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j Paper IF Citations

205 wermlineJvariantsJinJtumorJsuppressorJvrXWgJleadJtoJimpairedJubiquitinationJandJaJ
neurodevelopmentalJsyndromeXXJAmericanjJournaljofjHumanjGeneticsVJ2022VJaZiVJfZaWfag 11 0

204 ymatinibVJaJ”ewJqdjuvantJ“edicalJTreatmentJforJ“ultifocalJVillonodularJβynovitisJqssociatedJtoJ
”oonanJβyndromejJqJsaseJüeportJandJLiteratureJüeviewXXJFrontiersjinjMedicineVJ2021VJhVJhaghgc 4.9 0

203
LetterJregardingJtheJarticleJLtwoJgirlsJwithJshortJstatureVJshortJneckVJvertebralJanomaliesVJβprengelJ
deformityJandJintellectualJdisabilityLJRysidorJetJalXVJbZaeSXJEuropeanjJournaljofjMedicaljGeneticsVJ2021
VJfdVJaZdagi

2.6 0

202 xaploinsufficiencyJofJtheJβincYxtqsJcorepressorJcomplexJmemberJβy”crJcausesJaJsyndromicJ
intellectualJdisabilityYautismJspectrumJdisorderXJAmericanjJournaljofjHumanjGeneticsVJ2021VJaZhVJibiWida11 0

201 ”eurodevelopmentalJphenotypesJinJindividualsJwithJpathogenicJvariantsJinXJJournaljofjPhysicalj
EducationjandjSportsjManagementVJ2021VJgVJ 2.8 1

200 uffectsJofJeightJneuropsychiatricJcopyJnumberJvariantsJonJhumanJbrainJstructureXJTranslationalj
PsychiatryVJ2021VJaaVJcii 8.6 3

199 WassociatedJneurodevelopmentalJdisorderXJJournaljofjMedicaljGeneticsVJ2021VJehVJaifWbZd 5.8 4

198 ”uX“yvJencephalopathyjJanJXWlinkedJdisorderJwithJmaleJandJfemaleJphenotypicJpatternsXJGeneticsj
injMedicineVJ2021VJbcVJcfcWcgc 8.1 4

197 zqüytbJhaploinsufficiencyJisJassociatedJwithJaJclinicallyJdistinctJneurodevelopmentalJsyndromeXJ
GeneticsjinjMedicineVJ2021VJbcVJcgdWchc 8.1 0

196 ”europsychologicalJstudyJinJaiJvrenchJpatientsJwithJWhiteWβuttonJsyndromeJandJPOwZJmutationsXJ
ClinicaljGeneticsVJ2021VJiiVJdZgWdag 4 5

195 PathogenicJvariantsJinJTxβtdVJencodingJtheJqtq“TβWlikeJfJproteinVJpredisposeJtoJinheritedJ
thoracicJaorticJaneurysmXJGeneticsjinjMedicineVJ2021VJbcVJaaaWabb 8.1 7

194 somprehensiveJstudyJofJbhJindividualsJwithJβy”cqWrelatedJdisorderJunderscoringJtheJassociatedJ
mildJcognitiveJandJdistinctiveJfacialJphenotypeXJEuropeanjJournaljofjHumanjGeneticsVJ2021VJbiVJfbeWfcf 5.3 4

193 tLwdWrelatedJsynaptopathyjJaJnewJrareJbrainJdisorderXJGeneticsjinjMedicineVJ2021VJbcVJhhhWhii 8.1 0

192 TouchJandJolfactionYtasteJdifferentiateJchildrenJcarryingJaJafpaaXbJdeletionJfromJchildrenJwithJ
qβtXJMolecularjAutismVJ2021VJabVJh 6.5 0

191 xighJrateJofJhypomorphicJvariantsJasJtheJcauseJofJinheritedJataxiaJandJrelatedJdiseasesjJstudyJofJaJ
cohortJofJcffJfamiliesXJGeneticsjinjMedicineVJ2021VJbcVJbafZWbagZ 8.1 2

190 yntegrativeJapproachJtoJinterpretJtYüKaqJvariantsVJleadingJtoJaJfrequentJneurodevelopmentalJ
disorderXJGeneticsjinjMedicineVJ2021VJbcVJbaeZWbaei 8.1 4

189 üLy“JysJaJsandidateJtosageWβensitiveJweneJforJyndividualsJwithJVaryingJtuplicationsJofJXqacVJ
yntellectualJtisabilityVJandJtistinctJvacialJveaturesXJAmericanjJournaljofjHumanjGeneticsVJ2020VJaZgVJaaegWaafi11 1
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188 ”extWgenerationJsequencingJinJaJseriesJofJhZJfetusesJwithJcomplexJcardiacJmalformationsJandYorJ
heterotaxyXJHumanjMutationVJ2020VJdaVJbafgWbagh 4.7 8

187 PsychosocialJympactJofJPredictiveJweneticJTestingJinJxereditaryJxeartJtiseasesjJTheJPüutysTJβtudyXJ
JournaljofjClinicaljMedicineVJ2020VJiVJ 5.1 3

186 mutationsJinJtheJXWlinkedJgeneJcauseJintellectualJdisabilityJwithJpigmentaryJmosaicismJandJstorageJ
disorderWlikeJfeaturesXJJournaljofjMedicaljGeneticsVJ2020VJegVJhZhWhai 5.8 5

185 “utationsJinJtheJKinesinWbJ“otorJKyvcrJsauseJanJqutosomalWtominantJsiliopathyXJAmericanjJournalj
ofjHumanjGeneticsVJ2020VJaZfVJhicWiZd 11 14

184 slinicalJandJ“olecularJβpectrumJofJ”onsyndromicJuarlyWOnsetJOsteoarthritisXJArthritisjandj
RheumatologyVJ2020VJgbVJafhiWafic 9.5 2

183
teJ”ovoJvrameshiftJVariantsJinJtheJ”euronalJβplicingJvactorJ”OVqbJüesultJinJaJsommonJ
sWTerminalJuxtensionJandJsauseJaJβevereJvormJofJ”eurodevelopmentalJtisorderXJAmericanjJournalj
ofjHumanjGeneticsVJ2020VJaZfVJdchWdeb

11 6

182 PathogenicJttXcXJ“utationsJympairJü”qJ“etabolismJandJ”eurogenesisJduringJvetalJsorticalJ
tevelopmentXJNeuronVJ2020VJaZfVJdZdWdbZXeh 13.9 49

181 PrimroseJsyndromejJaJphenotypicJcomparisonJofJpatientsJwithJaJZrTrbZJmissenseJvariantJversusJaJ
cqacXcaJmicrodeletionJincludingJZrTrbZXJEuropeanjJournaljofjHumanjGeneticsVJ2020VJbhVJaZddWaZee 5.3 2

