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InternationalUI2022UIecUIeZdYbZ 1.2
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DermatologyUI2022UI 1.6 0
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190 rlinicalIcourseIofIaIyapaneseIpatientIwithIdevelopmentalIdelayIlinkedItoIaIsmallIeqZeWZIdeletionWWI
HumancGenomecVariationUI2022UIhUIZc 1.8 0
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JournalcofcClinicalcNeurologyclKoreaUI2022UIZgUIbdgVbeY 1.7

188 setectingItheIçéTrwaç²rIRepeatItxpansionIinIçeuronalIxntranuclearIxnclusionIsiseaseWI
NeuromethodsUI2022UIZaZVZbg 0.4

187 rlinicalIandImolecularIfeaturesIofIeeIpatientsIwithImusculocontracturalIthlersVsanlosIsyndromeI
causedIbyIpathogenicIvariantsIinIQmctsSVRWIJournalcofcMedicalcGeneticsUI2021UI 5.8 6
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uatherVtoVoffspringItransmissionIofIextremelyIlongIçéTrwaç²rIrepeatIexpansionsIwithI
contractionsiIgeneticIandIepigeneticIprofilingIwithIlongVreadIsequencingWIClinicalcEpigeneticsUI2021UI
ZbUIaYc

7.7 3

185 suplicationsIinItheIvbIdomainIorIswitchIxxIregionIinIwRpSIidentifiedIinIpatientsIwithIrostelloI
syndromeWIHumancMutationUI2021UI 4.7 1

184
MultipleIalterationsIinIglutamatergicItransmissionIandIdopamineIsaIreceptorIsplicingIinIinducedI
pluripotentIstemIcellVderivedIneuronsIfromIpatientsIwithIfamilialIschizophreniaWITranslationalc
PsychiatryUI2021UIZZUIdcg
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182 αrenatalIclinicalImanifestationsIinIindividualsIwithIvariantsWIJournalcofcMedicalcGeneticsUI2021UIdgUIdYdVdZb5.8 11

181 seInovoImissenseIvariantsIinIareIassociatedIwithIdevelopmentalIandImotorIdelaysUIbrainIstructureI
abnormalitiesIandIdysmorphicIfeaturesWIJournalcofcMedicalcGeneticsUI2021UIdgUIfZaVfZe 5.8 1

180 seInovoIpTαZpbIvariantsIcauseIpolymicrogyriaWISciencecAdvancesUI2021UIfUI 14.3 3

179 rompleteIsequencingIofIexpandedISpMsZaIrepeatsIbyIlongVreadIsequencingIandIrashVmediatedI
enrichmentWIBrainUI2021UIZccUIZZYbVZZZf 11.2 3
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177 pTαeVYpZIencodingItheIaZVsubunitIofItheIVYIdomainIofIvacuolarIwVpTαasesIisIessentialIforIbrainI
developmentIinIhumansIandImiceWINaturecCommunicationsUI2021UIZaUIaZYf 17.4 8

176 rlinicalImanifestationsIandIepilepsyItreatmentIinIyapaneseIpatientsIwithIpathogenicIrsz²dI
variantsWIBraincandcDevelopmentUI2021UIcbUIdYdVdZc 2.2 3

175 MissenseIandItruncatingIvariantsIinIrwsdIinIaIdominantIneurodevelopmentalIdisorderIwithI
intellectualIdisabilityUIbehavioralIdisturbancesUIandIepilepsyWIHumancGeneticsUI2021UIZcYUIZZYhVZZaY 6.3 4

174 révZVcongenitalIdisordersIofIglycosylationiIMilderIpresentationIandIreviewWIClinicalcGeneticsUI2021UI
ZYYUIbZgVbab 4 0

173 RefinementIofItheIclinicalIvariantIinterpretationIframeworkIbyIstatisticalIevidenceIandImachineI
learningWWIMedUI2021UIaUIeZZVebaWeh 31.7

172 rerebrovascularIdiseasesIinItwoIpatientsIwithIentireIçSsZIdeletionWIHumancGenomecVariationUI
2021UIgUIaY 1.8 1

171 seInovoIpathogenicIswXbYIvariantsIinItwoIcasesWIClinicalcGeneticsUI2021UIZYYUIbdYVbdZ 4 0

170 SystematicIanalysisIofIexonicIgermlineIandIpostzygoticIdeInovoImutationsIinIbipolarIdisorderWI
NaturecCommunicationsUI2021UIZaUIbfdY 17.4 6

