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258 qIdeInovoIparadigmIforImaleIinfertilityXXINaturedCommunicationsVI2022VIacVIaed 17.4 2

257 ®ackIofIevidenceIforIaIroleIofIγyWy®aIvariantsIinIhumanImaleIinfertilityXICellVI2021VIahdVIaidaWaidb 56.2 4

256 VariantsIinIwsúqVIXWlinkedIgermWcellIgenomeIintegrityIgeneVIidentifiedIinImenIwithIprimaryI
spermatogenicIfailureXIHumandGeneticsVI2021VIadZVIaafiWaahb 6.3 3

255 uxomeIsequencingIrevealsIvariantsIinIknownIandInovelIcandidateIgenesIforIsevereIspermImotilityI
disordersXIHumandReproductionVI2021VIcfVIbeigWbfaa 5.7 6

254 ScreeningIbyIsingleWmoleculeImolecularIinversionIprobesItargetedIsequencingIpanelIofIcandidateI
genesIofIinfertilityIinIazoospermicIinfertileIzordanianImalesXIHumandFertilityVI2021VIaWh 1.9 1

253 tiseaseIgeneIdiscoveryIinImaleIinfertilityjIpastVIpresentIandIfutureXIHumandGeneticsVI2021VIadZVIgWai 6.3 21

252 qIglobalIapproachItoIaddressingItheIpolicyVIresearchIandIsocialIchallengesIofImaleIreproductiveI
healthXIHumandReproductiondOpenVI2021VIbZbaVIhoabZZi 6.1 6

251 teleteriousIvariantsIinIXWlinkedIsvqγdgIinduceIasthenoteratozoospermiaIandIprimaryImaleI
infertilityXIAmericandJournaldofdHumandGeneticsVI2021VIaZhVIcZiWcbc 11 16

250 tifferencesIinItheInumberIofIdeInovoImutationsIbetweenIindividualsIareIdueItoIsmallI
familyWspecificIeffectsIandIstochasticityXIGenomedResearchVI2021VIcaVIaeacWaeah 9.7 1

249 VariantIVItefectiveIpiRúqIγrocessingVIandIqzoospermiaXINewdEnglanddJournaldofdMedicineVI2021VI
cheVIgZgWgai 59.2 8

248 qIsystematicIreviewIofItheIvalidatedImonogenicIcausesIofIhumanImaleIinfertilityjIbZbZIupdateIandI
aIdiscussionIofIemergingIgeneWdiseaseIrelationshipsXIHumandReproductiondUpdateVI2021VI 15.8 19

247 γrogrammedIsellIteathIbW®ikeIRSIysIRequiredIforIMouseIumbryonicItevelopmentXIGy:dGenesrd
GenomesrdGeneticsVI2020VIaZVIdddiWddeg 3.2 1

246 MutationsIinItheIVWqTγaseIqssemblyIvactorIVMqbaIsauseIaIsongenitalItisorderIofIwlycosylationI
WithIqutophagicI®iverItiseaseXIHepatologyVI2020VIgbVIaifhWaihf 11.2 20

245 uxomeIsequencingIrevealsInovelIcausesIasIwellIasInewIcandidateIgenesIforIhumanI
globozoospermiaXIHumandReproductionVI2020VIceVIbdZWbeb 5.7 14

244 qberrantIuxpressionsIandIVariantIScreeningIofIinIyndonesianIxirschsprungIγatientsXIFrontiersdind
PediatricsVI2020VIhVIfZ 3.4 5

243 riWallelicIMutationsIinIMaqγIqreIaIvrequentIsauseIofIMeioticIqrrestIandISeverelyIympairedI
SpermatogenesisI®eadingItoIMaleIynfertilityXIAmericandJournaldofdHumandGeneticsVI2020VIaZgVIcdbWcea 11 19

242 teInovoIvariantsIinIvrXαaaIcauseIaIsyndromicIformIofIintellectualIdisabilityIwithIbehavioralI
problemsIandIdysmorphismsXIEuropeandJournaldofdHumandGeneticsVI2019VIbgVIgchWgdf 5.3 11
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241 MissenseIvariantsIinIúαXaIandIpbbphoxIinIaIcaseIofIveryWearlyWonsetIinflammatoryIbowelIdiseaseI
areIfunctionallyIlinkedItoIúαtbXIJournaldofdPhysicaldEducationdanddSportsdManagementVI2019VIeVI 2.8 11

240 uxomeIsequencingIinIroutineIdiagnosticsjIaIgenericItestIforIbedIpatientsIwithIprimaryI
immunodeficienciesXIGenomedMedicineVI2019VIaaVIch 14.4 27

239 qIsystemsIgenomicsIapproachIidentifiesIasIaIsusceptibilityIfactorIinIrecurrentIvulvovaginalI
candidiasisXISciencedTranslationaldMedicineVI2019VIaaVI 17.5 25

238 MetatomejIγathogenicityIanalysisIofIgeneticIvariantsIthroughIaggregationIofIhomologousIhumanI
proteinIdomainsXIHumandMutationVI2019VIdZVIaZcZWaZch 4.7 58

237 qIsystematicIreviewIandIstandardizedIclinicalIvalidityIassessmentIofImaleIinfertilityIgenesXIHumand
ReproductionVI2019VIcdVIicbWida 5.7 78

236 teIúovoIMutationsIReflectItevelopmentIandIqgingIofItheIxumanIwermlineXITrendsdindGeneticsVI
2019VIceVIhbhWhci 8.5 34

235 vrontIsoverVIVolumeIdZVIyssueIhXIHumandMutationVI2019VIdZVIiWi 4.7 18

234 TheIroleIofIdeInovoImutationsIinIadultWonsetIneurodegenerativeIdisordersXIActadNeuropathologicaVI
2019VIacgVIahcWbZg 14.3 29

233 wermlineIdeInovoImutationIclustersIariseIduringIoocyteIagingIinIgenomicIregionsIwithIhighI
doubleWstrandWbreakIincidenceXINaturedGeneticsVI2018VIeZVIdhgWdib 36.3 35

232 SomaticIvariantsIinIautosomalIdominantIgenesIareIaIrareIcauseIofIsporadicIqlzheimerPsIdiseaseXI
AlzheimermsdanddDementiaVI2018VIadVIafcbWafci 1.2 32

231
ustimationIofIminimalIdiseaseIprevalenceIfromIpopulationIgenomicIdatajIqpplicationItoIprimaryI
familialIbrainIcalcificationXIAmericandJournaldofdMedicaldGeneticsdPartdB:dNeuropsychiatricdGeneticsVI
2018VIaggVIfhWgd

3.5 20

230 qIgenotypeWfirstIapproachIidentifiesIanIintellectualIdisabilityWoverweightIsyndromeIcausedIbyIγxyγI
haploinsufficiencyXIEuropeandJournaldofdHumandGeneticsVI2018VIbfVIedWfc 5.3 23

229 γathogenicIvariantsIinIglutamylWtRúqIamidotransferaseIsubunitsIcauseIaIlethalImitochondrialI
cardiomyopathyIdisorderXINaturedCommunicationsVI2018VIiVIdZfe 17.4 24

228 UpstreamIS®sbqaItranslationIinitiationIcausesIw®UTaIdeficiencyIsyndromeXIEuropeandJournaldofd
HumandGeneticsVI2017VIbeVIggaWggd 5.3 11

