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n Paper IF Citations

221 MolecularJfindingsJamongJpatientsJreferredJforJclinicalJwholeWexomeJsequencingXJJAMAixiJournaliofi
theiAmericaniMedicaliAssociationVJ2014VJa[]VJ[feZWg 27.4 915

220 StructuralJvariationJinJtheJhumanJgenomeJandJitsJroleJinJdiseaseXJAnnualiReviewiofiMedicineVJ2010VJ
d[VJbaeWcc 17.4 827

219 uenomeJarchitectureVJrearrangementsJandJgenomicJdisordersXJTrendsiiniGeneticsVJ2002VJ[fVJebWf] 8.5 703

218 WholeWgenomeJsequencingJinJaJpatientJwithJqharcotWMarieWToothJneuropathyXJNewiEnglandiJournali
ofiMedicineVJ2010VJad]VJ[[f[Wg[ 59.2 613

217 RecurrentJreciprocalJ[q][X[JdeletionsJandJduplicationsJassociatedJwithJmicrocephalyJorJ
macrocephalyJandJdevelopmentalJandJbehavioralJabnormalitiesXJNatureiGeneticsVJ2008VJbZVJ[bddWe[ 36.3 457

216 uenomicJdisordershJmolecularJmechanismsJforJrearrangementsJandJconveyedJphenotypesXJPLoSi
GeneticsVJ2005VJ[VJebg 6 424

215
RecurrentJreciprocalJ[dp[[X]JrearrangementsJassociatedJwithJglobalJdevelopmentalJdelayVJ
behaviouralJproblemsVJdysmorphismVJepilepsyVJandJabnormalJheadJsizeXJJournaliofiMedicaliGeneticsVJ
2010VJbeVJaa]Wb[

5.8 362

214
uenomicJandJgenicJdeletionsJofJtheJtOXJgeneJclusterJonJ[dq]bX[JandJinactivatingJmutationsJofJ
tOXt[JcauseJalveolarJcapillaryJdysplasiaJandJotherJmalformationsXJAmericaniJournaliofiHumani
GeneticsVJ2009VJfbVJefZWg[

11 328

213 qhromosomeJcatastrophesJinvolveJreplicationJmechanismsJgeneratingJcomplexJgenomicJ
rearrangementsXJCellVJ2011VJ[bdVJffgWgZa 56.2 315

212
qharacterizationJofJPotockiWzupskiJsyndromeJRdupR[eSRp[[X]p[[X]SSJandJdelineationJofJaJ
dosageWsensitiveJcriticalJintervalJthatJcanJconveyJanJautismJphenotypeXJAmericaniJournaliofiHumani
GeneticsVJ2007VJfZVJdaaWbg

11 307

211 UseJofJarrayJquvJinJtheJevaluationJofJdysmorphologyVJmalformationsVJdevelopmentalJdelayVJandJ
idiopathicJmentalJretardationXJCurrentiOpinioniiniGeneticsiandiDevelopmentVJ2007VJ[eVJ[f]Wg] 4.9 256

210 MutantJchromatinJremodelingJproteinJSMoRqoz[JcausesJSchimkeJimmunoWosseousJdysplasiaXJ
NatureiGeneticsVJ2002VJaZVJ][cW]Z 36.3 250

209 revelopmentJandJvalidationJofJaJquvJmicroarrayJforJclinicalJcytogeneticJdiagnosisXJGeneticsiini
MedicineVJ2005VJeVJb]]Wa] 8.1 219

208 UseJofJsxomeJSequencingJforJwnfantsJinJwntensiveJqareJUnitshJoscertainmentJofJSevereJSingleWueneJ
risordersJandJsffectJonJMedicalJManagementXJJAMAiPediatricsVJ2017VJ[e[VJe[eabaf 8.3 215

207 retectionJofJclinicallyJrelevantJexonicJcopyWnumberJchangesJbyJarrayJquvXJHumaniMutationVJ2010VJ
a[VJ[a]dWb] 4.7 195

206 PeriaxinJmutationsJcauseJrecessiveJrejerineWSottasJneuropathyXJAmericaniJournaliofiHumani
GeneticsVJ2001VJdfVJa]cWaa 11 184

205 SomaticJmosaicismhJimplicationsJforJdiseaseJandJtransmissionJgeneticsXJTrendsiiniGeneticsVJ2015VJa[VJaf]Wg]8.5 182
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204 ParentalJsomaticJmosaicismJisJunderrecognizedJandJinfluencesJrecurrenceJriskJofJgenomicJ
disordersXJAmericaniJournaliofiHumaniGeneticsVJ2014VJgcVJ[eaWf] 11 172

203 qlinicalJimplementationJofJchromosomalJmicroarrayJanalysishJsummaryJofJ]c[aJpostnatalJcasesXJ
PLoSiONEVJ2007VJ]VJea]e 3.7 172

202 uenomeJarchitectureJcatalyzesJnonrecurrentJchromosomalJrearrangementsXJAmericaniJournaliofi
HumaniGeneticsVJ2003VJe]VJ[[Z[W[d 11 159

201
PositionJeffectsJdueJtoJchromosomeJbreakpointsJthatJmapJapproximatelyJgZZJybJupstreamJandJ
approximatelyJ[XaJMbJdownstreamJofJSOXgJinJtwoJpatientsJwithJcampomelicJdysplasiaXJAmericani
JournaliofiHumaniGeneticsVJ2005VJedVJdc]Wd]

11 158

200 oJsmallJrecurrentJdeletionJwithinJ[cq[aXaJisJassociatedJwithJaJrangeJofJneurodevelopmentalJ
phenotypesXJNatureiGeneticsVJ2009VJb[VJ[]dgWe[ 36.3 155

199 olveolarJcapillaryJdysplasiaXJAmericaniJournaliofiRespiratoryiandiCriticaliCareiMedicineVJ2011VJ[fbVJ[e]Wg 10.2 147

198 qomplexJrearrangementsJinJpatientsJwithJduplicationsJofJMsqP]JcanJoccurJbyJforkJstallingJandJ
templateJswitchingXJHumaniMoleculariGeneticsVJ2009VJ[fVJ][ffW]Za 5.6 143

197 MicroarrayWbasedJquvJdetectsJchromosomalJmosaicismJnotJrevealedJbyJconventionalJcytogeneticsXJ
AmericaniJournaliofiMedicaliGeneticswiPartiAVJ2007VJ[baoVJ[degWfd 2.5 141

196 PrenatalJdiagnosisJofJchromosomalJabnormalitiesJusingJarrayWbasedJcomparativeJgenomicJ
hybridizationXJGeneticsiiniMedicineVJ2006VJfVJe[gW]e 8.1 139

195 RareJpathogenicJmicrodeletionsJandJtandemJduplicationsJareJmicrohomologyWmediatedJandJ
stimulatedJbyJlocalJgenomicJarchitectureXJHumaniMoleculariGeneticsVJ2009VJ[fVJacegWga 5.6 126

194 MolecularWevolutionaryJmechanismsJforJgenomicJdisordersXJCurrentiOpinioniiniGeneticsiandi
DevelopmentVJ2002VJ[]VJa[]Wg 4.9 126

193 uenomicJimbalancesJinJneonatesJwithJbirthJdefectshJhighJdetectionJratesJbyJusingJchromosomalJ
microarrayJanalysisXJPediatricsVJ2008VJ[]]VJ[a[ZWf 7.4 124