180 qJdominantJvimentinJvariantJcausesJaJrareJsyndromeJwithJprematureJagingXJEuropeanjJournaljofj
HumanjGeneticsVJ2020VJbhVJabahWabcZ 5.3 12

179 riologicalJconceptsJinJhumanJsodiumJchannelJepilepsiesJandJtheirJrelevanceJinJclinicalJpracticeXJ
EpilepsiaVJ2020VJfaVJchgWcii 6.4 35

178 teJ”ovoJβOXfJVariantsJsauseJaJ”eurodevelopmentalJβyndromeJqssociatedJwithJqtxtVJ
sraniosynostosisVJandJOsteochondromasXJAmericanjJournaljofjHumanjGeneticsVJ2020VJaZfVJhcZWhde 11 6

177 iPβsJlineJderivedJfromJaJrloomJsyndromeJpatientJretainsJanJincreasedJdiseaseWspecificJ
sisterWchromatidJexchangeJactivityXJStemjCelljResearchVJ2020VJdcVJaZafif 1.6 2

176 wrowthJchartsJinJKabukiJsyndromeJaXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2020VJahbVJddfWdec 2.5 4

175 wainWofWvunctionJ“”aJTruncationJVariantsJsauseJaJüecognizableJβyndromeJwithJsraniofacialJandJ
rrainJqbnormalitiesXJAmericanjJournaljofjHumanjGeneticsVJ2020VJaZfVJacWbe 11 11

174 üecurrentJarginineJsubstitutionsJinJtheJqsTwbJgeneJareJtheJprimaryJdriverJofJdiseaseJburdenJandJ
severityJinJvisceralJmyopathyXJHumanjMutationVJ2020VJdaVJfdaWfed 4.7 14

173 PhenotypicJspectrumJofJTwvrcJdiseaseWcausingJvariantsJinJaJtutchWvrenchJcohortJandJfirstJreportJofJ
aJhomozygousJpatientXJClinicaljGeneticsVJ2020VJigVJgbcWgcZ 4 5

172 wenotypicJdiversityJandJphenotypicJspectrumJofJinfantileJliverJfailureJsyndromeJtypeJaJdueJtoJ
variantsJinJLqüβaXJGeneticsjinjMedicineVJ2020VJbbVJahfcWahgc 8.1 9

171 tevelopmentalJandJepilepsyJspectrumJofJKs”raJencephalopathyJwithJlongWtermJoutcomeXJ
EpilepsiaVJ2020VJfaVJbdfaWbdgc 6.4 4

(2020-2020)
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170 üibosomopathiesjJ”ewJTherapeuticJPerspectivesXJCellsVJ2020VJiVJ 7.9 7

169 yncreasingJknowledgeJinJdefectsjJlessonsJfromJceJnewJpatientsXJJournaljofjMedicaljGeneticsVJ2020VJ
egVJafZWafh 5.8 11

168 ymmunopathologicalJmanifestationsJinJKabukiJsyndromejJaJregistryJstudyJofJaggJindividualsXJ
GeneticsjinjMedicineVJ2020VJbbVJahaWahh 8.1 12

167 üPLacJVariantsJsauseJβpondyloepimetaphysealJtysplasiaJwithJβevereJβhortJβtatureXJAmericanj
JournaljofjHumanjGeneticsVJ2019VJaZeVJaZdZWaZdg 11 9

166 weneticJabnormalitiesJinJaJlargeJcohortJofJsoffinWβirisJsyndromeJpatientsXJJournaljofjHumanjGenetics
VJ2019VJfdVJaagcWaahf 4.3 20

165 PathogenicJvariantsJinJUβPgJcauseJaJneurodevelopmentalJdisorderJwithJspeechJdelaysVJalteredJ
behaviorVJandJneurologicJanomaliesXJGeneticsjinjMedicineVJ2019VJbaVJagigWahZg 8.1 17

164
riallelicJpathogenicJvariantsJinJtheJlanosterolJsynthaseJgeneJLββJinvolvedJinJtheJcholesterolJ
biosynthesisJcauseJalopeciaJwithJintellectualJdisabilityVJaJrareJrecessiveJneuroectodermalJsyndromeXJ
GeneticsjinjMedicineVJ2019VJbaVJbZbeWbZce

8.1 16

163 ydentificationJofJmobileJretrocopiesJduringJgeneticJtestingjJsonsequencesJforJroutineJdiagnosisXJ
HumanjMutationVJ2019VJdZVJaiicWbZZZ 4.7 4

162 PycnodysostosisjJ”aturalJhistoryJandJmanagementJguidelinesJfromJbgJvrenchJcasesJandJaJliteratureJ
reviewXJClinicaljGeneticsVJ2019VJifVJcZiWcaf 4 15

161 ”ovelJmutationsJinJ”Lw”cJcausingJautismJspectrumJdisorderJandJcognitiveJimpairmentXJHumanj
MutationVJ2019VJdZVJbZbaWbZcb 4.7 23

160
teJnovoJlossWofWfunctionJKs”“qaJvariantsJareJassociatedJwithJaJnewJmultipleJmalformationJ
syndromeJandJaJbroadJspectrumJofJdevelopmentalJandJneurologicalJphenotypesXJHumanjMolecularj
GeneticsVJ2019VJbhVJbicgWbiea

5.6 36

159 VariantsJinJ“utabLVJencodingJaJsubunitJofJtheJmediatorJkinaseJmoduleVJareJresponsibleJforJ
intellectualJdisabilityJassociatedJwithJtranscriptionalJdefectXJGeneticsjinjMedicineVJ2019VJbaVJbgacWbgbb 8.1 14

158 slinicalVJxistopathologicalVJandJ“olecularJtiagnosticsJinJLethalJLungJtevelopmentalJtisordersXJ
AmericanjJournaljofjRespiratoryjandjCriticaljCarejMedicineVJ2019VJbZZVJaZicWaaZa 10.2 20

157 βearchingJforJsecondaryJfindingsjJconsideringJactionabilityJandJpreservingJtheJrightJnotJtoJknowXJ
EuropeanjJournaljofjHumanjGeneticsVJ2019VJbgVJadhaWadhd 5.3 9

156 xeterozygousJVariantsJinJK“TbuJsauseJaJβpectrumJofJ”eurodevelopmentalJtisordersJandJ
upilepsyXJAmericanjJournaljofjHumanjGeneticsVJ2019VJaZdVJabaZWabbb 11 31

155 uxomeJsequencingJidentifiesJaJnovelJmissenseJvariantJinJsTβsJcausingJnonsyndromicJaggressiveJ
periodontitisXJJournaljofjHumanjGeneticsVJ2019VJfdVJfhiWfid 4.3 7

154 PopulationJgeneticJscreeningjJcurrentJissuesJinJaJuuropeanJcountryXJEuropeanjJournaljofjHumanj
GeneticsVJ2019VJbgVJacbaWacbc 5.3 1