227 RareIúαXcIVariantsIsonferISusceptibilityItoIqgranulocytosisIturingIThyrostaticITreatmentIofI
wravesPItiseaseXIClinicaldPharmacologydanddTherapeuticsVI2017VIaZbVIaZagWaZbd 6.1 9

226 úextWgenerationItúqIsequencingIidentifiesInovelIgeneIvariantsIandIpathwaysIinvolvedIinIspecificI
languageIimpairmentXIScientificdReportsVI2017VIgVIdfaZe 4.9 49

225 teIúovoITruncatingIMutationsIinItheI®astIandIγenultimateIuxonsIofIγγMatIsauseIanIyntellectualI
tisabilityISyndromeXIAmericandJournaldofdHumandGeneticsVI2017VIaZZVIfeZWfeh 11 36

224 qIclinicalIutilityIstudyIofIexomeIsequencingIversusIconventionalIgeneticItestingIinIpediatricI
neurologyXIGeneticsdindMedicineVI2017VIaiVIaZeeWaZfc 8.1 140
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223 MSTaRImutationIasIaIgeneticIcauseIofI®adyIWindermereIsyndromeXIEuropeandRespiratorydJournalVI
2017VIdiVI 13.6 10

222 sopyIúumberIVariationIinISyndromicIvormsIofIγsychiatricIyllnessjITheIumergingIValueIofIslinicalI
weneticITestingIinIγsychiatryXIAmericandJournaldofdPsychiatryVI2017VIagdVIaZcfWaZeZ 11.9 13

221 αverlappingISuTrγaIgainWofWfunctionImutationsIinISchinzelWwiedionIsyndromeIandIhematologicI
malignanciesXIPLoSdGeneticsVI2017VIacVIeaZZffhc 6 17

220 SpatialIslusteringIofIdeIúovoIMissenseIMutationsIydentifiesIsandidateIúeurodevelopmentalI
tisorderWqssociatedIwenesXIAmericandJournaldofdHumandGeneticsVI2017VIaZaVIdghWdhd 11 50

219 riallelicIvariantsIinIWqRSbIencodingImitochondrialItryptophanylWtRúqIsynthaseIinIsixIindividualsI
withImitochondrialIencephalopathyXIHumandMutationVI2017VIchVIaghfWagie 4.7 15

218 qggregationIofIpopulationWbasedIgeneticIvariationIoverIproteinIdomainIhomologuesIandIitsI
potentialIuseIinIgeneticIdiagnosticsXIHumandMutationVI2017VIchVIadedWadfc 4.7 21

217 ValidationIandIapplicationIofIaInovelIintegratedIgeneticIscreeningImethodItoIaIcohortIofIaVaabImenI
withIidiopathicIazoospermiaIorIsevereIoligozoospermiaXIHumandMutationVI2017VIchVIaeibWafZe 4.7 32

216 UltraWsensitiveISequencingIydentifiesIxighIγrevalenceIofIslonalIxematopoiesisWqssociatedI
MutationsIthroughoutIqdultI®ifeXIAmericandJournaldofdHumandGeneticsVI2017VIaZaVIeZWfd 11 122

215 tetectionIofIclinicallyIrelevantIcopyWnumberIvariantsIbyIexomeIsequencingIinIaIlargeIcohortIofI
geneticIdisordersXIGeneticsdindMedicineVI2017VIaiVIffgWfge 8.1 98

214 uxomeIsequencingIofIγakistaniIconsanguineousIfamiliesIidentifiesIcZInovelIcandidateIgenesIforI
recessiveIintellectualIdisabilityXIMoleculardPsychiatryVI2017VIbbVIafZdWafad 15.1 69

213 MissenseIvariantsIinIqyMγaIgeneIareIimplicatedIinIautosomalIrecessiveIintellectualIdisabilityI
withoutIneurodegenerationXIEuropeandJournaldofdHumandGeneticsVI2016VIbdVIcibWi 5.3 14

212 ®RγeIvariantsImayIcontributeItoIqtγ tXIEuropeandJournaldofdHumandGeneticsVI2016VIbdVIbcgWdb 5.3 19

211 uvaluatingIaIcounsellingIstrategyIforIdiagnosticIWuSIinIpaediatricIneurologyjIanIexplorationIofI
parentsPIinformationIandIcommunicationIneedsXIClinicaldGeneticsVI2016VIhiVIbddWeZ 4 20

210 shromosomalIabnormalitiesIinIhepaticIcystsIpointItoInovelIpolycysticIliverIdiseaseIgenesXIEuropeand
JournaldofdHumandGeneticsVI2016VIbdVIagZgWagad 5.3 9

209
teIúovoIMutationsIinISαúItisruptIRúqISplicingIofIwenesIussentialIforIrrainItevelopmentIandI
MetabolismVIsausingIanIyntellectualWtisabilityISyndromeXIAmericandJournaldofdHumandGeneticsVI2016
VIiiVIgaaWgai

11 44

208 qTγfqγaIdeficiencyIcausesIanIimmunodeficiencyIwithIhepatopathyVIcognitiveIimpairmentIandI
abnormalIproteinIglycosylationXINaturedCommunicationsVI2016VIgVIaafZZ 17.4 83

207 SequenceIvariationIbetweenIdfbIhumanIindividualsIfineWtunesIfunctionalIsitesIofIRúqIprocessingXI
ScientificdReportsVI2016VIfVIcbdZf 4.9 21

206 γarentWofWoriginWspecificIsignaturesIofIdeInovoImutationsXINaturedGeneticsVI2016VIdhVIiceWi 36.3 174
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205 teInovoIlossWofWfunctionImutationsIinIWqsIcauseIaIrecognizableIintellectualIdisabilityIsyndromeI
andIlearningIdeficitsIinItrosophilaXIEuropeandJournaldofdHumandGeneticsVI2016VIbdVIaadeWec 5.3 23

204 TRyαIlossIofIfunctionIisIassociatedIwithImildIintellectualIdisabilityIandIaffectsIdendriticIbranchingI
andIsynapseIfunctionXIHumandMoleculardGeneticsVI2016VIbeVIhibWiZb 5.6 56

203 ynfluenceIofIpaternalIageIonIongoingIpregnancyIrateIatIeightIweeksPIgestationIinIassistedI
reproductionXIReproductivedBioMedicinedOnlineVI2016VIcbVIifWaZc 4 11

202 sstsaaeIteficiencyIsausesIaItisorderIofIwolgiIxomeostasisIwithIqbnormalIγroteinIwlycosylationXI
AmericandJournaldofdHumandGeneticsVI2016VIihVIcaZWba 11 65

201
TMuMaiiIteficiencyIysIaItisorderIofIwolgiIxomeostasisIsharacterizedIbyIulevatedI
qminotransferasesVIqlkalineIγhosphataseVIandIsholesterolIandIqbnormalIwlycosylationXIAmericand
JournaldofdHumandGeneticsVI2016VIihVIcbbWcZ

11 53

200 weneticIstudiesIinIintellectualIdisabilityIandIrelatedIdisordersXINaturedReviewsdGeneticsVI2016VIagVIiWah 30.1 410

199 tifferentIralanceIofIWntISignalingIinIqdultIandIvetalIroneIMarrowWterivedIMesenchymalIStromalI
sellsXIStemdCellsdanddDevelopmentVI2016VIbeVIicdWdg 4.4 7

198 teInovoIlossWofWfunctionImutationsIinIXWlinkedISMsaqIcauseIsevereIytIandItherapyWresistantI
epilepsyIinIfemalesjIexpandingItheIphenotypicIspectrumXIClinicaldGeneticsVI2016VIiZVIdacWdai 4 20

