKórganismsKwacilitateKαareKuiseaseKuiagnosisKandKγherapeuticKαesearchYKGeneticsWK2017WKcahWKjXch 4 99

65 rKnonXmosaicKmutationKinKaKmaleKwithKsevereKcongenitalKanomaliesKoverlappingKfocalKdermalK
hypoplasiaYKMoleculardGeneticsdanddMetabolismdReportsWK2017WKbcWKfhXgb 1.8 7

64 éutationsKinKwibronectinKtauseKaKβubtypeKofKβpondylometaphysealKuysplasiaKwithKMtornerK
wracturesMYKAmericandJournaldofdHumandGeneticsWK2017WKbabWKibfXicd 11 22

63 yeterozygousKvariantsKinKrtγLgrWKencodingKaKcomponentKofKtheKsrwKcomplexWKareKassociatedKwithK
intellectualKdisabilityYKHumandMutationWK2017WKdiWKbdgfXbdhb 4.7 17

62 xeneticKγestingKinKaKtohortKofKtomplexKvsophagealKrtresiaYKMoleculardSyndromologyWK2017WKiWKcdgXced 1.5 5

61 thondrodysplasiaKwithKmultipleKdislocationskKcomprehensiveKstudyKofKaKseriesKofKdaKcasesYKClinicald
GeneticsWK2017WKjbWKigiXiia 4 8

60 xenomicKapproachesKtoKdiagnoseKrareKboneKdisordersYKBoneWK2017WKbacWKfXbe 4.7 12

59 tornerKfractureKtypeKspondylometaphysealKdysplasiakKóverlapKwithKtypeKzzKcollagenopathiesYK
AmericandJournaldofdMedicaldGeneticssdPartdAWK2017WKbhdWKhddXhdj 2.5 5

(2017-2017)
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58 βpondyloepimetaphysialKuysplasiaKwithK ointKLaxityKinKγhreeKβiblingsKwithKéutationsYKMoleculard
SyndromologyWK2017WKiWKdadXdah 1.5 5

57 LossKofKuuαxKbKmodulatesKβóXjKubiquitinationKinKspondyloepimetaphysealKdysplasiaYKJournaldofd
ClinicaldInvestigationWK2017WKbchWKbehfXbeie 15.9 20

56
taseKαeportkKëovelKmutationsKinKareKassociatedKwithKautosomalKdominantKtonicXclonicKandK
myoclonicKepilepsyKandKrecessiveKúarkinsonismWKpsychosisWKandKintellectualKdisabilityYKFxwwwResearch
WK2017WKgWKffd

3.6 20

55 ueKëovoKéutationsKinKtyueWKanKrγúXuependentKthromatinKαemodelerKxeneWKtauseKanKzntellectualK
uisabilityKβyndromeKwithKuistinctiveKuysmorphismsYKAmericandJournaldofdHumandGeneticsWK2016WKjjWKjdeXjeb11 68

54 wywbKSwxwbcTKepilepticKencephalopathyYKNeurology:dGeneticsWK2016WKcWKebbf 3.8 22

53 γstbuceKgenotypeXphenotypeKcorrelationkKvpilepsiesKandKotherKneurologicKfeaturesYKNeurologyWK
2016WKihWKhhXif 6.5 75

52 βmallKgqbgYbKueletionsKvncompassingKúóUdwcKtauseKβusceptibilityKtoKóbesityKandKVariableK
uevelopmentalKuelayKwithKzntellectualKuisabilityYKAmericandJournaldofdHumandGeneticsWK2016WKjiWKdgdXhc 11 26

51 siosynthesisKofKglycosaminoglycanskKassociatedKdisordersKandKbiochemicalKtestsYKJournaldofd
InheriteddMetabolicdDiseaseWK2016WKdjWKbhdXii 5.4 30

50 vpilepsyKinKKtëybXrelatedKsyndromesYKEpilepticdDisordersWK2016WKbiWKbcdXdg 1.9 21