169 αrogressiveIcerebralIatrophiesIinIthreeIchildrenIwithIré²cpZImutationsWIBraincandcDevelopmentUI
2021UIcbUIZYbbVZYbg 2.2 1

168 vaitIdisturbanceIinIaIpatientIwithIdeInovoIZWYVkbISéXaImicrodeletionWIBraincandcDevelopmentUI2021UI 2.2 0

167 WholeIexomeIsequencingIofIfetalIstructuralIanomaliesIdetectedIbyIultrasonographyWIJournalcofc
HumancGeneticsUI2021UIeeUIchhVdYf 4.3 9

166 TheIthirdIcaseIofITçuRSuZZpVassociatedIdysosteosclerosisIwithIaImutationIproducingIelongatingI
proteinsWIJournalcofcHumancGeneticsUI2021UIeeUIbfZVbff 4.3 2

165 çovelItXéSrhIvariantsIcauseIpontocerebellarIhypoplasiaItypeIZsIwithIspinalImotorIneuronopathyI
andIcerebellarIatrophyWIJournalcofcHumancGeneticsUI2021UIeeUIcYZVcYf 4.3 7
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164 rlinicalIvariationsIofIepilepticIsyndromeIassociatedIwithIαprSaIvariantWIBraincandcDevelopmentUI
2021UIcbUIbcbVbcf 2.2 2

163 çovelIpréXZImutationsIinItwoIsiblingsIwithIperoxisomalIacylVropIoxidaseIdeficiencyWIBraincandc
DevelopmentUI2021UIcbUIcfdVcgZ 2.2 1

162 pIpatientIwithIaIeqaaWZIdeletionIandIaIphenotypeIofInonVprogressiveIearlyVonsetIgeneralizedI
epilepsyIwithItremorWIEpilepsycandcBehaviorcReportsUI2021UIZdUIZYYcYd 1.3

161 tfficientIdetectionIofIcopyVnumberIvariationsIusingIexomeIdataiIqatchVIandIsexVbasedIanalysesWI
HumancMutationUI2021UIcaUIdYVed 4.7 5

160 seInovoIvariantsIinIrt²uaIthatIdisruptItheInuclearIlocalizationIsignalIcauseIdevelopmentalIandI
epilepticIencephalopathyWIHumancMutationUI2021UIcaUIeeVfe 4.7 4

159 αreliminaryIreportIforItpilepsiaIépenIpIcaseIofIWestIsyndromeIwithIsevereIglobalIdevelopmentalI
delayIandIconfirmedIzxudpIgeneIvariantWIEpilepsiacOpenUI2021UIeUIabYVabc 4

158 pssociationIofIearlyVonsetIepilepticIencephalopathyIwithIinvoluntaryImovementsIVIraseIseriesIandI
literatureIreviewWIEpilepsycandcBehaviorcReportsUI2021UIZdUIZYYcZf 1.3 1

157 venomeVwideIsurveyIofItandemIrepeatsIbyInanoporeIsequencingIshowsIthatIdiseaseVassociatedI
repeatsIareImoreIpolymorphicIinItheIgeneralIpopulationWIBMCcMedicalcGenomicsUI2021UIZcUIZf 3.7 0

156 romprehensiveIveneticIpnalysisIofIçonVsyndromicIputismISpectrumIsisorderIinIrlinicalISettingsWI
JournalcofcAutismcandcDevelopmentalcDisordersUI2021UIdZUIceddVceea 4.6 0

155
²imbVclaspingUIcognitiveIdeficitIandIincreasedIvulnerabilityItoIkainicIacidVinducedIseizuresIinI
neuronalIglycosylphosphatidylinositolIdeficiencyImouseImodelsWIHumancMolecularcGeneticsUI2021UI
bYUIfdgVffY

5.6 0

154 VariantsIpssociatedIWithIXV²inkedIxntellectualIsisabilityIandIrongenitalIMalformationWIFrontierscinc
CellcandcDevelopmentalcBiologyUI2021UIhUIebZcag 5.7 1

153 αathogenicIvariantsIassociatedIwithIVtXpSIsyndromeIinIyapaneseIpatientsIwithIrelapsingI
polychondritisWIAnnalscofcthecRheumaticcDiseasesUI2021UI 2.4 23

152 pIabVyearIfollowVupIreportIofIjuvenileVonsetISandhoffIdiseaseIpresentingIwithIaImotorIneuronI
diseaseIphenotypeIandIaInovelIvariantWIBraincandcDevelopmentUI2021UIcbUIZYahVZYba 2.2