153 riallelicJ“YOüwJmutationJcarriersJexhibitJprimaryJbrainJcalcificationJwithJaJdistinctJphenotypeXJ
BrainVJ2019VJadbVJaegcWaehf 11.2 36
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152 VariableJexpressivityJofJsyndromicJr“PdWrelatedJeyeVJbrainVJandJdigitalJanomaliesjJqJreviewJofJtheJ
literatureJandJdescriptionJofJthreeJnewJcasesXJEuropeanjJournaljofjHumanjGeneticsVJ2019VJbgVJacgiWachh 5.3 5

151 rilateralJretinoblastomaJdueJtoJaJgermlineJmutationJofJüraJinJaJchildJwithJdownJsyndromeXJ
OphthalmicjGeneticsVJ2019VJdZVJhf 1.2 0

150 qutosomalJrecessiveJTreacherJsollinsJsyndromeJdueJtoJPOLüasJmutationsjJüeportJofJaJnewJfamilyJ
andJreviewJofJtheJliteratureXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2019VJagiVJaciZWacid 2.5 5

149
WholeJgenomeJpairedWendJsequencingJelucidatesJfunctionalJandJphenotypicJconsequencesJofJ
balancedJchromosomalJrearrangementJinJpatientsJwithJdevelopmentalJdisordersXJJournaljofj
MedicaljGeneticsVJ2019VJefVJebfWece

5.8 29

148 qJstepJtowardsJprecisionJmedicineJinJmanagementJofJsevereJtransientJpolyhydramniosjJ“qwutbJ
variantXJJournaljofjObstetricsjandjGynaecologyVJ2019VJciVJcieWcig 1.3 4

147 OroWdentalJphenotypeJinJpatientsJwithJüU”XbJduplicationXJEuropeanjJournaljofjMedicaljGeneticsVJ
2019VJfbVJheWhi 2.6 6

146 uxpandingJtheJphenotypeJofJtheJXWlinkedJrsOüJmicrophthalmiaJsyndromesXJHumanjGeneticsVJ2019VJ
achVJaZeaWaZfi 6.3 18

145 uncephalopathiesJwithJKs”saJvariantsjJgenotypeWphenotypeWfunctionalJcorrelationsXJAnnalsjofj
ClinicaljandjTranslationaljNeurologyVJ2019VJfVJabfcWabgb 5.3 12

144 wenotypeYphenotypeJcorrelationsJofJchildhoodWonsetJcongenitalJsideroblasticJanaemiaJinJaJ
uuropeanJcohortXJBritishjJournaljofjHaematologyVJ2019VJahgVJecZWedb 4.5 8

143 βuTtbJrelatedJovergrowthJsyndromejJPresentationJofJfourJnewJpatientsJandJreviewJofJtheJ
literatureXJAmericanjJournaljofjMedicaljGeneticsyjPartjC:jSeminarsjinjMedicaljGeneticsVJ2019VJahaVJeZiWeah 3.1 13

142 tevelopmentalJtrajectoriesJofJneuroanatomicalJalterationsJassociatedJwithJtheJafpaaXbJsopyJ
”umberJVariationsXJNeuroImageVJ2019VJbZcVJaafaee 7.9 6

141 “issenseJVariantsJinJtheJxistoneJqcetyltransferaseJsomplexJsomponentJweneJTüüqPJsauseJ
qutismJandJβyndromicJyntellectualJtisabilityXJAmericanjJournaljofjHumanjGeneticsVJ2019VJaZdVJecZWeda 11 17

140 qcanthosisJnigricansVJhypochondroplasiaVJandJvwvücJmutationsjJvindingsJwithJfiveJnewJpatientsVJ
andJaJreviewJofJtheJliteratureXJPediatricjDermatologyVJ2019VJcfVJbdbWbdf 1.9 4

139
ustimatingJtheJeffectJsizeJofJtheJaeúaaXbJrPaWrPbJdeletionJandJitsJcontributionJtoJ
neurodevelopmentalJsymptomsjJrecommendationsJforJpracticeXJJournaljofjMedicaljGeneticsVJ2019VJ
efVJgZaWgaZ

5.8 22

138 üareJvariantsJinJtheJgeneticJbackgroundJmodulateJcognitiveJandJdevelopmentalJphenotypesJinJ
individualsJcarryingJdiseaseWassociatedJvariantsXJGeneticsjinjMedicineVJ2019VJbaVJhafWhbe 8.1 71

137 slinicalJandJfunctionalJcharacterizationJofJrecurrentJmissenseJvariantsJimplicatedJinJTxOsfWrelatedJ
intellectualJdisabilityXJHumanjMolecularjGeneticsVJ2019VJbhVJiebWifZ 5.6 9

136 qJdeJnovoJbqcgXbJdeletionJencompassingJqwqPaJandJβxcrPdJinJaJpatientJwithJautismJandJ
intellectualJdisabilityXJEuropeanjJournaljofjMedicaljGeneticsVJ2019VJfbVJaZcehf 2.6 4

135 Z“yZaJVariantsJsauseJaJβyndromicJ”eurodevelopmentalJtisorderXJAmericanjJournaljofjHumanj
GeneticsVJ2019VJaZdVJcaiWccZ 11 19

(2019-2019)
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134 somplexJsompoundJynheritanceJofJLethalJLungJtevelopmentalJtisordersJtueJtoJtisruptionJofJtheJ
TrXWvwvJPathwayXJAmericanjJournaljofjHumanjGeneticsVJ2019VJaZdVJbacWbbh 11 58

133 xeterozygousJlossWofWfunctionJvariantsJofJ“uyβbJcauseJaJtriadJofJpalatalJdefectsVJcongenitalJheartJ
defectsVJandJintellectualJdisabilityXJEuropeanjJournaljofjHumanjGeneticsVJ2019VJbgVJbghWbiZ 5.3 15

132 KqTfqJβyndromejJgenotypeWphenotypeJcorrelationJinJgfJpatientsJwithJpathogenicJKqTfqJvariantsXJ
GeneticsjinjMedicineVJ2019VJbaVJheZWhfZ 8.1 33

131 slinicalJPresentationJofJaJsomplexJ”eurodevelopmentalJtisorderJsausedJbyJ“utationsJinJqt”PXJ
BiologicaljPsychiatryVJ2019VJheVJbhgWbig 7.9 55

130 tuplicationsJatJaiqacXccJinJpatientsJwithJneurodevelopmentalJdisordersXJNeurology:jGeneticsVJ2018
VJdVJebaZ 3.8 1

129 tiagnosticJstrategyJinJsegmentationJdefectJofJtheJvertebraejJaJretrospectiveJstudyJofJgcJpatientsXJ
JournaljofjMedicaljGeneticsVJ2018VJeeVJdbbWdbi 5.8 8