49 rKcrossXsectionalKmulticenterKstudyKofKosteogenesisKimperfectaKinKëorthKrmericaKXKresultsKfromKtheK
linkedKclinicalKresearchKcentersYKClinicaldGeneticsWK2015WKihWKbddXea 4 45

48
éutationsKzmpairingKxβKdXéediatedKérwKúhosphorylationKtauseKtataractWKueafnessWKzntellectualK
uisabilityWKβeizuresWKandKaKuownKβyndromeXlikeKwaciesYKAmericandJournaldofdHumandGeneticsWK2015WK
jgWKibgXcf

11 75

47 éutationsKinKKtëybKandKrγúgVbscKcauseKZimmermannXLabandKsyndromeYKNaturedGeneticsWK2015WK
ehWKggbXh 36.3 128

46 wsëbKcontributingKtoKfamilialKcongenitalKdiaphragmaticKherniaYKAmericandJournaldofdMedicald
GeneticssdPartdAWK2015WKbghrWKidbXg 2.5 19

45 rdultKpresentationKofKXXlinkedKtonradiXyˆ…nermannXyappleKsyndromeYKAmericandJournaldofdMedicald
GeneticssdPartdAWK2015WKbghWKbdajXbe 2.5 5

44
tanadianKópenKxeneticsKαepositoryKStóxαTkKaKunifiedKclinicalKgenomicsKdatabaseKasKaKcommunityK
resourceKforKstandardisingKandKsharingKgeneticKinterpretationsYKJournaldofdMedicaldGeneticsWK2015WK
fcWKediXef

5.8 23

43 rKlongitudinalKstudyKofKureaKcycleKdisordersYKMoleculardGeneticsdanddMetabolismWK2014WKbbdWKbchXda 3.7 106

42 rrgininosuccinateKlyaseKinKenterocytesKprotectsKfromKdevelopmentKofKnecrotizingKenterocolitisYK
AmericandJournaldofdPhysiologydtdRenaldPhysiologyWK2014WKdahWKxdehXfe 5.1 17

41 xenotypeXphenotypeKcorrelationXXpromiscuityKinKtheKeraKofKnextXgenerationKsequencingYKNewd
EnglanddJournaldofdMedicineWK2014WKdhbWKfjdXg 59.2 68

Philippe M Campeau

8



40 uiagnosisKofKrLxbcXtuxKbyKexomeKsequencingKinKaKcaseKofKsevereKskeletalKdysplasiaYKMoleculard
GeneticsdanddMetabolismdReportsWK2014WKbWKcbdXcbj 1.8 14

39 éyhreKandKLrúβKsyndromeskKclinicalKandKmolecularKreviewKofKdcKpatientsYKEuropeandJournaldofd
HumandGeneticsWK2014WKccWKbchcXh 5.3 32

38 γheKundernourishedKneonatalKmouseKmetabolomeKrevealsKevidenceKofKliverKandKbiliaryKdysfunctionWK
inflammationWKandKoxidativeKstressYKJournaldofdNutritionWK2014WKbeeWKchdXib 4.1 26

37 uóóαβKsyndromekKphenotypeWKgenotypeKandKcomparisonKwithKtoffinXβirisKsyndromeYKAmericand
JournaldofdMedicaldGeneticssdPartdC:dSeminarsdindMedicaldGeneticsWK2014WKbggtWKdchXdc 3.1 33

36
vxomeKsequencingKidentifiesKaKnovelKhomozygousKmutationKinKtheKphosphateKtransporterKβLtderbK
inKhypophosphatemiaKandKnephrocalcinosisYKJournaldofdClinicaldEndocrinologydanddMetabolismWK2014WK
jjWKvcefbXg

5.6 29

35 γheKgeneticKbasisKofKuóóαβKsyndromekKanKexomeXsequencingKstudyYKLancetdNeurologysdTheWK2014WK
bdWKeeXfi 24.1 96

34 sranchedXchainKaminoKacidKmetabolismkKfromKrareKéendelianKdiseasesKtoKmoreKcommonKdisordersYK
HumandMoleculardGeneticsWK2014WKcdWKαbXi 5.6 73