192 ossessingJstructuralJvariationJinJaJpersonalJgenomeWtowardsJaJhumanJreferenceJdiploidJgenomeXJ
BMCiGenomicsVJ2015VJ[dVJ]fd 4.5 117

191
TheJbreakpointJregionJofJtheJmostJcommonJisochromosomeVJiR[eqSVJinJhumanJneoplasiaJisJ
characterizedJbyJaJcomplexJgenomicJarchitectureJwithJlargeVJpalindromicVJlowWcopyJrepeatsXJ
AmericaniJournaliofiHumaniGeneticsVJ2004VJebVJ[W[Z

11 116

190 r≥oJsequenceJofJhumanJchromosomeJ[eJandJanalysisJofJrearrangementJinJtheJhumanJlineageXJ
NatureVJ2006VJbbZVJ[ZbcWg 50.4 114

189 SmallJnoncodingJdifferentiallyJmethylatedJcopyWnumberJvariantsVJincludingJlncR≥oJgenesVJcauseJaJ
lethalJlungJdevelopmentalJdisorderXJGenomeiResearchVJ2013VJ]aVJ]aWaa 9.7 108

188 StructuresJandJmolecularJmechanismsJforJcommonJ[cq[aXaJmicroduplicationsJinvolvingJqvR≥oehJ
benignJorJpathologicalmXJHumaniMutationVJ2010VJa[VJfbZWcZ 4.7 101

187 smergenceJofJaJpredominantJcloneJofJcommunityWacquiredJStaphylococcusJaureusJamongJchildrenJ
inJvoustonVJTexasXJPediatriciInfectiousiDiseaseiJournalVJ2005VJ]bVJ]Z[Wd 3.4 99

(2005-2014)
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186 ruplicationsJofJtOXu[JinJ[bq[]JareJassociatedJwithJdevelopmentalJepilepsyVJmentalJretardationVJ
andJsevereJspeechJimpairmentXJEuropeaniJournaliofiHumaniGeneticsVJ2011VJ[gVJ[Z]We 5.3 96

185 wdentificationJofJchromosomeJabnormalitiesJinJsubtelomericJregionsJbyJmicroarrayJanalysishJaJstudyJ
ofJcVafZJcasesXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2008VJ[bdoVJ]]b]Wc[ 2.5 96

184 qombinedJarrayJquvJplusJS≥PJgenomeJanalysesJinJaJsingleJassayJforJoptimizedJclinicalJtestingXJ
EuropeaniJournaliofiHumaniGeneticsVJ2014VJ]]VJegWfe 5.3 95

183 ≥ovRWmediatedJcopyWnumberJvariantsJinJaJclinicalJpopulationhJmechanisticJinsightsJintoJbothJ
genomicJdisordersJandJMendelizingJtraitsXJGenomeiResearchVJ2013VJ]aVJ[agcWbZg 9.7 95

182 qlinicalJspectrumJassociatedJwithJrecurrentJgenomicJrearrangementsJinJchromosomeJ[eq[]XJ
EuropeaniJournaliofiHumaniGeneticsVJ2010VJ[fVJ]efWfb 5.3 90

181 uenesJinJaJrefinedJSmithWMagenisJsyndromeJcriticalJdeletionJintervalJonJchromosomeJ[ep[[X]JandJ
theJsyntenicJregionJofJtheJmouseXJGenomeiResearchVJ2002VJ[]VJe[aW]f 9.7 88

180 VariabilityJinJclinicalJphenotypeJdespiteJcommonJchromosomalJdeletionJinJSmithWMagenisJ
syndromeJ[delR[eSRp[[X]p[[X]S]XJGeneticsiiniMedicineVJ2003VJcVJbaZWb 8.1 87

179 UseJofJarrayJquvJtoJdetectJexonicJcopyJnumberJvariantsJthroughoutJtheJgenomeJinJautismJfamiliesJ
detectsJaJnovelJdeletionJinJTMzvsXJHumaniMoleculariGeneticsVJ2011VJ]ZVJbadZWeZ 5.6 84

178 PhenotypicJspectrumJandJgenotypeWphenotypeJcorrelationsJofJ≥RX≥[JexonJdeletionsXJEuropeani
JournaliofiHumaniGeneticsVJ2012VJ]ZVJ[]bZWe 5.3 82

177 PhenotypicJmanifestationsJofJcopyJnumberJvariationJinJchromosomeJ[dp[aX[[XJEuropeaniJournaliofi
HumaniGeneticsVJ2011VJ[gVJ]fZWd 5.3 82

176 ≥ovelJtOXt[JmutationsJinJsporadicJandJfamilialJcasesJofJalveolarJcapillaryJdysplasiaJwithJmisalignedJ
pulmonaryJveinsJimplyJaJroleJforJitsJr≥oJbindingJdomainXJHumaniMutationVJ2013VJabVJfZ[W[[ 4.7 80

175
uenomicJandJuenicJreletionsJofJtheJtOXJueneJqlusterJonJ[dq]bX[JandJwnactivatingJMutationsJofJ
tOXt[JqauseJolveolarJqapillaryJrysplasiaJandJOtherJMalformationsXJAmericaniJournaliofiHumani
GeneticsVJ2009VJfcVJcae

11 78

174 ParentJofJoriginVJmosaicismVJandJrecurrenceJriskhJprobabilisticJmodelingJexplainsJtheJbrokenJ
symmetryJofJtransmissionJgeneticsXJAmericaniJournaliofiHumaniGeneticsVJ2014VJgcVJabcWcg 11 76

173 StructureJandJevolutionJofJtheJSmithWMagenisJsyndromeJrepeatJgeneJclustersVJSMSWRsPsXJGenomei
ResearchVJ2002VJ[]VJe]gWaf 9.7 72

172
wdentificationJofJaJrecurrentJmicrodeletionJatJ[eq]aX[q]aX]JflankedJbyJsegmentalJduplicationsJ
associatedJwithJheartJdefectsJandJlimbJabnormalitiesXJAmericaniJournaliofiHumaniGeneticsVJ2010VJ
fdVJbcbWd[

11 71

171 wnsertionalJtranslocationJdetectedJusingJtwSvJconfirmationJofJarrayWcomparativeJgenomicJ
hybridizationJRaquvSJresultsXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2010VJ[c]oVJ[[[[W]d 2.5 71

170 RareJvariantsJinJtheJgeneticJbackgroundJmodulateJcognitiveJandJdevelopmentalJphenotypesJinJ
individualsJcarryingJdiseaseWassociatedJvariantsXJGeneticsiiniMedicineVJ2019VJ][VJf[dWf]c 8.1 71

169 TheJoluWrichJgenomicJarchitectureJofJSPoSTJpredisposesJtoJdiverseJandJfunctionallyJdistinctJ
diseaseWassociatedJq≥VJallelesXJAmericaniJournaliofiHumaniGeneticsVJ2014VJgcVJ[baWd[ 11 66
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168 oJMildJPUM[JMutationJwsJossociatedJwithJodultWOnsetJotaxiaVJwhereasJvaploinsufficiencyJqausesJ
revelopmentalJrelayJandJSeizuresXJCellVJ2018VJ[e]VJg]bWgadXe[[ 56.2 65

167 RoleJofJgenomicJarchitectureJinJPzP[JduplicationJcausingJPelizaeusWMerzbacherJdiseaseXJHumani
MoleculariGeneticsVJ2006VJ[cVJ]]cZWdc 5.6 64

166 RedefinedJgenomicJarchitectureJinJ[cq]bJdirectedJbyJpatientJdeletionYduplicationJbreakpointJ
mappingXJHumaniGeneticsVJ2009VJ[]dVJcfgWdZ] 6.3 63