197 úewIinsightsIintoItheIgenerationIandIroleIofIdeInovoImutationsIinIhealthIandIdiseaseXIGenomed
BiologyVI2016VIagVIbda 18.3 215

196 ysItheIMaZZZIwenomeIasIúearIasIWeIThinkoIqIsostIqnalysisIofIúextWwenerationISequencingXIClinicald
ChemistryVI2016VIfbVIadehWadfd 5.5 93

195 úovelIbioinformaticIdevelopmentsIforIexomeIsequencingXIHumandGeneticsVI2016VIaceVIfZcWad 6.3 27

194 ymmunologicIdefectsIinIsevereImucocutaneousIxSVWbIinfectionsjIResponseItoIyvúW˛‡ItherapyXI
JournaldofdAllergydanddClinicaldImmunologyVI2016VIachVIhieWhih 11.5 4

193 UnderstandingItheIγsychosocialIuffectsIofIWuSITestIResultsIonIγarentsIofIshildrenIwithIRareI
tiseasesXIJournaldofdGeneticdCounselingVI2016VIbeVIabZgWabad 2.5 48

192 MetaWanalysisIofIbVaZdItriosIprovidesIsupportIforIaZInewIgenesIforIintellectualIdisabilityXINatured
NeuroscienceVI2016VIaiVIaaidWf 25.5 258

191 xomozygousImutationIofISTXrγe®IexplainsIanIautosomalIrecessiveIinfantileWonsetI
neurodegenerativeIdisorderXIHumandMoleculardGeneticsVI2015VIbdVIbZZZWaZ 5.6 14

190 uxomeIsequencingIandIwholeIgenomeIsequencingIforItheIdetectionIofIcopyInumberIvariationXI
ExpertdReviewdofdMoleculardDiagnosticsVI2015VIaeVIaZbcWcb 3.8 52

189 uxomeIsequencingIinIanIadmixedIisolatedIpopulationIindicatesIúvX®aIvariantsIconferIaIriskIforI
specificIlanguageIimpairmentXIPLoSdGeneticsVI2015VIaaVIeaZZdibe 6 32

188 WholeWgenomeIsequencingIrevealsIimportantIroleIforITr aIandIαγTúImutationsIinIfrontotemporalI
lobarIdegenerationIwithoutImotorIneuronIdiseaseXIActadNeuropathologicaVI2015VIacZVIggWib 14.3 222
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187 qIrecentIbottleneckIofIYIchromosomeIdiversityIcoincidesIwithIaIglobalIchangeIinIcultureXIGenomed
ResearchVI2015VIbeVIdeiWff 9.7 235

186 StandardizedIphenotypingIenhancesIMendelianIdiseaseIgeneIidentificationXINaturedGeneticsVI2015VI
dgVIabbbWd 36.3 14

185 sellWvreeIRúqIysIaIReliableIvetoplacentalIMarkerIinIúoninvasiveIvetalISexIteterminationXIClinicald
ChemistryVI2015VIfaVIaeaeWbc 5.5 9

184 qdvantagesIandItisadvantagesIofItifferentIymplementationIStrategiesIofIúonWynvasiveIγrenatalI
TestingIinItownISyndromeIScreeningIγrogrammesXIPublicdHealthdGenomicsVI2015VIahVIbfZWga 1.9 4

183 γatientIexperiencesIwithIgeneIpanelsIbasedIonIexomeIsequencingIinIclinicalIdiagnosticsjIhighI
acceptanceIandIlowIdistressXIClinicaldGeneticsVI2015VIhgVIcaiWbf 4 19

182 teInovoImutationsIinIbetaWcateninIRsTúúraSIappearItoIbeIaIfrequentIcauseIofIintellectualI
disabilityjIexpandingItheImutationalIandIclinicalIspectrumXIHumandGeneticsVI2015VIacdVIigWaZi 6.3 62

181 xeterozygousIgermlineImutationsIinIqbM®aIareIassociatedIwithIaIdisorderIclinicallyIrelatedItoI
úoonanIsyndromeXIEuropeandJournaldofdHumandGeneticsVI2015VIbcVIcagWbd 5.3 48

180 qIúextWwenerationIvrameworkjItecidingIαnITheIRoleIαfIsostsIynITheIslinicalIUseIαfITargetedI
weneIγanelsVIuxomeIqndIwenomeISequencingXIValuedindHealthVI2015VIahVIqceb 3.3 2

179 somparisonIofIuxomeIandIwenomeISequencingITechnologiesIforItheIsompleteIsaptureIofI
γroteinWsodingIRegionsXIHumandMutationVI2015VIcfVIhaeWbb 4.7 107

178 vromIgenesItoIgenomesIinItheIclinicXIGenomedMedicineVI2015VIgVIgh 14.4 11

177 γostWzygoticIγointIMutationsIqreIanIUnderrecognizedISourceIofIteIúovoIwenomicIVariationXI
AmericandJournaldofdHumandGeneticsVI2015VIigVIfgWgd 11 158

176 qImissenseImutationIunderliesIdefectiveISαsSdIfunctionIinIaIfamilyIwithIautoimmunityXIJournaldofd
InternaldMedicineVI2015VIbghVIbZcWaZ 10.8 6

175 TheIdiagnosticIpathwayIinIcomplexIpaediatricIneurologyjIaIcostIanalysisXIEuropeandJournaldofd
PaediatricdNeurologyVI2015VIaiVIbccWi 3.8 35

174 úextWgenerationIsequencingWbasedIgenomeIdiagnosticsIacrossIclinicalIgeneticsIcentersjI
implementationIchoicesIandItheirIeffectsXIEuropeandJournaldofdHumandGeneticsVI2015VIbcVIaadbWeZ 5.3 41

173
uxomeIsequencingIidentifiesIaIdeInovoISsúbqImutationIinIaIpatientIwithIintractableIseizuresVI
severeIintellectualIdisabilityVIopticIatrophyVImuscularIhypotoniaVIandIbrainIabnormalitiesXIEpilepsiaVI
2014VIeeVIebeWi

6.4 47

172 tiagnosticIserumIglycosylationIprofileIinIpatientsIwithIintellectualIdisabilityIasIaIresultIofIMqúaraI
deficiencyXIBrainVI2014VIacgVIaZcZWh 11.2 35

171 slinicalIexomeIsequencingIinIdailyIpracticejIaVZZZIpatientsIandIbeyondXIGenomedMedicineVI2014VIfVIb 14.4 22

170 γlatformIcomparisonIofIdetectingIcopyInumberIvariantsIwithImicroarraysIandIwholeWexomeI
sequencingXIGenomicsdDataVI2014VIbVIaddWadf 10
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169 γarentalIsomaticImosaicismIisIunderrecognizedIandIinfluencesIrecurrenceIriskIofIgenomicI
disordersXIAmericandJournaldofdHumandGeneticsVI2014VIieVIagcWhb 11 172

168 MultipleIphenotypesIinIphosphoglucomutaseIaIdeficiencyXINewdEnglanddJournaldofdMedicineVI2014VI
cgZVIeccWdb 59.2 197

167 MutationsIaffectingItheISqútIdomainIofItuqvaIcauseIintellectualIdisabilityIwithIsevereIspeechI
impairmentIandIbehavioralIproblemsXIAmericandJournaldofdHumandGeneticsVI2014VIidVIfdiWfa 11 51