33 ëextXgenerationKsequencingKforKdisordersKofKlowKandKhighKboneKmineralKdensityYKOsteoporosisd
InternationalWK2013WKceWKccfdXj 5.3 42

32 úhenotypicKvariabilityKofKosteogenesisKimperfectaKtypeKVKcausedKbyKanKzwzγéfKmutationYKJournaldofd
BonedanddMineraldResearchWK2013WKciWKbfcdXda 6.3 55

31 zdentificationKofKnovelKmutationsKconfirmsKúuveuKasKaKmajorKgeneKcausingKacrodysostosisYKHumand
MutationWK2013WKdeWKjhXbac 4.7 46

30 YunisXVarˆ‡nKsyndromeKisKcausedKbyKmutationsKinKwzxeWKencodingKaKphosphoinositideKphosphataseYK
AmericandJournaldofdHumandGeneticsWK2013WKjcWKhibXjb 11 101

29 rKrecurrentKúuxwαsKmutationKcausesKfamilialKinfantileKmyofibromatosisYKAmericandJournaldofd
HumandGeneticsWK2013WKjcWKjjgXbaaa 11 108

28 éutationKofKKtë iKinKaKpatientKwithKtantˆ”KsyndromeKwithKuniqueKvascularKabnormalitiesKXKsupportK
forKtheKroleKofKKSrγúTKchannelsKinKthisKconditionYKEuropeandJournaldofdMedicaldGeneticsWK2013WKfgWKghiXic 2.6 65

27 WëγbKmutationsKinKearlyXonsetKosteoporosisKandKosteogenesisKimperfectaYKNewdEnglanddJournaldofd
MedicineWK2013WKdgiWKbiajXbg 59.2 253

26 étγúcKisKaKdosageXsensitiveKgeneKrequiredKforKcardiacKoutflowKtractKdevelopmentYKHumand
MoleculardGeneticsWK2013WKccWKeddjXei 5.6 30

25
βtructureXbasedKdesignKandKmechanismsKofKallostericKinhibitorsKforKmitochondrialKbranchedXchainK
˛–XketoacidKdehydrogenaseKkinaseYKProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUnitedd
StatesdofdAmericaWK2013WKbbaWKjhciXdd

11.5 40

24 varlyKchildhoodKpresentationKofKtzechKdysplasiaYKClinicaldDysmorphologyWK2013WKccWKhgXia 0.9 5

23 ósteogenesisKimperfectaKwithoutKfeaturesKofKtypeKVKcausedKbyKaKmutationKinKtheKzwzγéfKgeneYK
JournaldofdBonedanddMineraldResearchWK2013WKciWKcdddXh 6.3 21

(2013-2014)

9



22 WholeXexomeKsequencingKidentifiesKmutationsKinKtheKnucleosideKtransporterKgeneKβLtcjrdKinK
dysosteosclerosisWKaKformKofKosteopetrosisYKHumandMoleculardGeneticsWK2012WKcbWKejaeXj 5.6 63

21 γheKKrγgsXrelatedKdisordersKgenitopatellarKsyndromeKandKóhdoZβssYβKsyndromeKhaveKdistinctK
clinicalKfeaturesKreflectingKdistinctKmolecularKmechanismsYKHumandMutationWK2012WKddWKbfcaXf 4.7 56

20 miαërXdecKregulatesKëotchKsignalingKduringKboneKdevelopmentYKHumandMoleculardGeneticsWK2012WK
cbWKcjjbXdaaa 5.6 182

19 éutationsKinKKrγgsWKencodingKaKhistoneKacetyltransferaseWKcauseKxenitopatellarKsyndromeYK
AmericandJournaldofdHumandGeneticsWK2012WKjaWKcicXj 11 99

18 ëitricXoxideKsupplementationKforKtreatmentKofKlongXtermKcomplicationsKinKargininosuccinicKaciduriaYK
AmericandJournaldofdHumandGeneticsWK2012WKjaWKidgXeg 11 56

