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204 –pportunitiesJandJzimitationsJofJ…odellingJolzheimerQsJriseaseJwithJwnducedJ—luripotentJγtemJ
qellsXJ2014VJaVJ[aceWe] 10

203 wdentificationJofJaJr’oJmethylationJsignatureJinJbloodJcellsJfromJpersonsJwithJrownJγyndromeXJ
2015VJeVJf]Wgd 68

202 TranscriptomicsJinJvealthJandJriseaseXJ2014VJ 0
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198 …odellingJandJrescuingJneurodevelopmentalJdefectJofJrownJsyndromeJusingJinducedJpluripotentJ
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rownJsyndromeWassociatedJheartJdefectsJinJmiceXJ2014VJ[aaVJebaWca 22
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195 oJnovelJmouseJmodelJforJrownJsyndromeJthatJharborJaJsingleJcopyJofJhumanJartificialJ
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193 qhromosomalJsyndromesXJ2014VJ]]VJ[geW]Za 2

192 qongenitalJheartJdiseaseJproteinJcJassociatesJwithJqoγZ[JtoJmaintainJmyocardialJtissueJintegrityXJ
2014VJ[b[VJaZbZWg 20

191 …orphometryJofJanatomicalJshapeJcomplexesJwithJdenseJdeformationsJandJsparseJparametersXJ
2014VJ[Z[VJacWbg 140
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189 tunctionalJtranscriptomeJanalysisJofJtheJpostnatalJbrainJofJtheJTs[qjeJmouseJmodelJforJrownJ
syndromeJrevealsJglobalJdisruptionJofJinterferonWrelatedJmolecularJnetworksXJ2014VJ[cVJd]b 43

188 oJpatientJwithJpartialJtrisomyJ][JandJeqJdeletionJexpressesJmildJrownJsyndromeJphenotypeXJ2014VJ
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bcVJe]Wfb 42
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185 rownJsyndromeXJ]ZfW][g
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183 LrownJsyndromehJanJinsightJofJtheJdiseaseLXJ2015VJ]]VJb[ 106
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180 …echanismsJofJxJchromosomeJdosageJcompensationXJ2015VJaVJ[W[g 38

179 TheJzinkJbetweenJolzheimerQsJriseaseJandJrownJγyndromeXJoJvistoricalJ—erspectiveXJ2016VJ[aVJ]Wd 11

178 qonciseJβeviewhJ…ethodsJandJqellJTypesJUsedJtoJuenerateJrownJγyndromeJwnducedJ—luripotentJ
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177 rissectingJolzheimerJdiseaseJinJrownJsyndromeJusingJmouseJmodelsXJ2015VJgVJ]df 29

176 wnterWrependentJ…echanismsJpehindJqognitiveJrysfunctionVJVascularJpiologyJandJolzheimerQsJ
rementiaJinJrownJγyndromehJ…ultiWtacetedJβolesJofJo——XJ2015VJgVJ]gg 3

175 rosageJofJtheJobcg[WU]af[JregionJmodifiesJlocomotorJandJcognitiveJdeficitsJobservedJinJtheJTc[J
mouseJmodelJofJrownJsyndromeXJ2015VJ[ZVJeZ[[caZ] 11

174 —roteinJdynamicsJassociatedJwithJfailedJandJrescuedJlearningJinJtheJTsdcrnJmouseJmodelJofJrownJ
syndromeXJ2015VJ[ZVJeZ[[gbg[ 28

173 qardioWγTwqJRspatioWtemporalJimageJcorrelationSJasJgeneticJultrasoundJofJfetalJrownJsyndromeXJ
2015VJ]fVJ[gbaWg 4

172 —erturbationsJofJheartJdevelopmentJandJfunctionJinJcardiomyocytesJfromJhumanJembryonicJstemJ
cellsJwithJtrisomyJ][XJ2015VJaaVJ[babWbd 19

171 zinkingJcellJsurfaceJreceptorsJtoJmicrotubuleshJtubulinJfoldingJcofactorJrJmediatesJrscamJ
functionsJduringJneuronalJmorphogenesisXJ2015VJacVJ[gegWgZ 25

170 qhronicJupWregulationJofJtheJγvvJpathwayJnormalizesJsomeJdevelopmentalJeffectsJofJtrisomyJinJ
TsdcrnJmiceXJ2015VJ[acVJdfWfZ 14

169 oJgeneticJcauseJofJolzheimerJdiseasehJmechanisticJinsightsJfromJrownJsyndromeXJ2015VJ[dVJcdbWeb 301

168 tishJoilJimprovesJgeneJtargetsJofJrownJsyndromeJinJqcepzJandJpozpYcJmiceXJ2015VJacVJbbZWf 4