166 wenomeIsequencingIidentifiesImajorIcausesIofIsevereIintellectualIdisabilityXINatureVI2014VIeaaVIcddWg 50.4 761

165 uxomeIsequencingIidentifiesIthreeInovelIcandidateIgenesIimplicatedIinIintellectualIdisabilityXIPLoSd
ONEVI2014VIiVIeaabfhg 3.7 16

164
WholeWexomeIsequencingIrevealsI®RγeImutationsIandIcanonicalIWntIsignalingIassociatedIwithI
hepaticIcystogenesisXIProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofd
AmericaVI2014VIaaaVIecdcWh

11.5 61

163 MobsterjIaccurateIdetectionIofImobileIelementIinsertionsIinInextIgenerationIsequencingIdataXI
GenomedBiologyVI2014VIaeVIdhh 18.3 62

162 TheIeffectIofIenamelImatrixIderivativeIRumdogain´fiSIonIgeneIexpressionIprofilesIofIhumanIprimaryI
alveolarIboneIcellsXIJournaldofdTissuedEngineeringdanddRegenerativedMedicineVI2014VIhVIdfcWgb 4.4 16

161 tetectionIofIclinicallyIrelevantIcopyInumberIvariantsIwithIwholeWexomeIsequencingXIHumand
MutationVI2013VIcdVIadciWdh 4.7 89

160 γathogenicIorInotoIqssessingItheIclinicalIrelevanceIofIcopyInumberIvariantsXIClinicaldGeneticsVI2013VI
hdVIdaeWba 4 39

159 ydentificationIofIpathogenicIgeneIvariantsIinIsmallIfamiliesIwithIintellectuallyIdisabledIsiblingsIbyI
exomeIsequencingXIJournaldofdMedicaldGeneticsVI2013VIeZVIhZbWaa 5.8 70

158 qIpostWhocIcomparisonIofItheIutilityIofIsangerIsequencingIandIexomeIsequencingIforItheIdiagnosisI
ofIheterogeneousIdiseasesXIHumandMutationVI2013VIcdVIagbaWf 4.7 240

157 xomozygousIandIheterozygousIdisruptionsIofIqú cjIatItheIcrossroadsIofIneurodevelopmentalIandI
psychiatricIdisordersXIHumandMoleculardGeneticsVI2013VIbbVIaifZWgZ 5.6 108

156 rreastIcancerIsizeIestimationIwithIMRyIinIrRsqImutationIcarriersIandIotherIhighIriskIpatientsXI
EuropeandJournaldofdRadiologyVI2013VIhbVIadafWbb 4.7 14

155 M®®bImutationIdetectionIinIhfIpatientsIwithI abukiIsyndromejIaIgenotypeWphenotypeIstudyXI
ClinicaldGeneticsVI2013VIhdVIeciWde 4 66

154 TranscriptomeIandIgenomeIsequencingIuncoversIfunctionalIvariationIinIhumansXINatureVI2013VIeZaVIeZfWaa50.4 1323

153 MutationsIinItheIinterleukinIreceptorIy®aaRqIcauseIautosomalIrecessiveIsrouzonWlikeI
craniosynostosisXIMoleculardGeneticsdlamp;dGenomicdMedicineVI2013VIaVIbbcWcg 2.3 56

152 qIcompoundIheterozygousImutationIinItγqwTaIresultsIinIaIcongenitalIdisorderIofIglycosylationI
withIaIrelativelyImildIphenotypeXIEuropeandJournaldofdHumandGeneticsVI2013VIbaVIhddWi 5.3 18
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151 MutationsIinIrystbVIwhichIencodesIaIgolginIandIimportantImotorIadaptorVIcauseIcongenitalI
autosomalWdominantIspinalImuscularIatrophyXIAmericandJournaldofdHumandGeneticsVI2013VIibVIidfWed 11 122

150 γointImutationsIasIaIsourceIofIdeInovoIgeneticIdiseaseXICurrentdOpiniondindGeneticsdandd
DevelopmentVI2013VIbcVIbegWfc 4.9 40

149 shallengesIforIimplementingInextWgenerationIsequencingWbasedIgenomeIdiagnosticsjIitPsIalsoItheI
peopleVInotIjustItheImachinesXIPersonalizeddMedicineVI2013VIaZVIdgcWdhd 2.2 9

148 qImutationIinItheIvqMcfqIgeneVItheIhumanIorthologIofIsαXbZVIimpairsIcytochromeIcIoxidaseI
assemblyIandIisIassociatedIwithIataxiaIandImuscleIhypotoniaXIHumandMoleculardGeneticsVI2013VIbbVIfefWfg5.6 66

147
uxomeIsequencingIidentifiesItYúsbxaImutationsIasIaIcommonIcauseIofIasphyxiatingIthoracicI
dystrophyIRzeuneIsyndromeSIwithoutImajorIpolydactylyVIrenalIorIretinalIinvolvementXIJournaldofd
MedicaldGeneticsVI2013VIeZVIcZiWbc

5.8 103

146
wqTqtbrIlossWofWfunctionImutationsIcauseIaIrecognisableIsyndromeIwithIintellectualIdisabilityIandI
areIassociatedIwithIlearningIdeficitsIandIsynapticIundergrowthIinItrosophilaXIJournaldofdMedicald
GeneticsVI2013VIeZVIeZgWad

5.8 51

145
ZúvdZhIisImutatedIinIfamilialIexudativeIvitreoretinopathyIandIisIcrucialIforItheIdevelopmentIofI
zebrafishIretinalIvasculatureXIProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofd
AmericaVI2013VIaaZVIihefWfa

11.5 112

144 uxomeIsequencingIidentifiesIputativeIdriversIofIprogressionIofItransientImyeloproliferativeI
disorderItoIqM ®IinIinfantsIwithItownIsyndromeXIBloodVI2013VIabbVIeedWfa 2.2 60

143 úovelIγyc ˛‡ImutationIinIaIddWyearWoldImanIwithIchronicIinfectionsIandIchronicIpelvicIpainXIPLoSd
ONEVI2013VIhVIefhaah 3.7 2

142 qnalysisIofIgenesIregulatedIbyItheItranscriptionIfactorI®UMqúIidentifiesIqpoqdIasIaItargetIgeneIinI
dendriticIcellsXIMoleculardImmunologyVI2012VIeZVIffWgc 4.3 17

141
qmplifiedIsegmentIinItheIPtownIsyndromeIcriticalIregionPIonIxSqbaIsharedIbetweenItownI
syndromeIandIeuploidIqM®WMZIexcludesIRUúXaVIuRwIandIuTSbXIBritishdJournaldofdHaematologyVI
2012VIaegVIaigWbZZ

4.5 9

140 tiagnosticIexomeIsequencingIinIpersonsIwithIsevereIintellectualIdisabilityXINewdEnglanddJournaldofd
MedicineVI2012VIcfgVIaibaWi 59.2 1102

139 MutationsIinIttxtbVIencodingIanIintracellularIphospholipaseIqRaSVIcauseIaIrecessiveIformIofI
complexIhereditaryIspasticIparaplegiaXIAmericandJournaldofdHumandGeneticsVI2012VIiaVIaZgcWha 11 128

138 úextWgenerationIgeneticItestingIforIretinitisIpigmentosaXIHumandMutationVI2012VIccVIifcWgb 4.7 232

137 TargetedInextIgenerationIsequencingIrevealsIaInovelIintragenicIdeletionIofItheITγαIgeneIinIaI
familyIwithIintellectualIdisabilityXIArchivesdofdMedicaldResearchVI2012VIdcVIcabWf 6.6 7