128 úuantifyingJtheJuffectsJofJafpaaXbJsopyJ”umberJVariantsJonJrrainJβtructurejJqJ“ultisiteJ
weneticWvirstJβtudyXJBiologicaljPsychiatryVJ2018VJhdVJbecWbfd 7.9 33

127 vurtherJdelineationJofJtheJduplicationJsyndromeJphenotypeJinJeiJvrenchJmaleJpatientsVJwithJaJ
particularJfocusJonJmorphologicalJandJneurologicalJfeaturesXJJournaljofjMedicaljGeneticsVJ2018VJeeVJceiWcga5.8 25

126 qJnovelJmutationJinJtheJtransmembraneJfJdomainJofJwqrrübJleadsJtoJaJüettWlikeJphenotypeXJ
AnnalsjofjNeurologyVJ2018VJhcVJdcgWdci 9.4 9

125 üareJsodingJVariantsJinJq”wPTLfJqreJqssociatedJwithJvamilialJvormsJofJyntracranialJqneurysmXJ
AmericanjJournaljofjHumanjGeneticsVJ2018VJaZbVJaccWada 11 25

124 tualJ“olecularJuffectsJofJtominantJüOüqJ“utationsJsauseJTwoJVariantsJofJβyndromicJyntellectualJ
tisabilityJwithJuitherJqutismJorJserebellarJqtaxiaXJAmericanjJournaljofjHumanjGeneticsVJ2018VJaZbVJgddWgei11 30

123 vamilialJautosomalJdominantJsevereJankyloglossiaJwithJtoothJabnormalitiesXJAmericanjJournaljofj
MedicaljGeneticsyjPartjAVJ2018VJagfVJafadWafag 2.5 4

122 teJ”ovoJVariantsJinJtheJvWroxJProteinJvrXOaaJinJbZJyndividualsJwithJaJVariableJ
”eurodevelopmentalJtisorderXJAmericanjJournaljofjHumanjGeneticsVJ2018VJaZcVJcZeWcaf 11 21

121 uxpandingJtheJphenotypicJspectrumJofJvariantsJinJPtudtYPüKqüaqjJfromJacrodysostosisJtoJ
acroscyphodysplasiaXJEuropeanjJournaljofjHumanjGeneticsVJ2018VJbfVJafaaWafbb 5.3 11

120 ”ovelJβUZabJmutationsJinJWeaverWlikeJsyndromeXJClinicaljGeneticsVJ2018VJidVJdfaWdff 4 22

119 ”aturalJhistoryJofJwqTqbJdeficiencyJinJaJsurveyJofJgiJvrenchJandJrelgianJpatientsXJHaematologicaVJ
2018VJaZcVJabghWabhg 6.6 74

118 ”ewJsplicingJpathogenicJvariantJinJurPJcausingJextremeJfamilialJvariabilityJofJ
sonradiWxˆ…nermannWxappleJβyndromeXJEuropeanjJournaljofjHumanjGeneticsVJ2018VJbfVJaghdWagiZ 5.3 3

117 “icroduplicationJinJtheJbpafXapaeJchromosomalJregionJlinkedJtoJdevelopmentalJdelayJandJ
intellectualJdisabilityXJMolecularjCytogeneticsVJ2018VJaaVJci 2 2
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116
teJ”ovoJandJynheritedJLossWofWvunctionJVariantsJinJTLKbjJslinicalJandJwenotypeWPhenotypeJ
uvaluationJofJaJtistinctJ”eurodevelopmentalJtisorderXJAmericanjJournaljofjHumanjGeneticsVJ2018VJ
aZbVJaaieWabZc

11 24

115 vamilialJdeepJendometriosisjJqJrareJmonogenicJdiseaseoXJEuropeanjJournaljofjObstetricsyjGynecologyj
andjReproductivejBiologyVJ2018VJbbaVJaiZWaic 2.4 2

114 telineatingJsyndromejJvromJcongenitalJmicrocephalyJtoJhyperkineticJencephalopathyXJNeurology:j
GeneticsVJ2018VJdVJebha 3.8 29

113 ”ruqjJtevelopmentalJdiseaseJgeneJwithJearlyJgeneralizedJepilepsyJphenotypesXJAnnalsjofj
NeurologyVJ2018VJhdVJghhWgie 9.4 18

112 shromosomeJadqcbXbJymprintedJüegionJtisruptionJasJanJqlternativeJ“olecularJtiagnosisJofJ
βilverWüussellJβyndromeXJJournaljofjClinicaljEndocrinologyjandjMetabolismVJ2018VJaZcVJbdcfWbddf 5.6 32

111 “olecularJdiagnosisJofJPyKcsqWrelatedJovergrowthJspectrumJRPüOβSJinJafbJpatientsJandJ
recommendationsJforJgeneticJtestingXJGeneticsjinjMedicineVJ2017VJaiVJihiWiig 8.1 62

110 teJ”ovoJtisruptionJofJtheJProteasomeJüegulatoryJβubunitJPβ“tabJsausesJaJβyndromicJ
”eurodevelopmentalJtisorderXJAmericanjJournaljofjHumanjGeneticsVJ2017VJaZZVJcebWcfc 11 49

109 rarberWβayJβyndromeJandJqblepharonW“acrostomiaJβyndromejJqJPatientQsJViewXJMolecularj
SyndromologyVJ2017VJhVJagbWagh 1.5 4

108 UnderstandingJtheJPathophysiologyJofJyntracranialJqneurysmjJTheJysq”JProjectXJNeurosurgeryVJ
2017VJhZVJfbaWfbf 3.2 14

107 βexJchromosomeJaneuploidiesJandJcopyWnumberJvariantsjJaJfurtherJexplanationJforJ
neurodevelopmentalJprognosisJvariabilityoXJEuropeanjJournaljofjHumanjGeneticsVJ2017VJbeVJicZWicd 5.3 13

106 riallelicJVariantsJinJOTUtfrJsauseJanJyntellectualJtisabilityJβyndromeJqssociatedJwithJβeizuresJandJ
tysmorphicJveaturesXJAmericanjJournaljofjHumanjGeneticsVJ2017VJaZZVJfgfWfhh 11 36

105 weneticJandJphenotypicJdissectionJofJaqdcqddJmicrodeletionJsyndromeJandJneurodevelopmentalJ
phenotypesJassociatedJwithJmutationsJinJZrTrahJandJx”ü”PUXJHumanjGeneticsVJ2017VJacfVJdfcWdgi 6.3 41

104 “utationsJinJurvcJtisturbJTranscriptionalJProfilesJandJsauseJyntellectualJtisabilityVJqtaxiaVJandJ
vacialJtysmorphismXJAmericanjJournaljofjHumanjGeneticsVJ2017VJaZZVJaagWabg 11 39