151 pInovelI²RαeIvariantIinIaIyapaneseIfamilyIwithIoligodontiaWIHumancGenomecVariationUI2021UIgUIbY 1.8 1

150 rlinicalIcourseIofIepilepsyIandIwhiteImatterIabnormalityIlinkedItoIaInovelIsYRzZpIvariantWIHumanc
GenomecVariationUI2021UIgUIae 1.8 0

149 txpandingItheIzxucpVassociatedIphenotypeWIAmericancJournalcofcMedicalcGeneticspcPartcAUI2021UI
ZgdUIbfagVbfbh 2.5 0

148 xntellectualIdisabilityIandImicrocephalyIassociatedIwithIaInovelIrwpMαZImutationWIHumancGenomec
VariationUI2021UIgUIbc 1.8 1

147
txpandingItheIphenotypicIspectrumIofIcardiospondylocarpofacialIsyndromeiIuromIaIdetailedI
clinicalIandIradiologicalIobservationIofIaIboyIwithIaInovelImissenseIvariantIinIMpαbzfWIAmericanc
JournalcofcMedicalcGeneticspcPartcAUI2021UI
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146 qiallelicInullIvariantsIinIZçuZcaIcauseIglobalIdevelopmentalIdelayIwithIfamilialIepilepsyIandI
dysmorphicIfeaturesWIJournalcofcHumancGeneticsUI2021UI 4.3 1

145 txpandingItheIphenotypicIspectrumIofITçuRSuZZpVassociatedIdysosteosclerosisiIaIcaseIwithI
intracranialIextramedullaryIhematopoiesisWIJournalcofcHumancGeneticsUI2021UIeeUIeYfVeZZ 4.3 2

144 ²inkageVspecificIdeubiquitylationIbyIéTUsdIdefinesIanIembryonicIpathwayIintolerantItoIgenomicI
variationWISciencecAdvancesUI2021UIfUI 14.3 4

143 ²ongVreadIwholeVgenomeIsequencingIidentifiedIaIpartialIMqsdIdeletionIinIanIexomeVnegativeI
patientIwithIneurodevelopmentalIdisorderWIJournalcofcHumancGeneticsUI2021UIeeUIehfVfYd 4.3 3

142 ²eggVralvˆ'VαerthesIdiseaseIinIaIpatientIwithIqardetVqiedlIsyndromeiIpIcaseIreportIofIaInovelI
mutationWIClinicalcCasecReportscldiscontinuedmUI2020UIgUIbZZYVbZZd 0.7 0

141 rlonazepamIasIanItffectiveITreatmentIforItpilepsyIinIaIuemaleIαatientIwithIMutationiIraseIReportWI
MolecularcSyndromologyUI2020UIZZUIabaVabf 1.5 1

140 pInovelIxTαpIvariantIcausesIepilepticIencephalopathyIwithImultipleVorganIdysfunctionWIJournalcofc
HumancGeneticsUI2020UIedUIfdZVfdf 4.3 5

139 ReplyItoIKvvrIRepeatItxpansionIofIçéTrwaç²rIisIRareIinIturopeanI²eukoencephalopathyKWI
AnnalscofcNeurologyUI2020UIggUIecaVecb 9.4 2

138 SrçbpVRelatedIçeurodevelopmentalIsisorderiIpISpectrumIofItpilepsyIandIqrainIMalformationWI
AnnalscofcNeurologyUI2020UIggUIbcgVbea 9.4 19

137 seIçovoITruncatingIVariantsIinItheI²astItxonIofIStMpeqIrauseIαrogressiveIMyoclonicItpilepsyWI
AmericancJournalcofcHumancGeneticsUI2020UIZYeUIdchVddg 11 10

136 selineationIofImusculocontracturalIthlersVsanlosISyndromeIcausedIbyIdermatanIsulfateI
epimeraseIdeficiencyWIMolecularcGeneticsciamp;cGenomiccMedicineUI2020UIgUIeZZhf 2.3 11

135 uifteenVyearIfollowVupIofIaIpatientIwithIaIswssSIvariantIwithInonVprogressiveIearlyIonsetI
myoclonicItremorIandIrareIgeneralizedIepilepsyWIBraincandcDevelopmentUI2020UIcaUIeheVehh 2.2 7

134 ²ongVreadIsequencingIidentifiesItheIpathogenicInucleotideIrepeatIexpansionIinIRurZIinIaIyapaneseI
caseIofIrpçVpSWIJournalcofcHumancGeneticsUI2020UIedUIcfdVcgY 4.3 20