136 MutationsIinItheIchromatinImodifierIgeneI qúS®aIcauseItheIagqbaXcaImicrodeletionIsyndromeXI
NaturedGeneticsVI2012VIddVIfciWda 36.3 149

135 teInovoImutationsIinItheIactinIgenesIqsTrIandIqsTwaIcauseIraraitserWWinterIsyndromeXINatured
GeneticsVI2012VIddVIddZWdVISaWb 36.3 181

134 ydentificationIofIcommonIvariantsIassociatedIwithIhumanIhippocampalIandIintracranialIvolumesXI
NaturedGeneticsVI2012VIddVIeebWfa 36.3 498
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133 tisruptionIofIanIuxMTaWassociatedIchromatinWmodificationImoduleIcausesIintellectualIdisabilityXI
AmericandJournaldofdHumandGeneticsVI2012VIiaVIgcWhb 11 165

132 RecurrentIdeInovoImutationsIinIγqsSaIcauseIdefectiveIcranialWneuralWcrestImigrationIandIdefineIaI
recognizableIintellectualWdisabilityIsyndromeXIAmericandJournaldofdHumandGeneticsVI2012VIiaVIaabbWg 11 60

131 teInovoIdiagnosticsIofIpatientsIwithIintellectualIdisabilityXIBMCdProceedingsVI2012VIfVI 2.3 78

130 ValidationIstudyIofIexistingIgeneIexpressionIsignaturesIforIantiWTúvItreatmentIinIpatientsIwithI
rheumatoidIarthritisXIPLoSdONEVI2012VIgVIeccaii 3.7 45

129 ympactIofIwenomewideIStructuralIVariationIonIweneItiscoveryI2012VIddcWdgZ

128 TrisomyIforIsynaptojaninaIinItownIsyndromeIisIfunctionallyIlinkedItoItheIenlargementIofIearlyI
endosomesXIHumandMoleculardGeneticsVI2012VIbaVIcaefWgb 5.6 76

127 tiseaseIgeneIidentificationIstrategiesIforIexomeIsequencingXIEuropeandJournaldofdHumandGeneticsVI
2012VIbZVIdiZWg 5.3 344

126 teInovoImutationsIinIhumanIgeneticIdiseaseXINaturedReviewsdGeneticsVI2012VIacVIefeWge 30.1 551

125 StructuralIgenomicIvariationIinIintellectualIdisabilityXIMethodsdindMoleculardBiologyVI2012VIhchVIggWie 1.4 8

124 MutationsIinIshorfcgVIencodingIaIciliaryIproteinVIareIassociatedIwithIautosomalWrecessiveIretinalI
dystrophiesIwithIearlyImacularIinvolvementXIAmericandJournaldofdHumandGeneticsVI2012VIiZVIaZbWi 11 68

123 ResolvingItheIbreakpointsIofItheIagqbaXcaImicrodeletionIsyndromeIwithInextWgenerationI
sequencingXIAmericandJournaldofdHumandGeneticsVI2012VIiZVIeiiWfac 11 18

122 santˆ”IsyndromeIisIcausedIbyImutationsIinIqrssiXIAmericandJournaldofdHumandGeneticsVI2012VIiZVIaZidWaZa11 112

121 qnIintegratedIframeworkIofIpersonalizedImedicinejIfromIindividualIgenomesItoIparticipatoryI
healthIcareXICroatiandMedicaldJournalVI2012VIecVIcZaWc 1.6 21

120 qImicroduplicationIofItheIRubinsteinWTaybiIregionIonIafpacXcIinIaIgirlIwithIaIbilateralIcompleteI
cleftIlipIandIpalateIandIsevereImentalIretardationXIClinicaldDysmorphologyVI2012VIbaVIbZdWbZg 0.9 7

119 weneIidentificationIinItheIcongenitalIdisordersIofIglycosylationItypeIyIbyIwholeWexomeIsequencingXI
HumandMoleculardGeneticsVI2012VIbaVIdaeaWfa 5.6 126

118 úuclearIreceptorsIúurggIandIúurraImodulateImesenchymalIstromalIcellImigrationXIStemdCellsdandd
DevelopmentVI2012VIbaVIbbhWch 4.4 48

117 MutationsIinItYúsaxaIcauseIsevereIintellectualIdisabilityIwithIneuronalImigrationIdefectsXIJournald
ofdMedicaldGeneticsVI2012VIdiVIagiWhc 5.8 131

116 MutationsIinItheIphospholipidIremodelingIgeneISuRqsaIimpairImitochondrialIfunctionIandI
intracellularIcholesterolItraffickingIandIcauseIdystoniaIandIdeafnessXINaturedGeneticsVI2012VIddVIgigWhZb36.3 147

(2012-2012)
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115 MutationsIinIySγtIcauseIWalkerWWarburgIsyndromeIandIdefectiveIglycosylationIofI˛–WdystroglycanXI
NaturedGeneticsVI2012VIddVIehaWe 36.3 168

114 sommonIvariantsIatIabqadIandIabqbdIareIassociatedIwithIhippocampalIvolumeXINaturedGeneticsVI
2012VIddVIedeWea 36.3 175

113 STqTaImutationsIinIautosomalIdominantIchronicImucocutaneousIcandidiasisXINewdEnglanddJournald
ofdMedicineVI2011VIcfeVIedWfa 59.2 505

112 teInovoInonsenseImutationsIinIqSX®aIcauseIrohringWαpitzIsyndromeXINaturedGeneticsVI2011VIdcVIgbiWca36.3 198

111 UnlockingIMendelianIdiseaseIusingIexomeIsequencingXIGenomedBiologyVI2011VIabVIbbh 18.3 189

110 xeterozygousImutationsIofIvRuMaIareIassociatedIwithIanIincreasedIriskIofIisolatedImetopicI
craniosynostosisIinIhumansIandImiceXIPLoSdGeneticsVI2011VIgVIeaZZbbgh 6 67

109 STqTaIhyperphosphorylationIandIdefectiveIy®abRYy®bcRIsignalingIunderlieIdefectiveIimmunityIinI
autosomalIdominantIchronicImucocutaneousIcandidiasisXIPLoSdONEVI2011VIfVIebibdh 3.7 93

108 yntragenicIdeletionIinItYR aqIleadsItoImentalIretardationIandIprimaryImicrocephalyXIClinicald
GeneticsVI2011VIgiVIbifWi 4 74

107 sommonIvariantsIinItw  IareIstronglyIassociatedIwithIriskIofIhypospadiasXINaturedGeneticsVI2011VI
dcVIdhWeZ 36.3 86

106 xomozygosityImappingIinIoutbredIfamiliesIwithImentalIretardationXIEuropeandJournaldofdHumand
GeneticsVI2011VIaiVIeigWfZa 5.3 23

105 uxomeIsequencingIidentifiesItruncatingImutationsIinIhumanISuRγyúvaIinIautosomalWrecessiveI
osteogenesisIimperfectaXIAmericandJournaldofdHumandGeneticsVI2011VIhhVIcfbWga 11 270

104 shondrodysplasiaIandIabnormalIjointIdevelopmentIassociatedIwithImutationsIinIyMγqtaVIencodingI
theIwolgiWresidentInucleotideIphosphataseVIgγqγγXIAmericandJournaldofdHumandGeneticsVI2011VIhhVIfZhWae11 73