165 oluWmediatedJdiverseJandJcomplexJpathogenicJcopyWnumberJvariantsJwithinJhumanJchromosomeJ[eJ
atJp[aXaXJHumaniMoleculariGeneticsVJ2015VJ]bVJbZd[Wee 5.6 62

164 PathogeneticsJofJalveolarJcapillaryJdysplasiaJwithJmisalignmentJofJpulmonaryJveinsXJHumani
GeneticsVJ2016VJ[acVJcdgWcfd 6.3 62

163 ObservationJandJpredictionJofJrecurrentJhumanJtranslocationsJmediatedJbyJ≥ovRJbetweenJ
nonhomologousJchromosomesXJGenomeiResearchVJ2011VJ][VJaaWbd 9.7 61

162 qopyJnumberJgainJatJXp]]Xa[JincludesJcomplexJduplicationJrearrangementsJandJrecurrentJ
triplicationsXJHumaniMoleculariGeneticsVJ2011VJ]ZVJ[gecWff 5.6 61

161 SOXgcre[VJaJcisWactingJregulatoryJelementJlocatedJ[X[JMbJupstreamJofJSOXgVJmediatesJitsJ
enhancementJthroughJtheJSvvJpathwayXJHumaniMoleculariGeneticsVJ2007VJ[dVJ[[baWcd 5.6 60

160 qomplexJqompoundJwnheritanceJofJzethalJzungJrevelopmentalJrisordersJrueJtoJrisruptionJofJtheJ
TpXWtutJPathwayXJAmericaniJournaliofiHumaniGeneticsVJ2019VJ[ZbVJ][aW]]f 11 58

159 SotosJsyndromeJcommonJdeletionJisJmediatedJbyJdirectlyJorientedJsubunitsJwithinJinvertedJ
SosWRsPJlowWcopyJrepeatsXJHumaniMoleculariGeneticsVJ2005VJ[bVJcacWb] 5.6 56

158 onJOrganismalJq≥VJMutatorJPhenotypeJRestrictedJtoJsarlyJvumanJrevelopmentXJCellVJ2017VJ[dfVJfaZWfb]Xee56.2 53

157 uenomeWwideJanalysesJofJzw≥sWzw≥sWmediatedJnonallelicJhomologousJrecombinationXJNucleiciAcidsi
ResearchVJ2015VJbaVJ][ffWgf 20.1 52

156 TheJphenotypeJofJrecurrentJ[Zq]]q]aJdeletionsJandJduplicationsXJEuropeaniJournaliofiHumani
GeneticsVJ2011VJ[gVJbZZWf 5.3 52

155 reletionsJofJrecessiveJdiseaseJgeneshJq≥VJcontributionJtoJcarrierJstatesJandJdiseaseWcausingJallelesXJ
GenomeiResearchVJ2013VJ]aVJ[afaWgb 9.7 51

154
retectionJofJcopyWnumberJvariationJinJoUTS]JgeneJbyJtargetedJexonicJarrayJquvJinJpatientsJwithJ
developmentalJdelayJandJautisticJspectrumJdisordersXJEuropeaniJournaliofiHumaniGeneticsVJ2013VJ
][VJabaWd

5.3 50

153 MaleWtoWfemaleJsexJreversalJassociatedJwithJanJapproximatelyJ]cZJkbJdeletionJupstreamJofJ≥RZp[J
RroX[SXJHumaniGeneticsVJ2007VJ[]]VJdaWeZ 6.3 50

152 MutationalJandJgenotypeWphenotypeJcorrelationJanalysesJinJ]fJPolishJpatientsJwithJqorneliaJdeJ
zangeJsyndromeXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2006VJ[bZVJ[ca[Wb[ 2.5 50

151 reJ≥ovoJrisruptionJofJtheJProteasomeJRegulatoryJSubunitJPSMr[]JqausesJaJSyndromicJ
≥eurodevelopmentalJrisorderXJAmericaniJournaliofiHumaniGeneticsVJ2017VJ[ZZVJac]Wada 11 49

(2017-2018)
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150 sxonJdeletionsJofJtheJsPaZZJandJqRsppPJgenesJinJtwoJchildrenJwithJRubinsteinWTaybiJsyndromeJ
detectedJbyJaquvXJEuropeaniJournaliofiHumaniGeneticsVJ2011VJ[gVJbaWg 5.3 49

149 RecurrentJdistalJeq[[X]aJdeletionJincludingJvwP[JandJYWvouJidentifiedJinJpatientsJwithJintellectualJ
disabilitiesVJepilepsyVJandJneurobehavioralJproblemsXJAmericaniJournaliofiHumaniGeneticsVJ2010VJfeVJfceWdc11 48

148 MicrodeletionJandJmicroduplicationJsyndromesXJMethodsiiniMoleculariBiologyVJ2012VJfafVJ]gWec 1.4 47

147 qomparisonJofJchromosomeJanalysisJandJchromosomalJmicroarrayJanalysishJwhatJisJtheJvalueJofJ
chromosomeJanalysisJinJtodayQsJgenomicJarrayJeramXJGeneticsiiniMedicineVJ2013VJ[cVJbcZWe 8.1 47

146 SomaticJmosaicismJdetectedJbyJexonWtargetedVJhighWresolutionJaquvJinJ[ZVad]JconsecutiveJcasesXJ
EuropeaniJournaliofiHumaniGeneticsVJ2014VJ]]VJgdgWef 5.3 46

145 vumanJendogenousJretroviralJelementsJpromoteJgenomeJinstabilityJviaJnonWallelicJhomologousJ
recombinationXJBMCiBiologyVJ2014VJ[]VJeb 7.3 46

144 PopulationJbottlenecksJasJaJpotentialJmajorJshapingJforceJofJhumanJgenomeJarchitectureXJPLoSi
GeneticsVJ2007VJaVJe[[g 6 46

143 PredictingJhumanJgenesJsusceptibleJtoJgenomicJinstabilityJassociatedJwithJYWmediatedJ
rearrangementsXJGenomeiResearchVJ2018VJ]fVJ[]]fW[]b] 9.7 44

142 RareJr≥oJcopyJnumberJvariantsJinJcardiovascularJmalformationsJwithJextracardiacJabnormalitiesXJ
EuropeaniJournaliofiHumaniGeneticsVJ2013VJ][VJ[eaWf[ 5.3 42

141
TwoJdeletionsJoverlappingJaJdistantJtOXt[JenhancerJunravelJtheJroleJofJlncR≥oJzw≥qZ[Zf[JinJ
etiologyJofJalveolarJcapillaryJdysplasiaJwithJmisalignmentJofJpulmonaryJveinsXJAmericaniJournaliofi
MedicaliGeneticswiPartiAVJ2014VJ[dboVJ]Z[aWg

2.5 42

140 wnvertedJlowWcopyJrepeatsJandJgenomeJinstabilityWWaJgenomeWwideJanalysisXJHumaniMutationVJ2013VJ
abVJ][ZW]Z 4.7 41

139 ≥ovelJgqabX[[JgeneJdeletionsJencompassingJcombinationsJofJfourJMendelianJdiseaseJgeneshJ
STXpP[VJSPTo≥[VJs≥uVJandJTOR[oXJGeneticsiiniMedicineVJ2012VJ[bVJfdfWed 8.1 41

138 SevereJmentalJretardationVJseizuresVJandJhypotoniaJdueJtoJdeletionsJofJMst]qXJAmericaniJournaliofi
MedicaliGeneticsiPartiB:iNeuropsychiatriciGeneticsVJ2010VJ[capVJ[Zb]Wc[ 3.5 41