133 sigenicImutationsIinIandIimpairIformaldehydeIclearanceIandIcauseIaImultisystemIdisorderUIpMesI
syndromeWISciencecAdvancesUI2020UIeUI 14.3 14

132 çeuronalIintranuclearIinclusionIdiseaseIpresentingIwithIanIMt²pSVlikeIepisodeIinIchronicI
polyneuropathyWINeurology:cGeneticsUI2020UIeUIedbZ 3.8 5

131 pnIatypicalIcaseIofIzMTaqIVrelatedIdystoniaImanifestingIasterixisIandIeffectIofIdeepIbrainI
stimulationIofItheIglobusIpallidusWINeurologycandcClinicalcNeuroscienceUI2020UIgUIbeVbg 0.3 1

130 TwoImalesIwithIsickIsinusIsyndromeIinIaIfamilyIwithIYWeIkbIdeletionsIinvolvingImajorIdomainsIinI
MtrαaWIEuropeancJournalcofcMedicalcGeneticsUI2020UIebUIZYbfeh 2.6

129
αhenotypeVgenotypeIcorrelationsIinIpatientsIwithIvçqZIgeneIvariantsUIincludingItheIfirstIthreeI
reportedIyapaneseIpatientsItoIexhibitIspasticIdiplegiaUIdyskineticIquadriplegiaUIandIinfantileI
spasmsWIBraincandcDevelopmentUI2020UIcaUIZhhVaYc
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128 vainVofVuunctionIMçZITruncationIVariantsIrauseIaIRecognizableISyndromeIwithIrraniofacialIandI
qrainIpbnormalitiesWIAmericancJournalcofcHumancGeneticsUI2020UIZYeUIZbVad 11 11

127 TheIrecurrentIpostzygoticIpathogenicIvariantIpWvlucf²ysIinIRwépIcausesIaInovelIrecognizableI
neuroectodermalIphenotypeWIHumancMutationUI2020UIcZUIdhZVdhh 4.7 5

126 rerebrospinalIfluidIabnormalitiesIinIdevelopmentalIandIepilepticIencephalopathyIwithIaIvariantWI
Neurology:cGeneticsUI2020UIeUIedaf 3.8 0

125 rlinicalIandIgeneticIcharacteristicsIofIpatientsIwithIsooseIsyndromeWIEpilepsiacOpenUI2020UIdUIccaVcdY 4 5

124 seInovoIrprçpZvIvariantsIinIdevelopmentalIdelayIandIearlyVonsetIepilepticIencephalopathiesWI
JournalcofcthecNeurologicalcSciencesUI2020UIcZeUIZZfYcf 3.2 1

123 pIaVyearVoldIpatientIwithIaIdiffuseIintrinsicIpontineIgliomaIandIradiationVinducedImoyamoyaI
syndromeWIPediatriccBloodcandcCancerUI2020UIefUIeageZg 3

122 pIpipelineIforIcompleteIcharacterizationIofIcomplexIgermlineIrearrangementsIfromIlongIsçpI
readsWIGenomecMedicineUI2020UIZaUIef 14.4 12

121 vçpéZIorganizesItheIcytoskeletalIremodelingIandIfiringIofIdevelopingIneuronsWIFASEBcJournalUI
2020UIbcUIZeeYZVZeeaZ 0.9 1

120 ²ongVreadIsequencingIforIrareIhumanIgeneticIdiseasesWIJournalcofcHumancGeneticsUI2020UIedUIZZVZh 4.3 40

119 ²ongVreadIsçpIsequencingIfullyIcharacterizedIchromothripsisIinIaIpatientIwithI²angerVviedionI
syndromeIandIrorneliaIdeI²angeIsyndromeVcWIJournalcofcHumancGeneticsUI2020UIedUIeefVefc 4.3 13

118 veneticIabnormalitiesIinIaIlargeIcohortIofIroffinVSirisIsyndromeIpatientsWIJournalcofcHumancGenetics
UI2019UIecUIZZfbVZZge 4.3 20

117 sifferentItypesIofIsuppressionVburstIpatternsIinIpatientsIwithIepilepsyIofIinfancyIwithImigratingI
focalIseizuresIQtxMuSRWISeizure:cthecJournalcofcthecBritishcEpilepsycAssociationUI2019UIedUIZZgVZab 3.2 3