17 tlinicalKandKmolecularKcharacterizationKofKaKsevereKformKofKpartialKlipodystrophyKexpandingKtheK
phenotypeKofKúúrα˛‡KdeficiencyYKJournaldofdLipiddResearchWK2012WKfdWKbjgiXhi 6.3 15

16 αequirementKofKargininosuccinateKlyaseKforKsystemicKnitricKoxideKproductionYKNaturedMedicineWK2011WK
bhWKbgbjXcg 50.5 161

15 varlyKorthotopicKliverKtransplantationKinKureaKcycleKdefectskKfollowKupKofKaKdevelopmentalKoutcomeK
studyYKMoleculardGeneticsdanddMetabolismWK2010WKbaaKβupplKbWKβieXh 3.7 45

14 éanagementKofKWestKsyndromeKinKaKpatientKwithKmethylmalonicKaciduriaYKJournaldofdChildd
NeurologyWK2010WKcfWKjeXh 2.5 11

13 βelectiveKinhibitionKofKttαcKexpressingKlymphomyeloidKcellsKinKexperimentalKautoimmuneK
encephalomyelitisKbyKaKxéXtβwXétúbKfusokineYKJournaldofdImmunologyWK2009WKbicWKcgcaXh 5.3 14

12 éesenchymalKstromalKcellsKengineeredKtoKexpressKerythropoietinKinduceKantiXerythropoietinK
antibodiesKandKanemiaKinKallorecipientsYKMoleculardTherapyWK2009WKbhWKdgjXhc 11.7 31

11 tlinicalKheterogeneityKinKethylmalonicKencephalopathyYKJournaldofdChilddNeurologyWK2009WKceWKjjbXg 2.5 34

10 LongXtermKoutcomeKinKmethylmalonicKaciduriakKaKseriesKofKdaKwrenchKpatientsYKMoleculardGeneticsd
anddMetabolismWK2009WKjhWKbhcXi 3.7 63

9 éesenchymalKstromalKcellsKameliorateKexperimentalKautoimmuneKencephalomyelitisKbyKinhibitingK
tueKγhbhKγKcellsKinKaKttKchemokineKligandKcXdependentKmannerYKJournaldofdImmunologyWK2009WKbicWKfjjeXgaac5.3 297

8 tharacterizationKofKxaucherKdiseaseKboneKmarrowKmesenchymalKstromalKcellsKrevealsKanKalteredK
inflammatoryKsecretomeYKBloodWK2009WKbbeWKdbibXja 2.2 76

7 rKcfXyearKlongitudinalKanalysisKofKtreatmentKefficacyKinKinbornKerrorsKofKmetabolismYKMoleculard
GeneticsdanddMetabolismWK2008WKjfWKbbXg 3.7 28

6 yereditaryKbreastKcancerkKnewKgeneticKdevelopmentsWKnewKtherapeuticKavenuesYKHumandGeneticsWK
2008WKbceWKdbXec 6.3 233

5 úrenatalKdiagnosisKofKmonosomyKbpdgkKaKfocusKonKbrainKabnormalitiesKandKaKreviewKofKtheK
literatureYKAmericandJournaldofdMedicaldGeneticssdPartdAWK2008WKbegrWKdagcXj 2.5 31

Philippe M Campeau

10



4 ëeurotransmitterKdiseasesKandKrelatedKconditionsYKMoleculardGeneticsdanddMetabolismWK2007WKjcWKbijXjh 3.7 0

3 γransfectionKofKlargeKplasmidsKinKprimaryKhumanKmyoblastsYKGenedTherapyWK2001WKiWKbdihXje 4 75

2 wunctionalKvxwúXdystrophinKfusionKproteinsKforKgeneKtherapyKvectorKdevelopmentYKProteind
EngineeringsdDesigndanddSelectionWK2000WKbdWKgbbXf 1.9 24

1 vthanolamineKphosphateKonKtheKsecondKmannoseKasKbridgeKinKxúzKanchoredKproteinskKγowardsK
understandingKinheritedKúzxxKdeficiency 1

List of Publications

11