103 ”ovelJKs”raJmutationJassociatedJwithJnonWsyndromicJintellectualJdisabilityXJJournaljofjHumanj
GeneticsVJ2017VJfbVJefiWegc 4.3 22

102 teJ”ovoJ“utationsJinJProteinJKinaseJwenesJsq“KbqJandJsq“KbrJsauseJyntellectualJtisabilityXJ
AmericanjJournaljofjHumanjGeneticsVJ2017VJaZaVJgfhWghh 11 81

101 “utationsJinJwüuraLJsauseJrilateralJKidneyJqgenesisJinJxumansJandJ“iceXJAmericanjJournaljofj
HumanjGeneticsVJ2017VJaZaVJhZcWhad 11 41

100 ”ovelJpromotersJandJcodingJfirstJexonsJinJtLwbJlinkedJtoJdevelopmentalJdisordersJandJintellectualJ
disabilityXJGenomejMedicineVJ2017VJiVJfg 14.4 17

99 TwoJnovelJvariantsJinJs”T”qPaJinJtwoJsiblingsJpresentingJwithJcongenitalJhypotoniaJandJ
hypomyelinatingJneuropathyXJEuropeanjJournaljofjHumanjGeneticsVJ2017VJbeVJaeZWaeb 5.3 9

(2017-2018)
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98 qJframeworkJtoJidentifyJcontributingJgenesJinJpatientsJwithJPhelanW“ctermidJsyndromeXJNpjj
GenomicjMedicineVJ2017VJbVJcb 6.2 32

97 “utationsJinJsignalJrecognitionJparticleJβüPedJcauseJsyndromicJneutropeniaJwithJ
βhwachmanWtiamondWlikeJfeaturesXJJournaljofjClinicaljInvestigationVJ2017VJabgVJdZiZWdaZc 15.9 89

96 TreacherJsollinsJsyndromejJaJclinicalJandJmolecularJstudyJbasedJonJaJlargeJseriesJofJpatientsXJ
GeneticsjinjMedicineVJ2016VJahVJdiWef 8.1 78

95 “andibularJdysostosisJwithoutJmicrophthalmiaJcausedJbyJOTXbJdeletionXJAmericanjJournaljofj
MedicaljGeneticsyjPartjAVJ2016VJagZVJbdffWgZ 2.5 4

94 teJ”ovoJTruncatingJVariantsJinJβO”JsauseJyntellectualJtisabilityVJsongenitalJ“alformationsVJandJ
vailureJtoJThriveXJAmericanjJournaljofjHumanjGeneticsVJ2016VJiiVJgbZWgbg 11 28

93
qutosomalWüecessiveJ“utationsJinJqPcrbVJqdaptorWüelatedJProteinJsomplexJcJretaJbJβubunitVJ
sauseJanJuarlyWOnsetJupilepticJuncephalopathyJwithJOpticJqtrophyXJAmericanjJournaljofjHumanj
GeneticsVJ2016VJiiVJacfhWacgf

11 32

92 sontactinWqssociatedJProteinJaJRs”T”qPaSJ“utationsJynduceJsharacteristicJLesionsJofJtheJ
ParanodalJüegionXJJournaljofjNeuropathologyjandjExperimentaljNeurologyVJ2016VJgeVJaaeeWaaei 3.1 23

91 uxpandingJtheJPhenotypeJqssociatedJwithJ”qqaZWüelatedJ”WTerminalJqcetylationJteficiencyXJ
HumanjMutationVJ2016VJcgVJgeeWfd 4.7 49

90 teJ”ovoJTruncatingJ“utationsJinJtheJKinetochoreW“icrotubulesJqttachmentJweneJsxq“PaJsauseJ
βyndromicJyntellectualJtisabilityXJHumanjMutationVJ2016VJcgVJcedWh 4.7 29

89 TheJ”umberJofJwenomicJsopiesJatJtheJafpaaXbJLocusJ“odulatesJLanguageVJVerbalJ“emoryVJandJ
ynhibitionXJBiologicaljPsychiatryVJ2016VJhZVJabiWaci 7.9 57

88 “utationsJinJüyTaJcauseJ”oonanJsyndromeJwithJpossibleJjuvenileJmyelomonocyticJleukemiaJbutJareJ
notJinvolvedJinJacuteJlymphoblasticJleukemiaXJEuropeanjJournaljofjHumanjGeneticsVJ2016VJbdVJaabdWca 5.3 20

87 TheJexpandingJspectrumJofJsOLbqaJgeneJvariantsJy”JacfJpatientsJwithJaJskeletalJdysplasiaJ
phenotypeXJEuropeanjJournaljofjHumanjGeneticsVJ2016VJbdVJiibWaZZZ 5.3 29

86 tefiningJtheJuffectJofJtheJafpaaXbJtuplicationJonJsognitionVJrehaviorVJandJ“edicalJsomorbiditiesXJ
JAMAjPsychiatryVJ2016VJgcVJbZWcZ 14.5 120

85 qbnormalJspindleWlikeJmicrocephalyWassociatedJRqβP“SJmutationsJstronglyJdisruptJneocorticalJ
structureJbutJspareJtheJhippocampusJandJlongWtermJmemoryXJCortexVJ2016VJgdVJaehWgf 3.8 22

84 ”eonatalJ“arfanJβyndromejJüeportJofJaJsaseJwithJanJynheritedJβplicingJ“utationJoutsideJtheJ
”eonatalJtomainXJMolecularjSyndromologyVJ2016VJfVJbhaWf 1.5 3

83 qxialJβpondylometaphysealJtysplasiaJysJsausedJbyJsbaorfbJ“utationsXJPLoSjONEVJ2016VJaaVJeZaeZeee 3.7 21

82 “utationJUpdateJforJKabukiJβyndromeJwenesJK“TbtJandJKt“fqJandJvurtherJtelineationJofJ
XWLinkedJKabukiJβyndromeJβubtypeJbXJHumanjMutationVJ2016VJcgVJhdgWfd 4.7 89

81 ProteinWalteringJ“YxcJvariantsJareJassociatedJwithJaJspectrumJofJphenotypesJextendingJtoJ
spondylocarpotarsalJsynostosisJsyndromeXJEuropeanjJournaljofjHumanjGeneticsVJ2016VJbdVJagdfWagea 5.3 15
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80 teJnovoJ“uyβbJmutationJcausesJsyndromicJdevelopmentalJdelayJwithJpersistentJgastroWesophagealJ
refluxXJJournaljofjHumanjGeneticsVJ2016VJfaVJhceWh 4.3 24

79 wermlineJteJ”ovoJ“utationsJinJw”raJsauseJβevereJ”eurodevelopmentalJtisabilityVJxypotoniaVJ
andJβeizuresXJAmericanjJournaljofjHumanjGeneticsVJ2016VJihVJaZZaWaZaZ 11 70