116 αrimaryIimmunodeficiencyIwithIchronicIenteropathyIandIdevelopmentalIdelayIinIaIboyIarisingIfromI
aInovelIhomozygousIRxαzZIvariantWIJournalcofcHumancGeneticsUI2019UIecUIhddVheY 4.3 18

115 romprehensiveIanalysisIofIcodingIvariantsIhighlightsIgeneticIcomplexityIinIdevelopmentalIandI
epilepticIencephalopathyWINaturecCommunicationsUI2019UIZYUIadYe 17.4 22

114 vermlineVpctivatingIRRpSaIMutationsIrauseIçoonanISyndromeWIAmericancJournalcofcHumanc
GeneticsUI2019UIZYcUIZabbVZacY 11 22

113 RapidIprogressionIofIaIwalkingIdisabilityIinIaIdVyearVoldIboyIwithIaIr²çeImutationWIBraincandc
DevelopmentUI2019UIcZUIfaeVfbY 2.2 5

112 TandemVgenotypesiIrobustIdetectionIofItandemIrepeatIexpansionsIfromIlongIsçpIreadsWIGenomec
BiologyUI2019UIaYUIdg 18.3 53

111 veneticIlandscapeIofIRettIsyndromeVlikeIphenotypesIrevealedIbyIwholeIexomeIsequencingWIJournalc
ofcMedicalcGeneticsUI2019UIdeUIbheVcYf 5.8 20
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110
qiVallelicIrSuZRIMutationsIrauseISkeletalIsysplasiaIofIsysosteosclerosisVαyleIsiseaseISpectrumI
andIsegenerativeItncephalopathyIwithIqrainIMalformationWIAmericancJournalcofcHumancGeneticsUI
2019UIZYcUIhadVhbd

11 56

109 RecurrentIdeInovoIMpαzgxαbIvariantsIcauseIneurologicalIphenotypesWIAnnalscofcNeurologyUI2019UI
gdUIhafVhbb 9.4 15

108 pInovelIhomozygousImutationIofIr²rçaIinIaIpatientIwithIcharacteristicIbrainIMRxIimagesIVIpIfirstI
caseIofIr²rçaVrelatedIleukoencephalopathyIinIyapanWIBraincandcDevelopmentUI2019UIcZUIZYZVZYd 2.2 3

107 vvrIRepeatItxpansionIofIçéTrwaç²rIinIpdultIαatientsIwithI²eukoencephalopathyWIAnnalscofc
NeurologyUI2019UIgeUIheaVheg 9.4 49

106 tntireIuvuZaIduplicationIbyIcomplexIchromosomalIrearrangementsIassociatedIwithIWestI
syndromeWIJournalcofcHumancGeneticsUI2019UIecUIZYYdVZYZc 4.3 4

105 wemorrhagicIstrokeIandIrenovascularIhypertensionIwithIvrangeIsyndromeIarisingIfromIaInovelI
pathogenicIvariantIinIYYZpαZWIJournalcofcHumancGeneticsUI2019UIecUIggdVghY 4.3 8

104 ²ongVreadIsequencingIidentifiesIvvrIrepeatIexpansionsIinIçéTrwaç²rIassociatedIwithIneuronalI
intranuclearIinclusionIdiseaseWINaturecGeneticsUI2019UIdZUIZaZdVZaaZ 36.3 164

103 romprehensiveIgeneticIanalysisIofIdfIfamiliesIwithIclinicallyIsuspectedIrorneliaIdeI²angeI
syndromeWIJournalcofcHumancGeneticsUI2019UIecUIhefVhfg 4.3 25

102 pIfrequentIvariantIinItheIyapaneseIpopulationIdeterminesIquasiVMendelianIinheritanceIofIrareI
retinalIciliopathyWINaturecCommunicationsUI2019UIZYUIaggc 17.4 15

101 TheI²iberfarbIsyndromeUIaImultisystemIdisorderIaffectingIeyeUIearUIboneUIandIbrainIdevelopmentUIisI
causedIbyIaIfounderIpathogenicIvariantIinItheαxSsIgeneWIGeneticscincMedicineUI2019UIaZUIafbcVafcb 8.1 19

100 RecurrentIçUSZIcanonicalIspliceIdonorIsiteImutationIinItwoIunrelatedIindividualsIwithIepilepsyUI
myoclonusUIataxiaIandIscoliosisIVIaIcaseIreportWIBMCcNeurologyUI2019UIZhUIadb 3.1 12