103 siliopathiesIwithIskeletalIanomaliesIandIrenalIinsufficiencyIdueItoImutationsIinItheIyvTWqIgeneI
WtRaiXIAmericandJournaldofdHumandGeneticsVI2011VIhiVIfcdWdc 11 180

102 tisruptionIofIteashirtIzincIfingerIhomeoboxIaIisIassociatedIwithIcongenitalIauralIatresiaIinIhumansXI
AmericandJournaldofdHumandGeneticsVI2011VIhiVIhacWi 11 32

101 γyrosequencingIofIafSIrRúqIgeneIampliconsItoIstudyItheImicrobiotaIinItheIgastrointestinalItractI
ofIcarpIRsyprinusIcarpioI®XSXIAMBdExpressVI2011VIaVIda 4.1 136

100 somprehensiveIgeneticIanalysisIofIαuySIcomplexIrevealsInoIevidenceIforIaIrecurrentImicrodeletionI
orIduplicationXIAmericandJournaldofdMedicaldGeneticsrdPartdAVI2011VIaeeqVIchWdi 2.5 13

99 qInovelIXpbbXaaIdeletionIcausingIaIsyndromeIofIcraniosynostosisIandIperiventricularInodularI
heterotopiaXIAmericandJournaldofdMedicaldGeneticsrdPartdAVI2011VIaeeqVIcaddWg 2.5 5

98 WholeWexomeIsequencingIdetectsIsomaticImutationsIofIytxaIinImetaphysealIchondromatosisIwithI
tWbWhydroxyglutaricIaciduriaIRMsWxwqSXIAmericandJournaldofdMedicaldGeneticsrdPartdAVI2011VIaeeqVIbfZiWaf2.5 40
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97 qssociationIofItheIqlzheimerPsIgeneISαR®aIwithIhippocampalIvolumeIinIyoungVIhealthyIadultsXI
AmericandJournaldofdPsychiatryVI2011VIafhVIaZhcWi 11.9 52

96 teInovoIcopyInumberIvariantsIassociatedIwithIintellectualIdisabilityIhaveIaIpaternalIoriginIandIageI
biasXIJournaldofdMedicaldGeneticsVI2011VIdhVIggfWh 5.8 84

95 tiagnosticIwenomeIγrofilingIinIMentalIRetardationXIAdvancesdindNeurobiologyVI2011VIaggWaid 2.1

94 TheIsqSγRbIcellIadhesionImoleculeIfunctionsIasIaItumorIsuppressorIgeneIinIgliomaXIOncogeneVI
2010VIbiVIfachWdh 9.2 22

93 TrisomicIdoseIofIseveralIchromosomeIbaIgenesIperturbsIhaematopoieticIstemIandIprogenitorIcellI
differentiationIinItownPsIsyndromeXIOncogeneVI2010VIbiVIfaZbWad 9.2 38

92 TheIbqbcXaImicrodeletionIsyndromejIclinicalIandIbehaviouralIphenotypeXIEuropeandJournaldofd
HumandGeneticsVI2010VIahVIafcWgZ 5.3 65

91 teInovoImutationsIofISuTrγaIcauseISchinzelWwiedionIsyndromeXINaturedGeneticsVI2010VIdbVIdhcWe 36.3 362

90 qIdeInovoIparadigmIforImentalIretardationXINaturedGeneticsVI2010VIdbVIaaZiWab 36.3 627

89 xomozygosityImappingIinIpatientsIwithIconeWrodIdystrophyjInovelImutationsIandIclinicalI
characterizationsI2010VIeaVIeidcWea 86

88 RecurrentIinversionIeventsIatIagqbaXcaImicrodeletionIlocusIareIlinkedItoItheIMqγTIxbIhaplotypeXI
CytogeneticdanddGenomedResearchVI2010VIabiVIbgeWi 1.9 22

87 qccurateIdistinctionIofIpathogenicIfromIbenignIsúVsIinImentalIretardationXIPLoSdComputationald
BiologyVI2010VIfVIeaZZZgeb 5 42

86 wenomeWwideIprofilingIofIpfcItúqWbindingIsitesIidentifiesIanIelementIthatIregulatesIgeneI
expressionIduringIlimbIdevelopmentIinItheIgqbaISxvMaIlocusXIPLoSdGeneticsVI2010VIfVIeaZZaZfe 6 142

85 γeriventricularIheterotopiaIinIcommonImicrodeletionIsyndromesXIMoleculardSyndromologyVI2010VIaVIceWda1.5 27

84 weneticIvariationIinIsqsúqasVIaIgeneIassociatedIwithIbipolarIdisorderVIinfluencesIbrainstemIratherI
thanIgrayImatterIvolumeIinIhealthyIindividualsXIBiologicaldPsychiatryVI2010VIfhVIehfWh 7.9 84

83 vunctionalIdifferencesIbetweenImesenchymalIstemIcellIpopulationsIareIreflectedIbyItheirI
transcriptomeXIStemdCellsdanddDevelopmentVI2010VIaiVIdhaWiZ 4.4 109

82 wenomicImicroarraysIinImentalIretardationjIfromIcopyInumberIvariationItoIgeneVIfromIresearchItoI
diagnosisXIJournaldofdMedicaldGeneticsVI2010VIdgVIbhiWig 5.8 121

81 úextWgenerationIsequencingIofIaIdZIMbIlinkageIintervalIrevealsITSγqúabImutationsIinIpatientsI
withIfamilialIexudativeIvitreoretinopathyXIAmericandJournaldofdHumandGeneticsVI2010VIhfVIbdZWg 11 178

80 xomozygosityImappingIrevealsImutationsIofIwRXsRaIasIaIcauseIofIautosomalWrecessiveI
nonsyndromicIhearingIimpairmentXIAmericandJournaldofdHumandGeneticsVI2010VIhfVIachWdg 11 52

(2010-2011)
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79
tisruptionIofItheIpodosomeIadaptorIproteinIT SdIRSxcγXtbrSIcausesItheIskeletalIdysplasiaVIeyeVI
andIcardiacIabnormalitiesIofIvrankWTerIxaarISyndromeXIAmericandJournaldofdHumandGeneticsVI2010VI
hfVIbedWfa

11 67

78 MutationsIinITγRúIcauseIaIprogressiveIformIofIautosomalWrecessiveInonsyndromicIhearingIlossXI
AmericandJournaldofdHumandGeneticsVI2010VIhfVIdgiWhd 11 45

77 uxomeIsequencingIidentifiesIWtRceIvariantsIinvolvedIinISensenbrennerIsyndromeXIAmericand
JournaldofdHumandGeneticsVI2010VIhgVIdahWbc 11 233

76
TargetedInextWgenerationIsequencingIofIaIabXeIMbIhomozygousIregionIrevealsIqúαaZImutationsI
inIpatientsIwithIautosomalWrecessiveIcerebellarIataxiaXIAmericandJournaldofdHumandGeneticsVI2010VI
hgVIhacWi

11 98

75 MassivelyIparallelIsequencingIofIataxiaIgenesIafterIarrayWbasedIenrichmentXIHumandMutationVI2010VI
caVIdidWi 4.7 79

74 RecurrentIdeletionIofIZúvfcZIatIXpaaXbcIisInotIassociatedIwithImentalIretardationXIAmericand
JournaldofdMedicaldGeneticsrdPartdAVI2010VIaebqVIfchWde 2.5 5

73 xighIdensityIgeneIexpressionImicroarraysIandIgeneIontologyIanalysisIforIidentifyingIprocessesIinI
implantedItissueIengineeringIconstructsXIBiomaterialsVI2010VIcaVIhbiiWcab 15.6 18