137 uenomicJandJspigeneticJqomplexityJofJtheJtOXt[JzocusJinJ[dq]bX[hJwmplicationsJforJrevelopmentJ
andJriseaseXJCurrentiGenomicsVJ2015VJ[dVJ[ZeW[d 2.6 41

136 sarlyWonsetJseizuresJdueJtoJmosaicJexonicJdeletionsJofJqryzcJinJaJmaleJandJtwoJfemalesXJGeneticsiini
MedicineVJ2011VJ[aVJbbeWc] 8.1 40

135 obsenceJofJheterozygosityJdueJtoJtemplateJswitchingJduringJreplicativeJrearrangementsXJAmericani
JournaliofiHumaniGeneticsVJ2015VJgdVJcccWdb 11 39

134
opplicationJofJarrayJcomparativeJgenomicJhybridizationJinJ[Z]JpatientsJwithJepilepsyJandJ
additionalJneurodevelopmentalJdisordersXJAmericaniJournaliofiMedicaliGeneticsiPartiB:i
NeuropsychiatriciGeneticsVJ2012VJ[cgpVJedZWe[

3.5 39

133 oluWspecificJmicrohomologyWmediatedJdeletionsJinJqryzcJinJfemalesJwithJearlyWonsetJseizureJ
disorderXJNeurogeneticsVJ2009VJ[ZVJadaWg 3 39
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132
wntragenicJrearrangementsJinJ≥RX≥[JinJthreeJfamiliesJwithJautismJspectrumJdisorderVJ
developmentalJdelayVJandJspeechJdelayXJAmericaniJournaliofiMedicaliGeneticsiPartiB:i
NeuropsychiatriciGeneticsVJ2010VJ[capVJgfaWga

3.5 39

131 wdentificationJofJnovelJcandidateJdiseaseJgenesJfromJdeJnovoJexonicJcopyJnumberJvariantsXJGenomei
MedicineVJ2017VJgVJfa 14.4 38

130
vaploinsufficiencyJofJtheJqhromatinJRemodelerJpPTtJqausesJSyndromicJrevelopmentalJandJ
SpeechJrelayVJPostnatalJMicrocephalyVJandJrysmorphicJteaturesXJAmericaniJournaliofiHumani
GeneticsVJ2017VJ[Z[VJcZaWc[c

11 37

129 riagnosticJimplicationsJofJgeneticJcopyJnumberJvariationJinJepilepsyJplusXJEpilepsiaVJ2019VJdZVJdfgWeZd 6.4 37

128 oJfamilialJcaseJofJalveolarJcapillaryJdysplasiaJwithJmisalignmentJofJpulmonaryJveinsJsupportsJ
paternalJimprintingJofJtOXt[JinJhumanXJEuropeaniJournaliofiHumaniGeneticsVJ2013VJ][VJbebWe 5.3 37

127 RecurrentJdeletionsJandJreciprocalJduplicationsJofJ[Zq[[X][q[[X]aJincludingJqvoTJandJSzq[foaJ
areJlikelyJmediatedJbyJcomplexJlowWcopyJrepeatsXJHumaniMutationVJ2012VJaaVJ[dcWeg 4.7 36

126 reletionsJinJchromosomeJdp]]XaWp]bXaVJincludingJoTX≥[VJareJassociatedJwithJdevelopmentalJdelayJ
andJautismJspectrumJdisordersXJMoleculariCytogeneticsVJ2012VJcVJ[e 2 36

125 relineationJofJaJdeletionJregionJcriticalJforJcorpusJcallosalJabnormalitiesJinJchromosomeJ[qbaWqbbXJ
EuropeaniJournaliofiHumaniGeneticsVJ2012VJ]ZVJ[edWg 5.3 36

124
OvotestesJandJXYJsexJreversalJinJaJfemaleJwithJanJinterstitialJgqaaXaWqabX[JdeletionJencompassingJ
≥Rco[JandJzMX[pJcausingJfeaturesJofJuenitopatellarJsyndromeXJAmericaniJournaliofiMedicali
GeneticswiPartiAVJ2007VJ[baoVJ[Ze[Wf[

2.5 36

123 relineationJofJcandidateJgenesJresponsibleJforJstructuralJbrainJabnormalitiesJinJpatientsJwithJ
terminalJdeletionsJofJchromosomeJdq]eXJEuropeaniJournaliofiHumaniGeneticsVJ2015VJ]aVJcbWdZ 5.3 35

122 RecurrentJvsRVWvWmediatedJaq[aX]Wq[aXa[JdeletionsJcauseJaJsyndromeJofJhypotoniaJandJmotorVJ
languageVJandJcognitiveJdelaysXJHumaniMutationVJ2013VJabVJ[b[cW]a 4.7 35

121 wnt]]hW[Yint]]hW]WmediatedJXq]fJrearrangementshJintellectualJdisabilityJassociatedJwithJ
duplicationsJandJinJuteroJmaleJlethalityJwithJdeletionsXJJournaliofiMedicaliGeneticsVJ2011VJbfVJfbZWcZ 5.8 35

120 oJsyndromeJofJshortJstatureVJmicrocephalyJandJspeechJdelayJisJassociatedJwithJduplicationsJ
reciprocalJtoJtheJcommonJSotosJsyndromeJdeletionXJEuropeaniJournaliofiHumaniGeneticsVJ2010VJ[fVJ]cfWd[5.3 35

119
wnterstitialJdeletionJofJdq]cX]Wq]cXahJaJnovelJmicrodeletionJsyndromeJassociatedJwithJmicrocephalyVJ
developmentalJdelayVJdysmorphicJfeaturesJandJhearingJlossXJEuropeaniJournaliofiHumaniGeneticsVJ
2009VJ[eVJceaWf[

5.3 34

118
pranchiootorenalJsyndromeJandJoculoauriculovertebralJspectrumJfeaturesJassociatedJwithJ
duplicationJofJSwX[VJSwXdVJandJOTX]JresultingJfromJaJcomplexJchromosomalJrearrangementXJ
AmericaniJournaliofiMedicaliGeneticswiPartiAVJ2008VJ[bdoVJ]bfZWg

2.5 33

117 wnfantsJwithJotypicalJPresentationsJofJolveolarJqapillaryJrysplasiaJwithJMisalignmentJofJtheJ
PulmonaryJVeinsJWhoJUnderwentJpilateralJzungJTransplantationXJJournaliofiPediatricsVJ2018VJ[gbVJ[cfW[dbXe[3.6 32

116 PhenotypicJexpansionJofJTpXbJmutationsJtoJincludeJacinarJdysplasiaJofJtheJlungsXJAmericaniJournali
ofiMedicaliGeneticswiPartiAVJ2016VJ[eZVJ]bbZWb 2.5 32

115 TheJcomplexJbehavioralJphenotypeJofJ[cq[aXaJmicrodeletionJsyndromeXJGeneticsiiniMedicineVJ2016VJ
[fVJ[[[[W[[[f 8.1 32

(2016-2010)
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114 opplicationJofJarrayJcomparativeJgenomicJhybridizationJinJ]cdJpatientsJwithJdevelopmentalJdelayJ
orJintellectualJdisabilityXJJournaliofiAppliediGeneticsVJ2014VJccVJ[]cWbb 2.5 32