167 oJveryJrareJcaseJofJtrisomyJbqa]XaWbqacX]JandJtrisomyJ][q[[X]W][q]]X[[JinJaJpatientJwithJ
recombinantJchromosomesJbJandJ][XJ2015VJcdaVJe]Wc 1

166 –ppositeJphenotypesJofJmuscleJstrengthJandJlocomotorJfunctionJinJmouseJmodelsJofJpartialJ
trisomyJandJmonosomyJ][JforJtheJproximalJvspa[aWoppJregionXJ2015VJ[[VJe[ZZcZd] 23

165 ueneJdosageJimbalanceshJactionVJreactionVJandJmodelsXJ2015VJbZVJaZgW[e 42

164 oneuploidJproliferationJdefectsJinJyeastJareJnotJdrivenJbyJcopyJnumberJchangesJofJaJfewJ
dosageWsensitiveJgenesXJ2015VJ]gVJfgfWgZa 40

163 βescueJofJtheJabnormalJskeletalJphenotypeJinJTsdcrnJrownJsyndromeJmiceJusingJgeneticJandJ
therapeuticJmodulationJofJtrisomicJryrk[aXJ2015VJ]bVJcdfeWgd 28

162 γignalJpersistenceJandJamplificationJinJcancerJdevelopmentJandJpossibleVJrelatedJopportunitiesJforJ
novelJtherapiesXJ2015VJ[fccVJ[fW]a 8

161 rownJsyndromeJpreleukemiaJandJleukemiaXJ2015VJd]VJ[][Wae 23

160 rownJγyndromeXJ2015VJ[daW[eZ 2
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159 TheJimportanceJofJunderstandingJindividualJdifferencesJinJrownJsyndromeXJ2016VJcVJ 98

158 ueneticJdissectionJofJrownJsyndromeWassociatedJcongenitalJheartJdefectsJusingJaJnewJmouseJ
mappingJpanelXJ2016VJcVJ 48

157 rYβy[oVJaJrosageWγensitiveJueneJwnvolvedJinJ’eurodevelopmentalJrisordersVJwsJaJTargetJforJrrugJ
revelopmentJinJrownJγyndromeXJ2016VJ[ZVJ[Zb 84

156 wdentificationJofJalteredJpathwaysJinJrownJsyndromeWassociatedJcongenitalJheartJdefectsJusingJanJ
individualizedJpathwayJaberranceJscoreXJ2016VJ[cVJ 5

155 —lacentalJtranscriptomesJinJtheJcommonJaneuploidiesJrevealJcriticalJregionsJonJtheJtrisomicJ
chromosomesJandJgenomeWwideJeffectsXJ2016VJadVJf[]W]] 8

154 γystematicJreanalysisJofJpartialJtrisomyJ][JcasesJwithJorJwithoutJrownJsyndromeJsuggestsJaJsmallJ
regionJonJ][q]]X[aJasJcriticalJtoJtheJphenotypeXJ2016VJ]cVJ]c]cW]caf 40

153 γystematicJqellularJriseaseJ…odelsJβevealJγynergisticJwnteractionJofJTrisomyJ][JandJuoTo[J
…utationsJinJvematopoieticJobnormalitiesXJ2016VJ[cVJ[]]fWb[ 56

152 rementiaJinJrownQsJsyndromeXJ2016VJ[cVJd]]Wad 125

151 oneuploidyhJaJcommonJandJearlyJevidenceWbasedJbiomarkerJforJcarcinogensJandJreproductiveJ
toxicantsXJ2016VJ[cVJge 14

150
uenerationJofJimprovedJhumanJcerebralJorganoidsJfromJsingleJcopyJrYβy[oJknockoutJinducedJ
pluripotentJstemJcellsJinJtrisomyJ][hJhypotheticalJsolutionsJforJneurodevelopmentalJmodelsJandJ
therapeuticJalternativesJinJdownJsyndromeXJ2016VJbZVJ[]cdW[]eZ

3

149 olzheimerWrelatedJproteinJo—zW[JmodulatesJlifespanJthroughJheterochronicJgeneJregulationJinJ
qaenorhabditisJelegansXJ2016VJ[cVJ[Zc[W[Zd] 11

148 …ouseJmodelsJofJrownJsyndromehJgeneJcontentJandJconsequencesXJ2016VJ]eVJcafWccc 78

147 βobustJYetJtragilehJsxpressionJ’oiseVJ—roteinJ…isfoldingVJandJueneJrosageJinJtheJsvolutionJofJ
uenomesXJ2016VJcZVJ[[aW[a[ 20

146 oJ]XefW…bJduplicationJonJchromosomeJ][q]]X[[JimplicatesJcandidateJgenesJinJtheJpartialJtrisomyJ
][JphenotypeXJ2016VJ[VJ 6

145 …ouseWbasedJgeneticJmodelingJandJanalysisJofJrownJsyndromeXJ2016VJ[]ZVJ[[[W[]] 17