78 “utationsJinJtheJxusTJdomainJofJ”uttdLJleadJtoJqKTWmTOüJpathwayJderegulationJandJcauseJ
periventricularJnodularJheterotopiaXJNaturejGeneticsVJ2016VJdhVJacdiWaceh 36.3 66

77 LargeJnationalJseriesJofJpatientsJwithJXqbhJduplicationJinvolvingJ“usPbjJtelineationJofJbrainJ“üyJ
abnormalitiesJinJcZJaffectedJpatientsXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2016VJagZqVJaafWbi 2.5 15

76 OncologicJPhenotypeJofJPeripheralJ”euroblasticJTumorsJqssociatedJWithJPxOXbrJ”onWPolyalanineJ
üepeatJuxpansionJ“utationsXJPediatricjBloodjandjCancerVJ2016VJfcVJgaWg 3 11

75 üedefiningJtheJ“utacLJsyndromeXJEuropeanjJournaljofjHumanjGeneticsVJ2015VJbcVJacZhWag 5.3 41

74 tYüKaqJhaploinsufficiencyJcausesJaJnewJrecognizableJsyndromeJwithJmicrocephalyVJintellectualJ
disabilityVJspeechJimpairmentVJandJdistinctJfaciesXJEuropeanjJournaljofjHumanjGeneticsVJ2015VJbcVJadgcWha5.3 63

73 TenJnewJcasesJfurtherJdelineateJtheJsyndromicJintellectualJdisabilityJphenotypeJcausedJbyJ
mutationsJinJtYüKaqXJEuropeanjJournaljofjHumanjGeneticsVJ2015VJbcVJadhbWg 5.3 41

72 qJPotentialJsontributoryJüoleJforJsiliaryJtysfunctionJinJtheJafpaaXbJfZZJkbJrPdWrPeJPathologyXJ
AmericanjJournaljofjHumanjGeneticsVJ2015VJifVJghdWif 11 35

71 “utationsJofJtheJymprintedJstK”asJweneJasJaJsauseJofJtheJOvergrowthJreckwithWWiedemannJ
βyndromejJslinicalJβpectrumJandJvunctionalJsharacterizationXJHumanjMutationVJ2015VJcfVJhidWiZb 4.7 47

70 UβPgJqctsJasJaJ“olecularJüheostatJtoJPromoteJWqβxWtependentJundosomalJProteinJüecyclingJandJ
ysJ“utatedJinJaJxumanJ”eurodevelopmentalJtisorderXJMolecularjCellVJ2015VJeiVJiefWfi 17.6 118

69 weneticsJofJgiantJcellJtumorsJofJboneJ2015VJcdaWcde

68 wenomicJaberrationsJofJtheJsqs”qbtaJgeneJinJthreeJpatientsJwithJepilepsyJandJintellectualJ
disabilityXJEuropeanjJournaljofjHumanjGeneticsVJ2015VJbcVJfbhWcb 5.3 45

67 ”ewJinsightsJintoJgenotypeWphenotypeJcorrelationJforJwLycJmutationsXJEuropeanjJournaljofjHumanj
GeneticsVJ2015VJbcVJibWaZb 5.3 75

66 PatientsJwithJisolatedJoligoYhypodontiaJcausedJbyJüU”XbJduplicationXJAmericanjJournaljofjMedicalj
GeneticsyjPartjAVJ2015VJafgVJachfWiZ 2.5 7

65 qJdeJnovoJqtsYeJmutationJcausesJearlyWonsetJautosomalJdominantJchoreaJandJdystoniaXJ
MovementjDisordersVJ2015VJcZVJdbcWg 7 51

64 upilepticJpatientsJwithJdeJnovoJβTXrPaJmutationsjJKeyJclinicalJfeaturesJbasedJonJbdJcasesXJEpilepsia
VJ2015VJefVJaicaWdZ 6.4 31

63 “uscleJmagneticJresonanceJimagingJabnormalitiesJinJXWlinkedJmyopathyJwithJexcessiveJautophagyXJ
MusclejandjNerveVJ2015VJebVJfgcWhZ 3.4 3
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62
βingleJaminoJacidJchargeJswitchJdefinesJclinicallyJdistinctJprolineWserineWthreonineJ
phosphataseWinteractingJproteinJaJRPβTPyPaSWassociatedJinflammatoryJdiseasesXJJournaljofjAllergyj
andjClinicaljImmunologyVJ2015VJacfVJaccgWde

11.5 73

61
qJrecurrentJKs”úbJporeJmutationJcausingJearlyJonsetJepilepticJencephalopathyJhasJaJmoderateJ
effectJonJ“JcurrentJbutJaltersJsubcellularJlocalizationJofJKvgJchannelsXJNeurobiologyjofjDiseaseVJ
2015VJhZVJhZWib

7.5 45

60 TwoJgirlsJwithJshortJstatureVJshortJneckVJvertebralJanomaliesVJβprengelJdeformityJandJintellectualJ
disabilityXJEuropeanjJournaljofjMedicaljGeneticsVJ2015VJehVJdgWeZ 2.6 4

59
sharacterizationJofJhumanJdiseaseJphenotypesJassociatedJwithJmutationsJinJTüuXaVJü”qβuxbqVJ
ü”qβuxbrVJü”qβuxbsVJβq“xtaVJqtqüVJandJyvyxaXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ
2015VJafgqVJbifWcab

2.5 321

58 viveJchildrenJwithJdeletionsJofJapcdXcJencompassingJqwOaJandJqwOcXJEuropeanjJournaljofjHumanj
GeneticsVJ2015VJbcVJgfaWe 5.3 14

57 wainWofWfunctionJmutationsJinJyvyxaJcauseJaJspectrumJofJhumanJdiseaseJphenotypesJassociatedJwithJ
upregulatedJtypeJyJinterferonJsignalingXJNaturejGeneticsVJ2014VJdfVJeZcWeZi 36.3 376

56 ufficientJstrategyJforJtheJmolecularJdiagnosisJofJintellectualJdisabilityJusingJtargetedJ
highWthroughputJsequencingXJJournaljofjMedicaljGeneticsVJ2014VJeaVJgbdWcf 5.8 177

55 “utationsJinJβLsacqeJcauseJautosomalWrecessiveJepilepticJencephalopathyJwithJseizureJonsetJinJ
theJfirstJdaysJofJlifeXJAmericanjJournaljofjHumanjGeneticsVJ2014VJieVJaacWbZ 11 80

54
rlepharophimosisVJshortJhumeriVJdevelopmentalJdelayJandJhirschsprungJdiseasejJexpandingJtheJ
phenotypicJspectrumJofJ“utabJmutationsXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2014VJ
afdqVJahbaWe

2.5 17

53
slinicalJspectrumJofJfemalesJwithJxssβJmutationjJfromJnoJclinicalJsignsJtoJaJneonatalJlethalJformJofJ
theJmicrophthalmiaJwithJlinearJskinJdefectsJR“LβSJsyndromeXJOrphanetjJournaljofjRarejDiseasesVJ
2014VJiVJec