113 TMbSt]ZJancestralJdeletionJandJsusceptibilityJtoJaJpediatricJdisorderJofJearlyJlanguageJdelayJandJ
cerebralJwhiteJmatterJhyperintensitiesXJAmericaniJournaliofiHumaniGeneticsVJ2013VJgaVJ[geW][Z 11 32

112 wncidentalJcopyWnumberJvariantsJidentifiedJbyJroutineJgenomeJtestingJinJaJclinicalJpopulationXJ
GeneticsiiniMedicineVJ2013VJ[cVJbcWcb 8.1 32

111 MechanismsJforJqomplexJqhromosomalJwnsertionsXJPLoSiGeneticsVJ2016VJ[]VJe[ZZdbbd 6 31

110 opplicationJofJcustomWdesignedJoligonucleotideJarrayJquvJinJ[bcJpatientsJwithJautisticJspectrumJ
disordersXJEuropeaniJournaliofiHumaniGeneticsVJ2013VJ][VJd]ZWc 5.3 30

109
RecurrentJmicrodeletionsJofJ[cq]cX]JareJassociatedJwithJincreasedJriskJofJcongenitalJ
diaphragmaticJherniaVJcognitiveJdeficitsJandJpossiblyJriamondWWplackfanJanaemiaXJJournaliofi
MedicaliGeneticsVJ2010VJbeVJeeeWf[

5.8 30

108 ruplicationJofJXq]dX]Wq]eX[VJincludingJSOXaVJinJaJmotherJandJdaughterJwithJshortJstatureJandJ
dyslaliaXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2005VJ[afVJ[[We 2.5 30

107 oJclinicalJsurveyJofJmosaicJsingleJnucleotideJvariantsJinJdiseaseWcausingJgenesJdetectedJbyJexomeJ
sequencingXJGenomeiMedicineVJ2019VJ[[VJbf 14.4 29

106 qvR≥oeJtriplicationJassociatedJwithJcognitiveJimpairmentJandJneuropsychiatricJphenotypesJinJaJ
threeWgenerationJpedigreeXJEuropeaniJournaliofiHumaniGeneticsVJ2014VJ]]VJ[Ze[Wd 5.3 29

105
wnterstitialJdeletionJgq]]Xa]WqaaX]JassociatedJwithJadditionalJfamilialJtranslocationJ
tRgi[eSRqabX[[ip[[X]SJinJaJpatientJwithJuorlinWuoltzJsyndromeJandJfeaturesJofJ≥ailWPatellaJsyndromeJ
2004VJ[]boVJ[egWg[

29

104 qopyJnumberJvariantJandJrunsJofJhomozygosityJdetectionJbyJmicroarraysJenabledJmoreJpreciseJ
molecularJdiagnosesJinJ[[VZ]ZJclinicalJexomeJcasesXJGenomeiMedicineVJ2019VJ[[VJaZ 14.4 27

103 ≥eurodevelopmentalJandJneurobehavioralJcharacteristicsJinJmalesJandJfemalesJwithJqryzcJ
duplicationsXJEuropeaniJournaliofiHumaniGeneticsVJ2015VJ]aVJg[cW][ 5.3 27

102 PTqv[JduplicationJinJaJfamilyJwithJmicrocephalyJandJmildJdevelopmentalJdelayXJEuropeaniJournaliofi
HumaniGeneticsVJ2009VJ[eVJ]deWe[ 5.3 27

101 qhallengesJinJclinicalJinterpretationJofJmicroduplicationsJdetectedJbyJarrayJquvJanalysisXJAmericani
JournaliofiMedicaliGeneticswiPartiAVJ2010VJ[c]oVJ[ZfgW[ZZ 2.5 27

100 vominoidJlineageJspecificJamplificationJofJlowWcopyJrepeatsJonJ]]q[[X]JRzqR]]sSJassociatedJwithJ
veloWcardioWfacialYdigeorgeJsyndromeXJHumaniMoleculariGeneticsVJ2007VJ[dVJ]cdZWe[ 5.6 27

99 TheJSc]tJtOXt[JMutationJwnhibitsJSToTaJSignalingJandJqausesJolveolarJqapillaryJrysplasiaXJ
AmericaniJournaliofiRespiratoryiandiCriticaliCareiMedicineVJ2019VJ]ZZVJ[ZbcW[Zcd 10.2 26

98
MolecularJanalysisJofJaJconstitutionalJcomplexJgenomeJrearrangementJwithJ[[JbreakpointsJ
involvingJchromosomesJaVJ[[VJ[]VJandJ][JandJaJapproximatelyJZXcWMbJsubmicroscopicJdeletionJinJaJ
patientJwithJmildJmentalJretardationXJHumaniGeneticsVJ2005VJ[[fVJ]deWec

6.3 26

97 qytogeneticJandJmolecularJcharacterizationJofJtwoJisodicentricJYJchromosomesXJAmericaniJournali
ofiMedicaliGeneticsiPartiAVJ2001VJ[Z[VJ]ZWc 26

Jing Zhang
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96 dq]]X[JmicrodeletionJandJsusceptibilityJtoJpediatricJepilepsyXJEuropeaniJournaliofiHumaniGeneticsVJ
2015VJ]aVJ[eaWg 5.3 25

95 wncreasedJSTou]JdosageJdefinesJaJnovelJcohesinopathyJwithJintellectualJdisabilityJandJbehavioralJ
problemsXJHumaniMoleculariGeneticsVJ2015VJ]bVJe[e[Wf[ 5.6 24

94 qomparativeJanalysesJofJlungJtranscriptomesJinJpatientsJwithJalveolarJcapillaryJdysplasiaJwithJ
misalignmentJofJpulmonaryJveinsJandJinJfoxf[JheterozygousJknockoutJmiceXJPLoSiONEVJ2014VJgVJegbagZ 3.7 24

93
qlinicalJandJmolecularWcytogeneticJevaluationJofJaJfamilyJwithJpartialJxacobsenJsyndromeJwithoutJ
thrombocytopeniaJcausedJbyJanJapproximatelyJcJMbJdeletionJdelR[[SRq]bXaSXJAmericaniJournaliofi
MedicaliGeneticswiPartiAVJ2008VJ[bdoVJ]bbgWcb

2.5 23

92 SmallJmarkerJchromosomesJinJtwoJpatientsJwithJsegmentalJaneusomyJforJproximalJ[epXJHumani
GeneticsVJ2004VJ[[cVJ[We 6.3 23

91 onJestimationJofJtheJprevalenceJofJgenomicJdisordersJusingJchromosomalJmicroarrayJdataXJJournali
ofiHumaniGeneticsVJ2018VJdaVJegcWfZ[ 4.3 22

90 retectionJofJâ�¥[MbJmicrodeletionsJandJmicroduplicationsJinJaJsingleJcellJusingJcustomJ
oligonucleotideJarraysXJPrenataliDiagnosisVJ2012VJa]VJ[ZW]Z 3.2 22

89 vsRVWmediatedJgenomicJrearrangementJofJsYo[JinJanJindividualJwithJbranchioWotoWrenalJ
syndromeXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2010VJ[c]oVJ]fcbWdZ 2.5 22

88 PhenotypicJfindingsJdueJtoJtrisomyJep[cXaWpterJincludingJtheJTWwSTJlocusXJAmericaniJournaliofi
MedicaliGeneticsiPartiAVJ2001VJ[ZaVJcdWd] 22

87
vaploinsufficiencyJofJtheJsaJubiquitinWproteinJligaseJgeneJTRwP[]JcausesJintellectualJdisabilityJwithJ
orJwithoutJautismJspectrumJdisordersVJspeechJdelayVJandJdysmorphicJfeaturesXJHumaniGeneticsVJ
2017VJ[adVJaeeWafd