144 TheJvγo][JgeneJsUβzYq][–βtg[JcontrolsJneurogenesisJwithinJtheJcerebralJcortexJandJisJ
implicatedJinJtheJpathogenesisJofJrownJγyndromeXJ2016VJdVJ]gc[b 15

143
wnternalJtandemJduplicationJofJtzTaJderegulatesJproliferationJandJdifferentiationJandJconfersJ
resistanceJtoJtheJtzTaJinhibitorJoq]]ZJbyJUpWregulatingJβU’X[JexpressionJinJhematopoieticJcellsXJ
2016VJ[ZaVJgcW[Zd

8

142 stiologyJofJocuteJzeukemiasJinJqhildrenXJ2016VJ 1

(2016-2016)
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141 –riginJofJzeukemiaJinJqhildrenJwithJrownJγyndromeXJ2016VJ[ZgW[a[

140 WidespreadJcerebellarJtranscriptomeJchangesJinJTsdcrnJrownJsyndromeJmouseJmodelJafterJ
lifelongJrunningXJ2016VJ]gdVJacWbd 13

139 γomeJassemblyJrequiredhJevolutionaryJandJsystemsJperspectivesJonJtheJmammalianJreproductiveJ
systemXJ2016VJadaVJ]deW]ef 4

138 ’oninvasiveJ—renatalJγcreeningJofJtetalJoneuploidyJwithoutJ…assivelyJ—arallelJγequencingXJ2017VJ
daVJfd[Wfdg 7

137 vematologicalJrisordersJinJqhildrenXJ2017VJ 2

136 ueneticsJandJuenomicsJofJqongenitalJveartJriseaseXJ2017VJ[]ZVJg]aWgbZ 197

135 rownJsyndromeJandJtheJcomplexityJofJgenomeJdosageJimbalanceXJ2017VJ[fVJ[beW[da 143

134 rownJγyndromeVJ—artialJTrisomyJ][VJandJobsenceJofJolzheimerQsJriseasehJTheJβoleJofJo——XJ2017VJ
cdVJbcgWbeZ 83

133 —ulmonaryJvypertensionJinJodultJqongenitalJveartJriseaseXJ2017VJ 6

132 βodentJmodelsJinJrownJsyndromeJresearchhJimpactJandJfutureJopportunitiesXJ2017VJ[ZVJ[[dcW[[fd 87

131 TargetingJtrisomicJtreatmentshJoptimizingJryrk[aJinhibitionJtoJimproveJrownJsyndromeJdeficitsXJ
2017VJcVJbc[Wbdc 22

130 sisenmengerJγyndromeJinJ—atientsJwithJrownJγyndromeXJ2017VJ]egW]fg 1

129 TheJgeneticsJofJcongenitalJheartJdiseaseâ�ƒJunderstandingJandJimprovingJlongWtermJoutcomesJinJ
congenitalJheartJdiseasehJaJreviewJforJtheJgeneralJcardiologistJandJprimaryJcareJphysicianXJ2017VJ]gVJc]ZWc]f 18

128 –ppositeJchromosomeJconstitutionsJdueJtoJaJfamilialJtranslocationJtR[i][SRqbaiq]]SJinJ]JcousinsJ
withJdevelopmentJdelayJandJcongenitalJanomalieshJoJcaseJreportXJ2017VJgdVJedc][ 2

127 uenotypeWphenotypeJcorrelationJforJcongenitalJheartJdiseaseJinJrownJsyndromeJthroughJanalysisJ
ofJpartialJtrisomyJ][JcasesXJ2017VJ[ZgVJag[WbZZ 19

126 rownJsyndromehJfromJtheJageJofJcharacterizationJtoJtheJeraJofJcurativeJapproachXJ2017VJdZVJ[geW]Zf 2

125 wntegratedJTranscriptomeJ…apJvighlightsJγtructuralJandJtunctionalJospectsJofJtheJ’ormalJvumanJ
veartXJ2017VJ]a]VJecgWeeZ 14

124 qardioskeletalJ…uscleJriseaseJossociatedJWithJqhromosomalJrisordersXJ2017VJaa[Wabb
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123 rownQsJγyndromeJandJTripleJ’egativeJpreastJqancerhJoJβareJ–ccurrenceJofJristinctiveJqlinicalJ
βelationshipXJ2017VJ[fVJ 3

122 qz–VshJclassificationJofJgenomicJfusionsJintoJstructuralJvariationJeventsXJ2017VJ[fVJabd 4

121 ogingJWithJrownJγyndromehJTheJrualJriagnosishJolzheimerQsJriseaseJandJrownJγyndromeXJ2018VJ
aaVJ]caW]d] 10