72 RareIpathogenicImicrodeletionsIandItandemIduplicationsIareImicrohomologyWmediatedIandI
stimulatedIbyIlocalIgenomicIarchitectureXIHumandMoleculardGeneticsVI2009VIahVIcegiWic 5.6 126

71 vorgingIlinksIbetweenIhumanImentalIretardationWassociatedIsúVsIandImouseIgeneIknockoutI
modelsXIPLoSdGeneticsVI2009VIeVIeaZZZeca 6 39

70 tisruptionIofItheIneurexinIaIgeneIisIassociatedIwithIschizophreniaXIHumandMoleculardGeneticsVI2009
VIahVIihhWif 5.6 376

69 wenomicImicroarraysIinImentalIretardationjIaIpracticalIworkflowIforIdiagnosticIapplicationsXIHumand
MutationVI2009VIcZVIbhcWib 4.7 126

68 MolecularIkaryotypingIofIpatientsIwithIunexplainedImentalIretardationIbyISúγIarraysjIaI
multicenterIstudyXIHumandMutationVI2009VIcZVIaZhbWib 4.7 61

67 αvtaIisImutatedIinIXWlinkedIzoubertIsyndromeIandIinteractsIwithI®sqeWencodedIlebercilinXI
AmericandJournaldofdHumandGeneticsVI2009VIheVIdfeWha 11 153

66 TranschromosomicIcellImodelIofItownIsyndromeIshowsIaberrantImigrationVIadhesionIandI
proteomeIresponseItoIextracellularImatrixXIProteomedScienceVI2009VIgVIca 2.6 12

65 súTúqγbIgeneIdosageIvariationIisIassociatedIwithIschizophreniaIandIepilepsyXIMoleculardPsychiatry
VI2008VIacVIbfaWf 15.1 272

64 RecurrentIrearrangementsIofIchromosomeIaqbaXaIandIvariableIpediatricIphenotypesXINewdEnglandd
JournaldofdMedicineVI2008VIceiVIafheWii 59.2 587

63 MappingIofIeqceIchromosomalIrearrangementsIwithinIaIgenomicallyIunstableIregionXIJournaldofd
MedicaldGeneticsVI2008VIdeVIfgbWh 5.8 6

62 ReducedIpurifyingIselectionIprevailsIoverIpositiveIselectionIinIhumanIcopyInumberIvariantI
evolutionXIGenomedResearchVI2008VIahVIagaaWbc 9.7 64

Joris A Veltman

12



61 slinicalIandImolecularIdelineationIofItheIagqbaXcaImicrodeletionIsyndromeXIJournaldofdMedicald
GeneticsVI2008VIdeVIgaZWbZ 5.8 156

60
slinicalIandIcytogeneticIcharacterizationIofIacItutchIpatientsIwithIdeletionIipIsyndromejI
telineationIofItheIcriticalIregionIforIaIconsensusIphenotypeXIAmericandJournaldofdMedicaldGeneticsrd
PartdAVI2008VIadfqVIadcZWh

2.5 74

59 RecurrentIsúVsIdisruptIthreeIcandidateIgenesIinIschizophreniaIpatientsXIAmericandJournaldofd
HumandGeneticsVI2008VIhcVIeZdWaZ 11 220

58 WholeWgenomeIarrayIcomparativeIgenomeIhybridizationjItheIpreferredIdiagnosticIchoiceIinI
postnatalIclinicalIcytogeneticsXIJournaldofdMoleculardDiagnosticsVI2007VIiVIbgg 5.1 9

57 VariationIofIsúVIdistributionIinIfiveIdifferentIethnicIpopulationsXICytogeneticdanddGenomedResearch
VI2007VIaahVIaiWcZ 1.9 43

56
αvotestesIandIXYIsexIreversalIinIaIfemaleIwithIanIinterstitialIiqccXcWqcdXaIdeletionIencompassingI
úReqaIandI®MXarIcausingIfeaturesIofIwenitopatellarIsyndromeXIAmericandJournaldofdMedicald
GeneticsrdPartdAVI2007VIadcqVIaZgaWha

2.5 36

55 wenotypeWphenotypeImappingIofIchromosomeIahqIdeletionsIbyIhighWresolutionIarrayIswxjIanI
updateIofItheIphenotypicImapXIAmericandJournaldofdMedicaldGeneticsrdPartdAVI2007VIadcqVIahehWfg 2.5 93

54 MutationsIinI®sqeVIencodingItheIciliaryIproteinIlebercilinVIcauseI®eberIcongenitalIamaurosisXINatured
GeneticsVI2007VIciVIhhiWie 36.3 148

53 wenomicIcopyInumberIanalysisIinImentalIretardationjIfindingItheIneedlesIinItheIhaystackXIEuropeand
JournaldofdHumandGeneticsVI2007VIaeVIaWb 5.3 4

52 somplexIchromosomeIagpIrearrangementsIassociatedIwithIlowWcopyIrepeatsIinItwoIpatientsIwithI
congenitalIanomaliesXIHumandGeneticsVI2007VIabaVIfigWgZi 6.3 24

51
wenomeWwideIcopyInumberIprofilingIonIhighWdensityIbacterialIartificialIchromosomesVI
singleWnucleotideIpolymorphismsVIandIoligonucleotideImicroarraysjIaIplatformIcomparisonIbasedI
onIstatisticalIpowerIanalysisXIDNAdResearchVI2007VIadVIaWaa

4.5 87

50 sharacterizationIofIaIrecurrentIaeqbdImicrodeletionIsyndromeXIHumandMoleculardGeneticsVI2007VI
afVIefgWgb 5.6 159

49
ydentificationIofInovelImutationsIinIpatientsIwithI®eberIcongenitalIamaurosisIandIjuvenileIRγIbyI
genomeWwideIhomozygosityImappingIwithISúγImicroarraysXIInvestigativedOphthalmologydanddVisuald
ScienceVI2007VIdhVIefiZWh

85

48 xighWresolutionIgenomicImicroarraysIforIXWlinkedImentalIretardationXIGeneticsdindMedicineVI2007VIiVIefZWe8.1 16

47
ynterstitialIbXbIMbIdeletionIatIiqcdIinIaIpatientIwithImentalIretardationIbutIwithoutIclassicalI
featuresIofItheIiqIsubtelomericIdeletionIsyndromeXIAmericandJournaldofdMedicaldGeneticsrdPartdAVI
2006VIadZVIfahWbc

2.5 17

46 wenomicIandIexpressionIprofilingIofIhumanIspermatocyticIseminomasjIprimaryIspermatocyteIasI
tumorigenicIprecursorIandItMRTaIasIcandidateIchromosomeIiIgeneXICancerdResearchVI2006VIffVIbiZWcZb10.1 169

45 MolecularIparametersIassociatedIwithIinsulinomaIprogressionjIchromosomalIinstabilityIversusIpecI
andIs aiIstatusXICytogeneticdanddGenomedResearchVI2006VIaaeVIbhiWig 1.9 22

44 ydentificationIofItumorWspecificImolecularIsignaturesIinIintracranialIependymomaIandIassociationI
withIclinicalIcharacteristicsXIJournaldofdClinicaldOncologyVI2006VIbdVIebbcWcc 2.2 187

(2006-2008)
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43 tiagnosticIgenomeIprofilingjIunbiasedIwholeIgenomeIorItargetedIanalysisoXIJournaldofdMoleculard
DiagnosticsVI2006VIhVIecdWgkIdiscussionIecgWi 5.1 37