6.3 21

86 risruptiveJmutationsJinJTo≥q]JdefineJaJneurodevelopmentalJsyndromeJassociatedJwithJpsychiatricJ
disordersXJNatureiCommunicationsVJ2019VJ[ZVJbdeg 17.4 21

85 oJgirlJwithJdeletionJgq]]X[Wq]]Xa]JincludingJtheJPTqvJandJROR]JgenesJidentifiedJbyJgenomeWwideJ
arrayWquvXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2007VJ[baoVJ[ffcWg 2.5 21

84 qlinicalVJvistopathologicalVJandJMolecularJriagnosticsJinJzethalJzungJrevelopmentalJrisordersXJ
AmericaniJournaliofiRespiratoryiandiCriticaliCareiMedicineVJ2019VJ]ZZVJ[ZgaW[[Z[ 10.2 20

83
sxpandingJtheJgenotypeWphenotypeJcorrelationJinJsubtelomericJ[gp[aXaJmicrodeletionsJusingJhighJ
resolutionJclinicalJchromosomalJmicroarrayJanalysisXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ
2013VJ[d[oVJ]gcaWda

2.5 20

82 oTWrichJrepeatsJassociatedJwithJchromosomeJ]]q[[X]JrearrangementJdisordersJshapeJhumanJ
genomeJarchitectureJonJYq[]XJGenomeiResearchVJ2007VJ[eVJbc[WdZ 9.7 20

81 ≥ovelJtOXt[JdeepJintronicJdeletionJcausesJlethalJlungJdevelopmentalJdisorderVJalveolarJcapillaryJ
dysplasiaJwithJmisalignmentJofJpulmonaryJveinsXJHumaniMutationVJ2013VJabVJ[bdeWe[ 4.7 19

80 qhromosomeJconformationJcaptureWonWchipJanalysisJofJlongWrangeJcisWinteractionsJofJtheJSOXgJ
promoterXJChromosomeiResearchVJ2013VJ][VJef[Wf 4.4 19

79 risruptionJofJtheJSq≥]oJandJSq≥aoJgenesJinJaJpatientJwithJmentalJretardationVJneurobehavioralJ
andJpsychiatricJabnormalitiesVJandJaJhistoryJofJinfantileJseizuresXJClinicaliGeneticsVJ2011VJfZVJ[g[Wc 4 19

(2011-2015)
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78 qomplexJtranslocationJdisruptingJTqtbJandJalteringJTqtbJisoformJexpressionJsegregatesJasJmildJ
autosomalJdominantJintellectualJdisabilityXJOrphanetiJournaliofiRareiDiseasesVJ2016VJ[[VJd] 4.2 19

77 qharacterizationJofJchromosomalJabnormalitiesJinJpregnancyJlossesJrevealsJcriticalJgenesJandJlociJ
forJhumanJearlyJdevelopmentXJHumaniMutationVJ2017VJafVJddgWdee 4.7 18

76 MinimalJphenotypeJinJaJgirlJwithJtrisomyJ[cqJdueJtoJtRXi[cSRq]]Xaiq[[X]SJtranslocationXJAmericani
JournaliofiMedicaliGeneticswiPartiAVJ2006VJ[bZVJbb]Wc] 2.5 18

75
TrisomyJ[ep[ZWp[]JdueJtoJmosaicJsupernumeraryJmarkerJchromosomehJdelineationJofJmolecularJ
breakpointsJandJclinicalJphenotypeVJandJcomparisonJtoJotherJproximalJ[epJsegmentalJduplicationsXJ
AmericaniJournaliofiMedicaliGeneticswiPartiAVJ2005VJ[afoVJ[ecWfZ

2.5 18

74 yabukiJsyndromeWlikeJfeaturesJassociatedJwithJaJsmallJringJchromosomeJXJandJXwSTJgeneJ
expressionXJAmericaniJournaliofiMedicaliGeneticsiPartiAVJ2001VJ[Z]VJ]fdWg] 18

73 ≥arrowingJtheJdistantJenhancerJregionJonJ[dq]bX[JcriticalJforJoqrMPVXJClinicaliEpigeneticsVJ2016VJ
fVJ[[] 7.7 17

72 TutpR]JdeletionJinJaJ]ZWmonthWoldJfemaleJwithJdevelopmentalJdelayJandJmicrocephalyXJAmericani
JournaliofiMedicaliGeneticswiPartiAVJ2011VJ[ccoVJ[bb]We 2.5 17

71
MolecularJcytogeneticJcharacterizationJofJeightJsmallJsupernumeraryJmarkerJchromosomesJ
originatingJfromJchromosomesJ]VJbVJfVJ[fVJandJ][JinJthreeJpatientsXJJournaliofiAppliediGeneticsVJ2007
VJbfVJ[deWec

2.5 17

70 svidenceJagainstJZ≥tbdgJbeingJcausativeJforJkeratoconusJinJPolishJpatientsXJActaiOphthalmologicaVJ
2016VJgbVJ]fgWgb 3.7 17

69 zethalJlungJhypoplasiaJandJvascularJdefectsJinJmiceJwithJconditionalJtoxf[JoverexpressionXJBiologyi
OpenVJ2016VJcVJ[cgcW[dZd 2.2 16

68 SmallJgenomicJrearrangementsJinvolvingJtMR[JsupportJtheJimportanceJofJitsJgeneJdosageJforJ
normalJneurocognitiveJfunctionXJNeurogeneticsVJ2012VJ[aVJaaaWg 3 16

67 tusionJofJlargeWscaleJgenomicJknowledgeJandJfrequencyJdataJcomputationallyJprioritizesJvariantsJinJ
epilepsyXJPLoSiGeneticsVJ2013VJgVJe[ZZaege 6 16

66 RecurrentJpartialJrhombencephalosynapsisJandJholoprosencephalyJinJsiblingsJwithJaJmutationJofJ
Zwq]XJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2011VJ[ccoVJ[cebWfZ 2.5 16

65 qorneliaJdeJzangeJsyndromeJcaseJdueJtoJgenomicJrearrangementsJincludingJ≥wPpzXJEuropeani
JournaliofiMedicaliGeneticsVJ2010VJcaVJaefWf] 2.6 16

64 SmallJrareJrecurrentJdeletionsJandJreciprocalJduplicationsJinJ]q][X[VJincludingJbrainWspecificJ
oRvustbJandJuPR[bfXJHumaniMoleculariGeneticsVJ2012VJ][VJaabcWcc 5.6 16

63 wnterchromosomalJtemplateWswitchingJasJaJnovelJmolecularJmechanismJforJimprintingJ
perturbationsJassociatedJwithJTempleJsyndromeXJGenomeiMedicineVJ2019VJ[[VJ]c 14.4 14

62 PrenatalJriagnosisJofJolveolarJqapillaryJrysplasiaJwithJMisalignmentJofJPulmonaryJVeinsXJJournaliofi
PediatricsVJ2016VJ[eZVJa[eWf 3.6 14

61 MolecularJcytogeneticJcharacterizationJofJaJfamilialJderR[SdelR[SRpadXaaSdupR[SRpadXaapadX]]SJwithJ
variableJphenotypeXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2005VJ[agoVJ[adWbZ 2.5 14
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60 qRwSPRYqasgWmediatedJdeletionJofJlncR≥oJum]dfefJinJtheJdistantJtoxf[JenhancerJregionXJ
MammalianiGenomeVJ2017VJ]fVJ]ecW]f] 3.2 13