120 veartJriseaseJandJγtrokeJγtatisticsW]Z[fJUpdatehJoJβeportJtromJtheJomericanJveartJossociationXJ
2018VJ[aeVJedeWebg] 3848

119 virschsprungJdiseaseJWJintegratingJbasicJscienceJandJclinicalJmedicineJtoJimproveJoutcomesXJ2018VJ
[cVJ[c]W[de 115

118 rysregulationJofJneurotrophinJsignalingJinJtheJpathogenesisJofJolzheimerJdiseaseJandJofJolzheimerJ
diseaseJinJrownJsyndromeXJ2018VJ[[bVJc]Wd[ 36

117 rysfunctionJofJautophagyJandJendosomalWlysosomalJpathwayshJβolesJinJpathogenesisJofJrownJ
syndromeJandJolzheimerQsJriseaseXJ2018VJ[[bVJbZWc[ 94

116 qanJureenJTeaJ—olyphenolsJwmproveJ—henotypesJossociatedJWithJrownJγyndromemXJ2018VJbagWbcb 1

115 rownJsyndromeJwithJposteriorJcorticalJatrophyXJ2018VJ]Z[fVJ 1

114 odvancesJinJunderstandingJtheJassociationJbetweenJrownJsyndromeJandJvirschsprungJdiseaseJ
RrγWvγqβSXJ2018VJabVJ[[]eW[[ae 8

113 oJprenatalJcaseJofJpartialJtrisomyJ][JRq]]X]q]]XaSVJresultingJfromJaJpaternalJinsertionJtranslocationJ
insR[di][SJandJuncoveredJbyJ tW—qβVJandJcharacterizedJbyJarrayJquvJandJtwγvXJ2018VJdVJ[a[aW[a[d 0

112 TheJwmpactJofJo——JonJolzheimerWlikeJ—athogenesisJandJueneJsxpressionJinJrownJγyndromeJ
i—γqWrerivedJ’euronsXJ2018VJ[[VJa]Wb] 38

111 ueneticsJandJgenomicsJofJrownJsyndromeXJ2019VJ[Wag 5

110 tetalJqardiovascularJriseaseXJ2019VJ]c]W]f]

109 olzheimerJriseaseJ—athogenesishJwnsightsJtromJ…olecularJandJqellularJpiologyJγtudiesJofJ
–ligomericJo˛†JandJTauJγpeciesXJ2019VJ[aVJdcg 122

108 veartJriseaseJandJγtrokeJγtatisticsW]Z[gJUpdatehJoJβeportJtromJtheJomericanJveartJossociationXJ
2019VJ[agVJecdWec]f 3937

107 retectionJofJ][q[[X]Wq]]X[[JdeletionsJinJaJfetusJbyJ’w—TXJ2019VJaaVJe]]e[[ 3

106 —artialJtrisomyJ][JmaphJTenJcasesJfurtherJsupportingJtheJhighlyJrestrictedJrownJsyndromeJcriticalJ
regionJRvβWrγqβSJonJhumanJchromosomeJ][XJ2019VJeVJeege 16

(2019-2017)
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105 qongenitalJonomaliesJandJueneticJossociationsJinJvirschsprungâ��sJriseaseXJ2019VJ[ecW[gg 1

104 sxploringJtheJ—athogenesisJofJolzheimerJriseaseJinJpasalJtorebrainJqholinergicJ’euronshJ
qonvergingJwnsightsJtromJolternativeJvypothesesXJ2019VJ[aVJbbd 68

103 ’ewJapproachesJtoJstudyingJearlyJbrainJdevelopmentJin´ rown´ syndromeXJ2019VJd[VJfdeWfeg 18

102 zysosomalJrysfunctionJinJrownJγyndromeJwsJo——WrependentJandJ…ediatedJbyJo——W˛†qTtJRqggSXJ
2019VJagVJc]ccWc]df 65

101 rownJγyndromeXJ2019VJ[aeW[be

100 rYβy[oJregulatesJtheJrecruitmentJofJcap—[JtoJtheJsitesJofJr’oJdamageJinJpartJthroughJ
interactionJwithJβ’t[dgXJ2019VJ[fVJca[Wcc[ 16

99 rownJsyndromeXJ2019VJ[deVJa][Waad 14

98 TripleJplayJofJrYβy[oJkinaseJinJcorticalJprogenitorJcellsJofJTrisomyJ][XJ2019VJ[afVJ[gW]c 6

97 qbsJoverdosageJisJnecessaryJandJsufficientJtoJinduceJcognitiveJphenotypesJinJmouseJmodelsJofJ
rownJsyndromeJandJinteractsJgeneticallyJwithJryrk[aXJ2019VJ]fVJ[cd[W[cee 21