42 wenomicImicroarraysIinIclinicalIdiagnosisXICurrentdOpiniondindPediatricsVI2006VIahVIeihWfZc 3.2 27

41
qInovelIbXcIMbImicroduplicationIofIabqbdXbaqbdXbcIdetectedIbyIgenomeWwideItilingWpathI
resolutionIarrayIcomparativeIgenomicIhybridizationIinIaIgirlIwithIsyndromicImentalIretardationXI
ClinicaldDysmorphologyVI2006VIaeVIaccWacg

0.9 7

40 úovelIcandidateItumourIsuppressorIgeneIlociIonIchromosomesIaaqbcWbdIandIbbqacIinvolvedIinI
humanIinsulinomaItumourigenesisXIJournaldofdPathologyVI2006VIbaZVIdeZWh 9.4 26

39 qInewIchromosomeIagqbaXcaImicrodeletionIsyndromeIassociatedIwithIaIcommonIinversionI
polymorphismXINaturedGeneticsVI2006VIchVIiiiWaZZa 36.3 355

38 xoloprosencephalyIandIpreaxialIpolydactylyIassociatedIwithIaIaXbdIMbIduplicationIencompassingI
vrXWaaIatIeqceXaXIJournaldofdHumandGeneticsVI2006VIeaVIgbaWgbf 4.3 15

37 shromosomalIcopyInumberIchangesIinIpatientsIwithInonWsyndromicIXIlinkedImentalIretardationI
detectedIbyIarrayIswxXIJournaldofdMedicaldGeneticsVI2006VIdcVIcfbWgZ 5.8 78

36 sxqRwuIsyndromejItheIphenotypicIspectrumIofImutationsIinItheIsxtgIgeneXIJournaldofdMedicald
GeneticsVI2006VIdcVIcZfWad 5.8 324

35 tiagnosticIgenomeIprofilingIinImentalIretardationXIAmericandJournaldofdHumandGeneticsVI2005VIggVIfZfWaf11 467

34 ydentificationIofIdiseaseIgenesIbyIwholeIgenomeIswxIarraysXIHumandMoleculardGeneticsVI2005VIadI
SpecIúoXIbVIRbaeWbc 5.6 121

33 γdijIydentificationIof´ recurrentIchromosomalIaberrationsIin´ differentItypesIof´ humanIgermIcellI
tumoursIusingIarrayIswxXIEuropeandJournaldofdMedicaldGeneticsVI2005VIdhVIeaaWeab 2.6

32
MolecularIcharacterisationIofIpatientsIwithIsubtelomericIbbqIabnormalitiesIusingIchromosomeI
specificIarrayWbasedIcomparativeIgenomicIhybridisationXIEuropeandJournaldofdHumandGeneticsVI2005VI
acVIaZaiWbd

5.3 39

31
MicroarrayIanalysesIrevealIstrongIinfluenceIofItúqIcopyInumberIalterationsIonItheItranscriptionalI
patternsIinIpancreaticIcancerjIimplicationsIforItheIinterpretationIofIgenomicIamplificationsXI
OncogeneVI2005VIbdVIagidWhZa

9.2 84

30
ydentificationIofIrecurrentIchromosomalIaberrationsIinIgermIcellItumorsIofIneonatesIandIinfantsI
usingIgenomewideIarrayWbasedIcomparativeIgenomicIhybridizationXIGenesdChromosomesdanddCancer
VI2005VIdcVIcfgWgf

5 38

29
wenomeWwideIarrayWbasedIcomparativeIgenomicIhybridizationIrevealsImultipleIamplificationI
targetsIandInovelIhomozygousIdeletionsIinIpancreaticIcarcinomaIcellIlinesXICancerdResearchVI2004VI
fdVIcZebWi

10.1 74

28 qInovelImicrodeletionVIdelRbSRqbbXcqbcXcSIinIaImentallyIretardedIpatientVIdetectedIbyIarrayWbasedI
comparativeIgenomicIhybridizationXIClinicaldGeneticsVI2004VIfeVIdbiWcb 4 21

27 MutationsIinIaInewImemberIofItheIchromodomainIgeneIfamilyIcauseIsxqRwuIsyndromeXINatured
GeneticsVI2004VIcfVIieeWg 36.3 923

26 shromosomeIbbqaaIdeletionIandIpachygyriaIcharacterizedIbyIarrayWbasedIcomparativeIgenomicI
hybridizationXIAmericandJournaldofdMedicaldGeneticsdPartdAVI2004VIacaVIcbbWd 15
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25 ®ossIofIaIsmallIregionIaroundItheIγTuúIlocusIisIaImajorIchromosomeIaZIalterationIinIprostateI
cancerIxenograftsIandIcellIlinesXIGenesdChromosomesdanddCancerVI2004VIciVIagaWhd 5 47

24 xighIresolutionIprofilingIofIXIchromosomalIaberrationsIbyIarrayIcomparativeIgenomicI
hybridisationXIJournaldofdMedicaldGeneticsVI2004VIdaVIdbeWcb 5.8 42

23 xumanImitochondrialIcomplexIyIdeficiencyjIinvestigatingItranscriptionalIresponsesIbyImicroarrayXI
NeuropediatricsVI2003VIcdVIadWbb 1.6 40

22 shromosomalIbreakpointImappingIbyIarrayswxIusingIflowWsortedIchromosomesXIBioTechniquesVI
2003VIceVIaZffWgZ 2.5 34

21 RoleIofIgainIofIabpIinIgermIcellItumourIdevelopmentXIApmisVI2003VIaaaVIafaWgakIdiscussionIagbWc 3.4 106

20 abpWampliconIstructureIanalysisIinItesticularIgermIcellItumorsIofIadolescentsIandIadultsIbyIarrayI
swxXIOncogeneVI2003VIbbVIgfieWgZa 9.2 68

19 tefinitionIofIaIcriticalIregionIonIchromosomeIahIforIcongenitalIauralIatresiaIbyIarrayswxXIAmericand
JournaldofdHumandGeneticsVI2003VIgbVIaeghWhd 11 92

18 qrrayWbasedIcomparativeIgenomicIhybridizationIforItheIgenomewideIdetectionIofIsubmicroscopicI
chromosomalIabnormalitiesXIAmericandJournaldofdHumandGeneticsVI2003VIgcVIabfaWgZ 11 384

17 qrrayWbasedIcomparativeIgenomicIhybridizationIforIgenomeWwideIscreeningIofItúqIcopyInumberI
inIbladderItumorsXICancerdResearchVI2003VIfcVIbhgbWhZ 10.1 178

16 xighWthroughputIanalysisIofIsubtelomericIchromosomeIrearrangementsIbyIuseIofIarrayWbasedI
comparativeIgenomicIhybridizationXIAmericandJournaldofdHumandGeneticsVI2002VIgZVIabfiWgf 11 181

15 qrrayWbasedIcomparativeIgenomicIhybridizationIforItheIdifferentialIdiagnosisIofIrenalIcellIcancerXI
CancerdResearchVI2002VIfbVIiegWfZ 10.1 112

14 SpecificIstepsIinIaneuploidizationIcorrelateIwithIlossIofIheterozygosityIofIipbaVIagpacIandIahqbaIinI
theIprogressionIofIpreWmalignantIlaryngealIlesionsXIInternationaldJournaldofdCancerVI2001VIiaVIaicWaii 7.5 1
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