4.2 20

52 qJnewJmutationJinJtheJsWβxbJdomainJofJPTP”aaJcausesJ”oonanJsyndromeJwithJmultipleJgiantJcellJ
lesionsXJJournaljofjHumanjGeneticsVJ2014VJeiVJegWi 4.3 10

51 qnJemergingJphenotypeJofJXqbbJmicrodeletionsJinJfemalesJwithJsevereJintellectualJdisabilityVJ
hypotoniaJandJbehavioralJabnormalitiesXJJournaljofjHumanjGeneticsVJ2014VJeiVJcZZWf 4.3 19

50 βimilarJearlyJcharacteristicsJbutJvariableJneurologicalJoutcomeJofJpatientsJwithJaJdeJnovoJmutationJ
ofJKs”úbXJOrphanetjJournaljofjRarejDiseasesVJ2013VJhVJhZ 4.2 64

49 üefiningJtheJphenotypeJassociatedJwithJ“uvbsJpointJmutationsXJNeurogeneticsVJ2013VJadVJgaWe 3 46

48
PalmoWPlantarJhyperkeratosisVJintellectualJdisabilityVJandJspasticJparaplegiaJinJtwoJmaternalJhalfJ
brothersjJfurtherJevidenceJforJanJXWlinkedJinheritanceXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ
2013VJafaqVJaciZWc

2.5 1

47
uxudativeJretinopathyVJcerebralJcalcificationsVJduodenalJatresiaVJpreaxialJpolydactylyVJmicropenisVJ
microcephalyJandJshortJstaturejJaJnewJsyndromeoXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ
2013VJafaqVJahbiWcb

2.5 2

46 üenalJphenotypicJvariabilityJinJxtüJsyndromejJglomerularJnephropathyJasJaJnovelJfindingXJEuropeanj
JournaljofjPediatricsVJ2013VJagbVJaZgWaZ 4.1 16

45 TreatmentJresponsesJinJfiveJpatientsJwithJüibbingJdiseaseJincludingJtwoJwithJdffsnTJmissenseJ
mutationsJinJTwv˛†aXJJointjBonejSpineVJ2013VJhZVJfchWdd 2.9 7
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44 qJnovelJmicrodeletionJsyndromeJatJiqbaXacJcharacterisedJbyJmentalJretardationVJspeechJdelayVJ
epilepsyJandJcharacteristicJfacialJfeaturesXJEuropeanjJournaljofjMedicaljGeneticsVJ2013VJefVJafcWgZ 2.6 25

43 WilmsQJtumorJinJpatientsJwithJiqbbXcJmicrodeletionJsyndromeJsuggestsJaJroleJforJPTsxaJinJ
nephroblastomasXJEuropeanjJournaljofjHumanjGeneticsVJ2013VJbaVJghdWg 5.3 19

42 vingerJcreasesJlendJaJhandJinJKabukiJsyndromeXJEuropeanjJournaljofjMedicaljGeneticsVJ2013VJefVJeefWfZ 2.6 9

41 qJnewJformJofJsevereJspondyloepimetaphysealJdysplasiajJclinicalJandJradiologicalJcharacterizationXJ
AmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2013VJafaqVJbfdeWea 2.5 1

40
wqTqtbrJlossWofWfunctionJmutationsJcauseJaJrecognisableJsyndromeJwithJintellectualJdisabilityJandJ
areJassociatedJwithJlearningJdeficitsJandJsynapticJundergrowthJinJtrosophilaXJJournaljofjMedicalj
GeneticsVJ2013VJeZVJeZgWad

5.8 51

39 “utationsJinJβTq“rPVJencodingJaJdeubiquitinatingJenzymeVJcauseJmicrocephalyWcapillaryJ
malformationJsyndromeXJNaturejGeneticsVJ2013VJdeVJeefWfb 36.3 69

38 ”onWUβxbqJmutationsJinJUβxbJpatientsXJHumanjMutationVJ2012VJccVJeZdWaZ 4.7 49

37 xaploinsufficiencyJofJβOXeJatJabpabXaJisJassociatedJwithJdevelopmentalJdelaysJwithJprominentJ
languageJdelayVJbehaviorJproblemsVJandJmildJdysmorphicJfeaturesXJHumanjMutationVJ2012VJccVJgbhWdZ 4.7 62

36 ynactiveJmatriptaseWbJmutantsJfoundJinJyüytqJpatientsJstillJrepressJhepcidinJinJaJtransfectionJassayJ
despiteJhavingJlostJtheirJserineJproteaseJactivityXJHumanjMutationVJ2012VJccVJachhWif 4.7 21

35 teJnovoJduplicationJandJdeletionsJatJgqJinJaJthreeWgenerationJfamilyXJAmericanjJournaljofjMedicalj
GeneticsyjPartjAVJ2012VJaehqVJadicWg 2.5 1

34 “olecularJcharacterizationJofJaqddJmicrodeletionJinJaaJpatientsJrevealsJthreeJcandidateJgenesJforJ
intellectualJdisabilityJandJseizuresXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2012VJaehqVJafccWdZ 2.5 49

33
ProgressiveJpolyepiphysealJdysplasiaJwithJarthropathyjJaJdistinctJdisorderJfromJidiopathicJjuvenileJ
arthritisJandJpseudorheumatoidJdysplasiaoXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2012VJ
aehqVJagedWh

2.5 2

32 ”ablusJmaskWlikeJfacialJsyndromejJdeletionJofJchromosomeJhqbbXaJisJnecessaryJbutJnotJsufficientJtoJ
causeJtheJphenotypeXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2012VJaehqVJbZiaWi 2.5 8

31 santˆ”JsyndromeJisJcausedJbyJmutationsJinJqrssiXJAmericanjJournaljofjHumanjGeneticsVJ2012VJiZVJaZidWaZa11 112

30 uxpandingJtheJβpectrumJofJP““bWstwJPhenotypeXJJIMDjReportsVJ2012VJeVJabcWe 1.9 10

29 qLKJgermlineJmutationsJinJpatientsJwithJneuroblastomajJaJrareJandJweaklyJpenetrantJsyndromeXJ
EuropeanjJournaljofjHumanjGeneticsVJ2012VJbZVJbiaWg 5.3 32

28 ”ephrocalcinosisJRenamelJrenalJsyndromeSJcausedJbyJautosomalJrecessiveJvq“bZqJmutationsXJ
NephronjPhysiologyVJ2012VJabbVJaWf 70

27 “irrorJextremeJr“yJphenotypesJassociatedJwithJgeneJdosageJatJtheJchromosomeJafpaaXbJlocusXJ
NatureVJ2011VJdghVJigWaZb 50.4 322
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26 PhenotypicJspectrumJassociatedJwithJsqβKJlossWofWfunctionJmutationsXJJournaljofjMedicaljGeneticsVJ
2011VJdhVJgdaWea 5.8 88