96 rYβy[oJandJcognitionhJoJlifelongJrelationshipXJ2019VJ[gbVJ[ggW]][ 47

95 pilingualismJinJchildrenJwithJaJdualJdiagnosisJofJrownJsyndromeJandJoutismJγpectrumJrisorderXJ
2021VJacVJddaWdfg 0

94 —roteomicsJγtudyJofJ—eripheralJploodJ…ononuclearJqellsJinJrownJγyndromeJqhildrenXJ2020VJgVJ 1

93 oJmultiWlevelJdevelopmentalJapproachJtoJexploringJindividualJdifferencesJinJrownJsyndromehJ
genesVJbrainVJbehaviourVJandJenvironmentXJ2020VJ[ZbVJ[Zadaf 8

92 TargetingJomyloidogenicJ—rocessingJofJo——JinJolzheimerQsJriseaseXJ2020VJ[aVJ[ae 24

91 γ–’JinhibitsJmegakaryocyticJdifferentiationJviaJrepressingJβU’X[JandJtheJmegakaryocyticJgeneJ
expressionJprogramJinJacuteJmegakaryoblasticJleukemiaXJ2021VJ]fVJ[ZZZW[Z[c 2

90 uainJofJchromosomeJ][JinJhematologicalJmalignancieshJlessonsJfromJstudyingJleukemiaJinJchildrenJ
withJrownJsyndromeXJ2020VJabVJ[gfbW[ggg 11

89 qomplexJchromosomalJrearrangementsJofJhumanJchromosomeJ][JinJaJpatientJmanifestingJclinicalJ
featuresJpartiallyJoverlappedJwithJthatJofJrownJsyndromeXJ2020VJ[agVJ[cccW[cda 2

88 …odelingJrownJsyndromeJinJanimalsJfromJtheJearlyJstageJtoJtheJbXZJmodelsJandJnextXJ2020VJ]c[VJg[W[ba 8
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87 ueneticJandJepigeneticJpathwaysJinJrownJsyndromehJwnsightsJtoJtheJbrainJandJimmuneJsystemJfromJ
humansJandJmouseJmodelsXJ2020VJ]c[VJ[W]f 9

86 qhromatinJaccessibilityJpromotesJhematopoieticJandJleukemiaJstemJcellJactivityXJ2020VJ[[VJ[bZd 15

85 TreatmentJofJspilepsyJossociatedJwithJqommonJqhromosomalJrevelopmentalJriseasesXJ2020VJ[cVJ][W]g

84 …odelingJrownJsyndromeJinJcellshJtromJstemJcellsJtoJorganoidsXJ2020VJ]c[VJccWgZ 10

83 veartJriseaseJandJγtrokeJγtatisticsW]Z]ZJUpdatehJoJβeportJtromJtheJomericanJveartJossociationXJ
2020VJ[b[VJe[agWecgd 2824

82 γubstrateJinteractionJinhibitsJ˛‡WsecretaseJproductionJofJamyloidW˛†JpeptidesXJ2020VJcdVJ]cefW]cf[ 2

81 oJγingleVJγharedJTriploidyJinJThreeJγpeciesJofJ—arasiticJ’ematodesXJ2020VJ[ZVJ]]cW]aa 5

80 ollJqreaturesJureatJandJγmallhJ’ewJopproachesJforJUnderstandingJrownJγyndromeJueneticsXJ2021VJ
aeVJbbbWbcg 5

79 TargetingJincreasedJlevelsJofJo——JinJrownJsyndromehJ—osiphenWmediatedJreductionsJinJo——JandJitsJ
productsJreverseJendosomalJphenotypesJinJtheJTsdcrnJmouseJmodelXJ2021VJ[eVJ]e[W]g] 14

78 …olecularJ…echanismsJofJristinctJriseasesXJ

77 veartJriseaseJandJγtrokeJγtatisticsW]Z][JUpdatehJoJβeportJtromJtheJomericanJveartJossociationXJ
2021VJ[baVJe]cbWeeba 1087

76 —ossibleJrolesJforJtheJhominoidWspecificJrγqβbJgeneJinJhumanJcellsXJ2021VJgdVJ[W[[ 2

75 qonsequencesJofJaneuploidyJinJhumanJfibroblastsJwithJtrisomyJ][XJProceedings of the National 
Academy of Sciences of the United States of AmericaVJ2021VJ[[fVJ 11.5 9

74 …ultiWinfluentialJgeneticJinteractionsJalterJbehaviourJandJcognitionJthroughJsixJmainJbiologicalJ
cascadesJinJrownJsyndromeJmouseJmodelsXJ2021VJaZVJee[Weff 8

73 q][orfg[JβegulatesJ–ligodendroglialJ—recursorJqellJtateWoJγwitchJinJtheJulialJzineagemXJ2021VJ[cVJdcaZec 3