59
SOX[]JandJ≥RS≥]JareJcandidateJgenesJforJ]Zp[aJsubtelomericJdeletionsJassociatedJwithJ
developmentalJdelayXJAmericaniJournaliofiMedicaliGeneticsiPartiB:iNeuropsychiatriciGeneticsVJ2013VJ
[d]pVJfa]WbZ

3.5 13

58 VariantsJinJSyP[VJPROp[VJandJwz[epJgenesJatJkeratoconusJcqa[X[WqacXaJsusceptibilityJlocusJ
identifiedJbyJwholeWexomeJsequencingXJEuropeaniJournaliofiHumaniGeneticsVJ2017VJ]cVJeaWef 5.3 13

57
[dq]bX[JmicrodeletionJinJaJprematureJnewbornhJusefulnessJofJarrayWbasedJcomparativeJgenomicJ
hybridizationJinJpersistentJpulmonaryJhypertensionJofJtheJnewbornXJPediatriciCriticaliCareiMedicineVJ
2011VJ[]VJeb]eWa]

3 13

56 VariableJphenotypicJpresentationJofJaJnovelJtOXt[JmissenseJmutationJinJaJsingleJfamilyXJPediatrici
PulmonologyVJ2016VJc[VJg][We 3.5 13

55 ≥ovelJparentWofWoriginWspecificJdifferentiallyJmethylatedJlociJonJchromosomeJ[dXJClinicali
EpigeneticsVJ2019VJ[[VJdZ 7.7 12

54 ParentalJsomaticJmosaicismJforJq≥VJdeletionsJWJoJneedJforJmoreJsensitiveJandJpreciseJdetectionJ
methodsJinJclinicalJdiagnosticsJsettingsXJGenomicsVJ2020VJ[[]VJ]gaeW]gb[ 4.3 11

53 MolecularJandJclinicalJanalysesJofJ[dq]bX[JduplicationsJinvolvingJtOXt[JidentifyJanJevolutionarilyJ
unstableJlargeJminisatelliteXJBMCiMedicaliGeneticsVJ2014VJ[cVJ[]f 2.1 11

52
qlinicalJimprovementJofJtheJaggressiveJneurobehavioralJphenotypeJinJaJpatientJwithJaJdeletionJofJ
PwTXaJandJtheJabsenceJofJzWrOPoJinJtheJcerebrospinalJfluidXJAmericaniJournaliofiMedicaliGeneticsi
PartiB:iNeuropsychiatriciGeneticsVJ2012VJ[cgpVJ]adWb]

3.5 11

51 outisticJfeaturesJwithJspeechJdelayJinJaJgirlJwithJanJapproximatelyJ[XcWMbJdeletionJinJdq[dX[VJ
includingJuPRdaJandJtUTgXJClinicaliGeneticsVJ2009VJecVJ[ggW]Z] 4 11

50 sarlyJrecurrenceJinJstandardWriskJmedulloblastomaJpatientsJwithJtheJcommonJidicR[eSRp[[X]SJ
rearrangementXJNeuroxOncologyVJ2012VJ[bVJfa[WbZ 1 11

49
qomplexJbalancedJtranslocationJtR[icieSRpa]X[iq[bXaip][XaSJandJtwoJmicrodeletionsJ
delR[SRpa[X[pa[X[SJandJdelReSRp[bX[p[bX[SJinJaJpatientJwithJfeaturesJofJureigJcephalopolysyndactylyJ
andJmentalJretardationXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2007VJ[baoVJ]eafWba

2.5 11

48 MosaicismJforJrRXSJandJderRXSdelRXSRp[[X]aSdupRXSRp[[X][p[[X]]SJprovidesJinsightJintoJtheJpossibleJ
mechanismJofJrearrangementXJMoleculariCytogeneticsVJ2008VJ[VJ[d 2 11

47 reJnovoJthreeWwayJchromosomeJtranslocationJbdVXYVtRbidi][SRp[dip][X[iq][SJinJaJmaleJwithJ
cleidocranialJdysplasiaXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2008VJ[bdoVJbcaWf 2.5 11

46 zowWlevelJparentalJsomaticJmosaicJS≥VsJinJexomesJfromJaJlargeJcohortJofJtriosJwithJdiverseJ
suspectedJMendelianJconditionsXJGeneticsiiniMedicineVJ2020VJ]]VJ[edfW[eed 8.1 11

45 qopyJnumberJvariantsJinJpatientsJwithJintellectualJdisabilityJaffectJtheJregulationJofJoRXJ
transcriptionJfactorJgeneXJHumaniGeneticsVJ2015VJ[abVJ[[daWf] 6.3 9

44
vighlyJSensitiveJplockerJrisplacementJomplificationJandJrropletJrigitalJPqRJRevealJzowWzevelJ
ParentalJtOXt[JSomaticJMosaicismJinJtamiliesJwithJolveolarJqapillaryJrysplasiaJwithJMisalignmentJ
ofJPulmonaryJVeinsXJJournaliofiMoleculariDiagnosticsVJ2020VJ]]VJbbeWbcd

5.1 9

43 qoWoccurrenceJofJrecurrentJduplicationsJofJtheJriueorgeJsyndromeJregionJonJbothJchromosomeJ]]J
homologuesJdueJtoJinheritedJandJdeJnovoJeventsXJJournaliofiMedicaliGeneticsVJ2012VJbgVJdf[Wf 5.8 9

(2012-2017)
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42 svidenceJforJinvolvementJofJTRsW]JRUSPdSJoncogeneVJlowWcopyJrepeatJandJacrocentricJ
heterochromatinJinJtwoJfamiliesJwithJchromosomalJtranslocationsXJHumaniGeneticsVJ2006VJ[]ZVJ]]eWae 6.3 9

41 oJgirlJwithJduplicationJ[ep[ZWp[]JassociatedJwithJaJdicentricJchromosomeXJAmericaniJournaliofi
MedicaliGeneticsiPartiAVJ2004VJ[]boVJ[eaWf 9

40 zongJ≥onWqodingJR≥oJhJueneJStructureVJsxpressionVJandJpiologicalJRelevanceXJGenesVJ2021VJ[]VJ 4.2 9

39 SOXgJchromatinJfoldingJdomainsJcorrelateJwithJitsJrealJandJputativeJdistantJcisWregulatoryJ
elementsXJNucleusVJ2017VJfVJ[f]W[fe 3.9 8

38 zw≥sWJandJoluWcontainingJgenomicJinstabilityJhotspotJatJ[dq]bX[JassociatedJwithJrecurrentJandJ
nonrecurrentJq≥VJdeletionsJcausativeJforJoqrMPVXJHumaniMutationVJ2018VJagVJ[g[dW[g]c 4.7 8

37 ossociationJofJrareJnonWcodingJS≥VsJinJtheJlungWspecificJtOXt[JenhancerJwithJaJmitigationJofJtheJ
lethalJoqrMPVJphenotypeXJHumaniGeneticsVJ2019VJ[afVJ[aZ[W[a[[ 6.3 8

36
oJdeJnovoJ[XcfJMbJdeletionVJincludingJMoP]ydJandJmappingJ[X]fJMbJupstreamJtoJSOXgVJidentifiedJ
inJaJpatientJwithJPierreJRobinJsequenceJandJosteopeniaJwithJmultipleJfracturesXJAmericaniJournaliofi
MedicaliGeneticswiPartiAVJ2015VJ[deoVJ[fb]WcZ