25 TruncatingJmutationsJinJtheJlastJexonJofJ”OTsxbJcauseJaJrareJskeletalJdisorderJwithJosteoporosisXJ
NaturejGeneticsVJ2011VJdcVJcZfWh 36.3 156

24 qJnewJmicrodeletionJsyndromeJofJeqcaXcJcharacterizedJbyJsevereJdevelopmentalJdelaysVJdistinctiveJ
facialJfeaturesVJandJdelayedJmyelinationXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2011VJaeeqVJgcbWf2.5 40

23
“ultipleJcapillaryJskinJmalformationsVJepilepsyVJmicrocephalyVJmentalJretardationVJhypoplasiaJofJtheJ
distalJphalangesjJreportJofJaJnewJcaseJandJfurtherJdelineationJofJaJnewJsyndromeXJAmericanjJournalj
ofjMedicaljGeneticsyjPartjAVJ2011VJaeeqVJadehWfZ

2.5 14

22 xomozygousJPTu”JdeletionJinJneuroblastomaJarisingJinJaJchildJwithJsowdenJsyndromeXJAmericanj
JournaljofjMedicaljGeneticsyjPartjAVJ2011VJaeeqVJagfcWf 2.5 2

21 sorrigendumJtoJâ��qJ”ewJ“icrodeletionJβyndromeJofJeqcaXcJsharacterizedJbyJβevereJ
tevelopmentalJtelaysVJtistinctiveJvacialJveaturesVJandJtelayedJ“yelinationâ��J2011VJaeeVJbiZcWbiZc 1

20 βerpentineJfibulaWpolycysticJkidneyJsyndromeJcausedJbyJtruncatingJmutationsJinJ”OTsxbXJHumanj
MutationVJ2011VJcbVJabciWdb 4.7 28

19 “esomelicJdysplasiaJKantaputraJtypeJisJassociatedJwithJduplicationsJofJtheJxOXtJlocusJonJ
chromosomeJbqXJEuropeanjJournaljofjHumanjGeneticsVJ2010VJahVJacaZWd 5.3 24

18 “esomeliaWsynostosesJsyndromeJresultsJfromJdeletionJofJβULvaJandJβLsOeqaJgenesJatJhqacXJ
AmericanjJournaljofjHumanjGeneticsVJ2010VJhgVJieWaZZ 11 35

17 ”vaJmicrodeletionsJinJneurofibromatosisJtypeJajJfromJgenotypeJtoJphenotypeXJHumanjMutationVJ
2010VJcaVJuaeZfWah 4.7 176

16 teletionJofJtheJsULdrJgeneJinJaJboyJwithJmentalJretardationVJminorJfacialJanomaliesVJshortJstatureVJ
hypogonadismVJandJataxiaXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2010VJaebqVJageWhZ 2.5 42

15 qxialJspondylometaphysealJdysplasiajJsonfirmationJandJfurtherJdelineationJofJaJnewJβ“tJwithJ
retinalJdystrophyXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2010VJaebqVJaeeZWd 2.5 5

14 sYPgraJmutationsJinJpureJandJcomplexJformsJofJhereditaryJspasticJparaplegiaJtypeJeXJBrainVJ2009VJ
acbVJaehiWfZZ 11.2 93

13 vamilialJframeshiftJβüYJmutationJinheritedJfromJaJmosaicJfatherJwithJtesticularJdysgenesisJ
syndromeXJJournaljofjClinicaljEndocrinologyjandjMetabolismVJ2009VJidVJcdfgWga 5.6 30

12 soneWrodJdystrophyVJgrowthJhormoneJdeficiencyJandJspondyloepiphysealJdysplasiajJreportJofJaJnewJ
caseJwithoutJnephronophtisisXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2009VJadiqVJghhWib 2.5 4

11 “esomelicJdysplasiaJwithJacralJsynostosesJVerloesWtavidWPfeifferJtypejJfollowWupJstudyJdocumentsJ
progressiveJclinicalJcourseXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2009VJadiqVJbbbZWe 2.5 3

10 “utationalVJfunctionalVJandJexpressionJstudiesJofJtheJTsvdJgeneJinJPittWxopkinsJsyndromeXJHumanj
MutationVJ2009VJcZVJffiWgf 4.7 112

9 ThromboxaneJsynthaseJmutationsJinJanJincreasedJboneJdensityJdisorderJRwhosalJsyndromeSXJNaturej
GeneticsVJ2008VJdZVJbhdWf 36.3 55
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8 ynheritedJahqbcJduplicationJinJaJfetusJwithJmultipleJcongenitalJanomaliesXJEuropeanjJournaljofj
MedicaljGeneticsVJ2008VJeaVJbcaWh 2.6 5

7 somplexJconstitutionalJsubtelomericJapcfXcJdeletionYduplicationJinJaJmentallyJretardedJchildJwithJ
neonatalJneuroblastomaXJEuropeanjJournaljofjMedicaljGeneticsVJ2008VJeaVJfgiWhd 2.6 14

6
qJhXbf“bJdeletionJinJfqafJandJaJdXie“bJdeletionJinJbZpabJincludingJzqwaJandJr“PbJinJaJpatientJ
withJqlagilleJsyndromeJandJWolffWParkinsonWWhiteJsyndromeXJEuropeanjJournaljofjMedicaljGeneticsVJ
2008VJeaVJfeaWg

2.6 18

5 wenochondromatosisJtypeJyyjJreportJofJaJnewJpatientJandJfurtherJdelineationJofJtheJphenotypeXJ
AmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2007VJadcqVJaiaiWba 2.5 4

4 ThirdJcaseJofJpaternalJisodisomyJforJchromosomeJgJwithJcysticJfibrosisjJaJnewJpatientJpresentingJ
withJnormalJgrowthXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2007VJadcqVJbfifWi 2.5 21

3
rlepharophimosisWmentalJretardationJRr“üSJsyndromesjJqJproposedJclinicalJclassificationJofJtheJ
soWcalledJOhdoJsyndromeVJandJdelineationJofJtwoJnewJr“üJsyndromesVJoneJXWlinkedJandJoneJ
autosomalJrecessiveXJAmericanjJournaljofjMedicaljGeneticsyjPartjAVJ2006VJadZVJabheWif

2.5 64

2 teJnovoJvariantsJinJtheJPβ“scJproteasomeJqqqWqTPaseJsubunitJgeneJcauseJneurodevelopmentalJ
disordersJassociatedJwithJtypeJyJinterferonopathies 1

1 “utationsJinJurvcJdisturbJtranscriptionalJprofilesJandJunderlieJaJnovelJsyndromeJofJintellectualJ
disabilityVJataxiaJandJfacialJdysmorphism 2
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