72 …aternalJantibodiesJfacilitateJomyloidW˛†JclearanceJbyJactivatingJtcWreceptorWγykWmediatedJ
phagocytosisXJ2021VJbVJa]g 2

71 wnsulinJresistanceVJoxidativeJstressJandJmitochondrialJdefectsJinJTsdcdnJmiceJbrainhJoJharmfulJ
synergisticJpathJinJdownJsyndromeXJ2021VJ[dcVJ[c]W[eZ 16

70 ’ormalJlevelsJofJywtcJbutJreducedJyzq[JlevelsJinJbothJolzheimerJdiseaseJandJolzheimerJdiseaseJinJ
rownJsyndromehJevidenceJsuggestingJdefectsJinJanterogradeJtransportXJ2021VJ[aVJcg 0

(2021-2020)
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69 …olecularJ…echanismsJofJtheJueneticJ—redispositionJtoJocuteJ…egakaryoblasticJzeukemiaJinJ
wnfantsJWithJrownJγyndromeXJ2021VJ[[VJdaddaa 4

68 qongenitalJveartJriseaseJandJγurgicalJ–utcomeJinJrownJγyndromeXJ

67 ossociationJonalysisJofJVariantsJofJandJWithJvirschsprungJriseaseJγusceptibilityJinJvanJqhineseJandJ
tunctionalJsvaluationJinJZebrafishXJ2021VJgVJdb[[c] 0

66 —rogressJandJqhallengesJinJzaboratoryWpasedJriagnosticJandJγcreeningJopproachesJforJoneuploidyJ
retectionJduringJ—regnancyXJ2021VJ]dVJb]cWbbZ

65 —rofileJofJdownJsyndromeâ��associatedJmalignancieshJspidemiologyVJclinicalJfeaturesJandJtherapeuticJ
aspectsXJ2021VJdVJdaWe] 1

64 rγqo…Y—oy[JpathwayJsuppressionJreversesJneurogenesisJdeficitsJinJi—γqWderivedJcerebralJ
organoidsJfromJpatientsJwithJrownJsyndromeXJ2021VJ[a[VJ 18

63 pasalJtorebrainJqholinergicJ’euronshJzinkingJrownJγyndromeJandJolzheimerQsJriseaseXJ2021VJ[aVJeZafed 1

62 slevatedJsolubleJamyloidJbetaJprotofibrilsJinJrownJsyndromeJandJolzheimerQsJdiseaseXJ2021VJ[[bVJ[Zadb[ 6

61 ostrocytesJinJrownJγyndromeJocrossJtheJzifespanXJ2021VJ[cVJeZ]dfc 2

60 TranscriptionalJandJ—ostWTranscriptionalJβegulationsJofJomyloidW˛†J—recursorJ—roteinJRo——SJmβ’oXJ
2021VJ]VJ 0

59 qontextJtearJqonditioningJinJrownJγyndromeJ…ouseJ…odelshJsffectsJofJTrisomicJueneJqontentVJ
ogeVJγexJandJueneticJpackgroundXJ2021VJ[]VJ 0

58 ueneticsJofJolzheimerQsJdiseaseJinJadultsJwithJrownJsyndromeXJ2022VJ[gaW]Zf

57 qascadingJueneticJandJsnvironmentalJsffectsJonJrevelopmenthJwmplicationsJforJwnterventionXJ]ecW]ff 4

56 wnfluenceJofJallelicJdifferencesJinJrownJsyndromeXJ2020VJ]c[VJ]gWcb 2

55 rYβy[oJregulatesJtheJrecruitmentJofJcap—[JtoJtheJsitesJofJr’oJdamageJinJpartJthroughJ
interactionJwithJβ’t[dgXJ 1

54 rownJsyndromeJmouseJmodelsJhaveJanJabnormalJentericJnervousJsystemXJ2019VJcVJ 5

53 oJcollagenJVwWdependentJpathogenicJmechanismJforJvirschsprungQsJdiseaseXJ2015VJ[]cVJbbfaWgd 60

52 virschsprungQsJdiseaseVJrownJsyndromeVJandJmissingJheritabilityhJtooJmuchJcollagenJslowsJ
migrationXJ2015VJ[]cVJba]aWd 9
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51 γystematicJTrackingJofJrisruptedJ…odulesJwdentifiesJolteredJ—athwaysJossociatedJwithJqongenitalJ
veartJrefectsJinJrownJγyndromeXJ2015VJ][VJaaabWb] 3

50 rownJsyndromeJi—γqJmodelhJendothelialJperspectiveJonJtumorJdevelopmentXJ2020VJ[[VJaafeWabZb 2

49 …odularJtranscriptionalJrepertoireJandJ…icroβ’oJtargetJanalysesJcharacterizeJgenomicJ
dysregulationJinJtheJthymusJofJrownJsyndromeJinfantsXJ2016VJeVJebgeWcaa 15