2.5 8

35 veadJbobberhJanJinsertionalJmutationJcausesJinnerJearJdefectsVJhyperactiveJcirclingVJandJdeafnessXJ
JAROixiJournaliofitheiAssociationiforiResearchiiniOtolaryngologyVJ2012VJ[aVJaacWbg 3.3 7

34
qrypticJunbalancedJtranslocationJtR[ei[fSRp[aX]iq]]XaSJidentifiedJbyJsubtelomericJtwSvJandJdefinedJ
byJarrayWbasedJcomparativeJgenomicJhybridizationJinJaJpatientJwithJmentalJretardationJandJ
dysmorphicJfeaturesXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2005VJ[aeVJffWga

2.5 7

33 qlinicalJgenomicsJandJcontextualizingJgenomeJvariationJinJtheJdiagnosticJlaboratoryXJExpertiReviewi
ofiMoleculariDiagnosticsVJ2020VJ]ZVJggcW[ZZ] 3.8 7

32 RareJcopyJnumberJvariantsJcontributeJpathogenicJallelesJinJpatientsJwithJintestinalJmalrotationXJ
MoleculariGeneticsipamp;iGenomiciMedicineVJ2019VJeVJecbg 2.3 7

31
oJdeJnovoJ]X]JMbJrecurrentJ[eq]aX[q]aX]JdeletionJunmasksJnovelJputativeJregulatoryJnonWcodingJ
S≥VsJassociatedJwithJlethalJlungJhypoplasiaJandJpulmonaryJhypertensionhJaJcaseJreportXJBMCi
MedicaliGenomicsVJ2020VJ[aVJab

3.7 6

30 wntragenicJdeletionsJofJtheJwut[JreceptorJgeneJinJfiveJindividualsJwithJpsychiatricJphenotypesJandJ
developmentalJdelayXJEuropeaniJournaliofiHumaniGeneticsVJ2013VJ][VJ[aZbWe 5.3 6

29 wnterphaseJtwSvJscreeningJforJtheJzqRWmediatedJcommonJrearrangementJofJisochromosomeJ[eqJinJ
primaryJmyelofibrosisXJAmericaniJournaliofiHematologyVJ2005VJegVJaZgW[a 7.1 6

28 veterozygousJqT≥≥p[JandJTpXbJvariantsJinJaJpatientJwithJabnormalJlungJgrowthVJpulmonaryJ
hypertensionVJmicrocephalyVJandJspasticityXJClinicaliGeneticsVJ2019VJgdVJaddWaeZ 4 5

27
ScreeningJandJfamilialJcharacterizationJofJcopyWnumberJvariationsJinJ≥Rco[JinJbdVXYJdisordersJofJ
sexJdevelopmentJandJprematureJovarianJfailureXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2013VJ
[d[oVJ]bfeWgb

2.5 5

26 qoVaJmutationJinJaJpatientJwithJtransientJhyperqyemiaJandJmyalgiaXJNeurologiaiIiNeurochirurgiai
PolskaVJ2016VJcZVJbdfWbea 1 5

25 risruptionJofJnormalJpatternsJofJtOXt[JexpressionJinJaJlethalJdisorderJofJlungJdevelopmentXJ
JournaliofiMedicaliGeneticsVJ2020VJceVJ]gdWaZZ 5.8 4
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24 tunctionalJperformanceJofJaquvJdesignJforJclinicalJcytogeneticsXJComputersiiniBiologyiandiMedicine
VJ2013VJbaVJeecWfc 7 4

23 ReplyJtoJomorJetJalXJEuropeaniJournaliofiHumaniGeneticsVJ2012VJ]ZVJcgeWcge 5.3 4

22 zungWspecificJdistantJenhancerJcisJregulatesJexpressionJofJtOXt[JandJlncR≥oJts≥rRRXJHumani
MutationVJ2021VJb]VJdgbWdgf 4.7 4

21 OneJpedigreeJweJallJmayJhaveJcomeJfromJWJdidJodamJandJsveJhaveJtheJchromosomeJ]JfusionmXJ
MoleculariCytogeneticsVJ2016VJgVJe] 2 4

20 recipheringJtheJcomplexityJofJsimpleJchromosomalJinsertionsJbyJgenomeJsequencingXJHumani
GeneticsVJ2021VJ[bZVJad[WafZ 6.3 4

19 QuantitativeJossessmentJofJParentalJSomaticJMosaicismJforJqopyW≥umberJVariantJRq≥VSJreletionsXJ
CurrentiProtocolsiiniHumaniGeneticsVJ2020VJ[ZdVJegg 3.2 3

18 uenotypeWphenotypeJcorrelationJinJtwoJPolishJneonatesJwithJalveolarJcapillaryJdysplasiaXJBMCi
PediatricsVJ2020VJ]ZVJa]Z 2.6 3

17 olagilleJsyndromeJassociatedJwithJaJparacentricJinversionJ]Zp[]X]p[aJdisruptingJtheJxou[JgeneXJ
AmericaniJournaliofiMedicaliGeneticsiPartiAVJ2001VJ[ZaVJ[ddWe[ 3

16
≥eurodevelopmentalJdisorderJwithJdysmorphicJfaciesJandJdistalJlimbJanomaliesJsyndromeJdueJtoJ
disruptionJofJpPTtJinJaJacWyearWoldJmanJinitiallyJdiagnosedJwithJSilverWRussellJsyndromeXJClinicali
GeneticsVJ2019VJgcVJcabWcad

4 3

15 PhenotypicJexpansionJofJtheJpPTtWrelatedJneurodevelopmentalJdisorderJwithJdysmorphicJfaciesJ
andJdistalJlimbJanomaliesXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2021VJ[fcVJ[addW[aef 2.5 3

14 MultipleJsamplesJaquvJanalysisJforJrareJq≥VsJdetectionXJJournaliofiClinicaliBioinformaticsVJ2013VJaVJ[] 2

13 PotentialJinteractionsJbetweenJtheJTpXbWtut[ZJandJSvvWtOXt[JsignalingJduringJhumanJlungJ
developmentJrevealedJusingJqhwPWseqXJRespiratoryiResearchVJ2021VJ]]VJ]d 7.3 2

12 PerturbationJofJsemaphorinJandJVsutJsignalingJinJoqrMPVJlungsJdueJtoJtOXt[JdeficiencyXJ
RespiratoryiResearchVJ2021VJ]]VJ][] 7.3 2

11
oJrecurrentJfJbpJframeshiftingJindelJinJtOXt[JdefinesJaJnovelJmutationJhotspotJassociatedJwithJ
alveolarJcapillaryJdysplasiaJwithJmisalignmentJofJpulmonaryJveinsXJAmericaniJournaliofiMedicali
GeneticswiPartiAVJ2019VJ[egVJ]]e]W]]ed

2.5 1

10
qoWsegregationJofJtreibergQsJinfractionJwithJaJfamilialJtranslocationJtRcieSRp[aXaip]]X]SJascertainedJ
byJaJchildJwithJcriJduJchatJsyndromeJandJbrachydactylyJtypeJo[pXJAmericaniJournaliofiMedicali
GeneticswiPartiAVJ2015VJ[deoVJbbcWg

2.5 1

9 oJdeJnovoJdeletionJofJqoz≥[JinJaJmaleJwithJaJbilateralJdiaphragmaticJdefectJdoesJnotJdefinitelyJ
causeJthisJmalformationXJAmericaniJournaliofiMedicaliGeneticswiPartiAVJ2011VJ[ccoVJ[[gdW]Z[ 2.5 1
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