99 pIZaVkbIstructuralIvariationIinIprogressiveImyoclonicIepilepsyIwasInewlyIidentifiedIbyIlongVreadI
wholeVgenomeIsequencingWIJournalcofcHumancGeneticsUI2019UIecUIbdhVbeg 4.3 36

98 çonsenseIvariantsIinISTpvaIresultIinIdistinctIsexVdependentIphenotypesWIJournalcofcHumanc
GeneticsUI2019UIecUIcgfVcha 4.3 14

97 ²eakyIsplicingIvariantIinIsepiapterinIreductaseIdeficiencyiIpreImilderIcasesIescapingIdiagnosisnWI
Neurology:cGeneticsUI2019UIdUIebZh 3.8 6

96 setectingIaIlongIinsertionIvariantIinISpMsZaIbyISMRTIsequencingiIimplicationsIofIlongVreadI
wholeVgenomeIsequencingIforIrepeatIexpansionIdiseasesWIJournalcofcHumancGeneticsUI2019UIecUIZhZVZhf4.3 22

95 SéuTIsyndromeIinIaIpatientIfromIrhileWIAmericancJournalcofcMedicalcGeneticspcPartcAUI2019UIZfhUIbbgVbcY 2.5 5

94 xdentificationIofIdeInovoIrSçzapZIandIrSçzaqIvariantsIinIcasesIofIglobalIdevelopmentalIdelayI
withIseizuresWIJournalcofcHumancGeneticsUI2019UIecUIbZbVbaa 4.3 29

93 rancerIManagementIinIzabukiISyndromeiITheIuirstIraseIofIWilmsITumorIandIaI²iteratureIReviewWI
JournalcofcPediatriccHematologytOncologyUI2018UIcYUIbhZVbhc 1.2 7
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92 seInovoIhotspotIvariantsIinIrYuxαaIcauseIearlyVonsetIepilepticIencephalopathyWIAnnalscofc
NeurologyUI2018UIgbUIfhcVgYe 9.4 37

91 variantsIinIandIcauseIneurodevelopmentalIdisordersWIAnnalscofcClinicalcandcTranslationalcNeurologyUI
2018UIdUIagYVahe 5.3 27

90 tarlyVonsetIepilepticIencephalopathyIandIsevereIdevelopmentalIdelayIinIanIassociationIwithIdeI
novoIdoubleImutationsIinIandWIEpilepsiacOpenUI2018UIbUIgZVgd 4 3

89 seInovoImutationsIofItheIpTαeVZpIgeneIcauseIdevelopmentalIencephalopathyIwithIepilepsyWI
BrainUI2018UIZcZUIZfYbVZfZg 11.2 44

88 pInovelISTXqαZImutationIcausesItypicalIRettIsyndromeIinIaIyapaneseIgirlWIBraincandcDevelopmentUI
2018UIcYUIchbVchf 2.2 9

87 ²ossVofVfunctionIandIgainVofVfunctionImutationsIinIαααbrpIcauseItwoIdistinctIdisordersWIHumanc
MolecularcGeneticsUI2018UIafUIZcaZVZcbb 5.6 23

86 çovelIrecessiveImutationsIinIMSTéZIcauseIcerebellarIatrophyIwithIpigmentaryIretinopathyWIJournalc
ofcHumancGeneticsUI2018UIebUIaebVafY 4.3 15

85 seInovoIvariantsIinIStTsZqIareIassociatedIwithIintellectualIdisabilityUIepilepsyIandIautismWIHumanc
GeneticsUI2018UIZbfUIhdVZYc 6.3 36

84 TwoIyapaneseIcasesIofIepilepticIencephalopathyIassociatedIwithIanIuvuZaImutationWIBraincandc
DevelopmentUI2018UIcYUIfagVfba 2.2 8

83 sysosteosclerosisIisIalsoIcausedIbyITçuRSuZZpImutationWIJournalcofcHumancGeneticsUI2018UIebUIfehVffc 4.3 13

82 seInovoIwsprgImutationIcausesIRettVrelatedIdisorderIwithIdistinctiveIfacialIfeaturesIandImultipleI
congenitalIanomaliesWIBraincandcDevelopmentUI2018UIcYUIcYeVcYh 2.2 10

81 pIrecurrentIhomozygousIvariantIinIsiblingsIwithI²aforaIdiseaseWIHumancGenomecVariationUI2018UIdUIZe 1.8 6

80 pInovelIS²rhpZImutationIcausesIcerebellarIataxiaWIJournalcofcHumancGeneticsUI2018UIebUIZYchVZYdc 4.3 22
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