48 uerminalJandJγomaticJTrisomyJ][J…osaicismhJvowJqommonJisJitVJWhatJareJtheJwmplicationsJforJ
wndividualJqarriersJandJvowJroesJitJqomeJoboutmXJ2010VJ[[VJbZgW[g 34

47 rownJsyndromehJoJcurativeJprospectmXJ2020VJeVJ[dfW[ga 5

46 —artialJtrisomyJandJtetrasomyJofJchromosomeJ][JwithoutJrownJγyndromeJphenotypeJandJshortJ
overviewJofJgenotypeWphenotypeJcorrelationXJoJcaseJreportXJ2014VJ[cfVJa][Wc 16

45 outosomalJoneuploidyXJ2013VJ[[aW[ae

44 qhromosomalJonomaliesJossociatedJwithJqongenitalJveartJriseaseXJ2014VJbeWe[

43 ThymusJueneJqoexpressionJ’etworkshJoJqomparativeJγtudyJinJqhildrenJwithJandJWithoutJrownJ
γyndromeXJ2014VJ[]aW[ad

42 ossemblyJofJ’onWUniqueJwnsertionJqontentJUsingJ’extWuenerationJγequencingXJ2014VJ][Wag 0

41 wnheritedJponeJ…arrowJtailureJγyndromeVJTo…XJ2017VJ[bcW[eZ

40 TheJhominoidWspecificJgeneJrγqβbJisJinvolvedJinJregulationJofJhumanJleukocyteJmigrationXJ

39 qbsoverdosageJisJnecessaryJandJsufficientJtoJinduceJcognitiveJphenotypesJinJmouseJmodelsJofJ
rownJsyndromeJandJinteractsJgeneticallyJwithryrk[aXJ 0

38 …ultiWinfluentialJgeneticJinteractionsJalterJbehaviourJandJcognitionJthroughJsixJmainJbiologicalJ
cascadesJinJrownJsyndromeJmouseJmodelsXJ 0

37 …appingJbehavioralJlandscapesJinJrownJsyndromeJanimalJmodelsXJ2020VJ]c[VJ[bcW[eg

36 TheJβoleJofJvγo][JsncodedJ…irnaJinJrownJγyndromeJ—athophysiologyh–pportunitiesJinJ
miβ’oWTargetedJ—harmacotherapyJandJriagnosisJofJtheJrownJγyndromeXJ2020VJ]eVJaZ]Wa[]

35 …aternalJantibodiesJfacilitateJomyloidW˛†JclearanceJbyJactivatingJtcWreceptorWγykWmediatedJ
phagocytosisXJ

34 γcreeningJkeyJgenesJassociatedJwithJcongenitalJheartJdefectsJinJrownJsyndromeJbasedJonJ
differentialJexpressionJnetworkXJ2015VJfVJfafcWga 5

(2015-2015)
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33 wmpactJofJincreasedJo——JgeneJdoseJinJrownJsyndromeJandJtheJrp[dJmouseJmodelXJ2021VJ 3

32 oberrantJcrosstalkJbetweenJinsulinJsignalingJandJmT–βJinJyoungJrownJsyndromeJindividualsJ
revealedJbyJneuronalWderivedJextracellularJvesiclesXJ2021VJ 3

31 veartJriseaseJandJγtrokeJγtatisticsW]Z]]JUpdatehJoJβeportJtromJtheJomericanJveartJossociationXXJ
2022VJqwβZZZZZZZZZZZZ[Zc] 196

30 zoweringJlevelsJofJreelinJinJentorhinalJcortexJlayerJwwWneuronsJresultsJinJloweredJlevelsJofJ
intracellularJamyloidW˛†XJ 0

29 γupportJvectorJmachineJlearningJandJdiffusionWderivedJstructuralJnetworksJpredictJamyloidJ
quantityJandJcognitionJinJadultsJwithJrownQsJsyndromeXXJ2022VJ

28 ueneticJpackgroundJwnfluencesJγeverityJofJqolonicJoganglionosisJandJβesponseJtoJur’tJsnemasJinJ
theJ…ouseJ…odelJofJvirschsprungJriseaseXJ2021VJ]]VJ 0

27 γtructuralJqharacterizationJofJtheJvighlyJβestrictedJrownJγyndromeJqriticalJβegionJonJ][q]]X[ahJ
’ewJandJTranscriptJwsoformsXXJ2021VJ[]VJeeZacg 2

26 o——JandJrYβy[oJregulateJaxonalJandJsynapticJvesicleJproteinJnetworksJandJmediateJolzheimerQsJ
pathologyJinJtrisomyJ][JneuronsXXJ2022VJ 2

25 –verexpressionJscreenJofJchromosomeJ][JgenesJrevealsJmodulatorsJofJγonicJhedgehogJsignalingJ
relevantJtoJrownJsyndromeXJ

24 —sychosocialJβiskJtactorsJforJolzheimerâ��sJriseaseJinJ—atientsJwithJrownJγyndromeJandJTheirJ
ossociationJwithJprainJqhangeshJoJ’arrativeJβeviewXJ

23 βodentJ…odelingJofJolzheimerQsJriseaseJinJrownJγyndromehJwnJvivoJandJexJvivoJopproachesXJ[dVJ 0

22 qraniofacialJdysmorphologyJinJrownJγyndromeJisJcausedJbyJincreasedJdosageJofJryrk[aJandJatJ
leastJthreeJotherJgenesXJ

21 rownJsyndromehJaJmodelJforJchromosomeJabnormalitiesXJ2023VJbcWdf

20 wmplicationsJofJtrisomyJ][JonJcongenitalJfeaturesJandJhealthJaspectsXJ2022VJ[aWbZ 0

19 revelopmentJofJspecificJphenotypesJandJgeneticJconsequencesJinJrownJsyndromeXJ2022VJ[acW[fZ 0

18 ueneWdosageJimbalanceJdueJtoJtrisomicJvγo][JandJgenotypeâ��phenotypeJassociationJinJrownJ
syndromeXJ2022VJgaW[ab 0

17 wn´ vivoJandJin´ vitroJmodelsJforJresearchJonJrownJsyndromeXJ2022VJbZcWbdb 0

16 γexJrifferencesJinJ—roteinJsxpressionJandJTheirJ—erturbationsJinJomnioticJtluidJqellsJofJrownJ
γyndromeJtetusesXJ 0
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15 βecurringJgermlineJmosaicismJinJaJfamilyJdueJtoJreversionJofJanJinheritedJderivativeJchromosomeJfJ
fromJanJfi][JtranslocationJwithJinterstitialJtelomericJsequencesXJjmedgenetW]Z]]W[Zfcfd 0

14 ’eurologicalJandJneurodevelopmentalJmanifestationsJinJchildrenJandJadolescentsJwithJrownJ
syndromeXJ2022VJ 0

13 TherapeuticsJforJmitochondrialJdysfunctionWlinkedJdiseasesJinJdownJsyndromeXJ2023VJdfVJ]cWba 0

12 —artialJtrisomyJ][JwithJorJwithoutJhighlyJrestrictedJrown´ syndromeJcriticalJregionJRvβWrγqβShJ
reportJofJtwoJnewJcasesJandJreanalysisJofJtheJgenotypeâ��phenotypeJassociationXJ2022VJ[cVJ 0

11 —artialJtrisomyJ][JwithJorJwithoutJhighlyJrestrictedWrownJsyndromeJcriticalJregionJRvβWJrγqβSXJ
βeportJofJtwoJnewJcasesJandJreanalysisJofJtheJgenotypeWphenotypeJassociationXJ 0

10 rscam[JoverexpressionJimpairsJtheJfunctionJofJtheJgutJnervousJsystemJinJrrosophilaXJ 1

9 qonsequencesJofJchromosomeJgainhJoJnewJviewJonJtrisomyJsyndromesXJ2022VJ[ZgVJ][]dW][bZ 0

8 γhakingJupJtheJsilencehJconsequencesJofJv…u’[JantagonizingJ—βq]JinJtheJrownJsyndromeJbrainXJ
2022VJ[cVJ 0

7 rysregulatedJsystemicJmetabolismJinJaJrownJsyndromeJmouseJmodelXJ2023VJdfVJ[Z[ddd 0

6 veartJriseaseJandJγtrokeJγtatisticsâ��]Z]aJUpdatehJoJβeportJtromJtheJomericanJveartJossociationXJ 9

5 ueneticsJandJ…olecularJpasisJofJqongenitalJveartJrefectsJinJrownJγyndromehJβoleJofJsxtracellularJ
…atrixJβegulationXJ2023VJ]bVJ]g[f 0

4 –verexpressionJscreenJofJchromosomeJ][JgenesJrevealsJmodulatorsJofJγonicJhedgehogJsignalingJ
relevantJtoJrownJsyndromeXJ2023VJ[dVJ 0

3 …ovingJbeyondJamyloidJandJtauJtoJcaptureJtheJbiologicalJheterogeneityJofJolzheimerâ��sJdiseaseXJ
2023VJ 0

2 zoweringJlevelsJofJreelinJinJentorhinalJcortexJlayerJwwWneuronsJresultsJinJloweredJlevelsJofJ
intracellularJamyloidW˛†XJ2023VJcVJ 0

1 qraniofacialJdysmorphologyJinJrownJsyndromeJisJcausedJbyJincreasedJdosageJofJryrk[aJandJatJ
leastJthreeJotherJgenesXJ2023VJ[cZVJ 0
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