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j Paper IF Citations

249 SurgicalIinsightsIandImanagementIinIpatientsIwithItheI__qZZW_IdeletionIsyndromeWWIPediatricf
SurgeryfInternationalUI2022UIafUIfgg 2.1 0

248 reInovoIvariantsIinIqoqNoZsIfoundIinIpatientsIwithIintellectualIdisabilityUIdevelopmentalI
regressionIandIsocialIcognitionIdeficitIbutInoIseizuresWIMolecularfAutismUI2021UIZ_UIdg 6.5 0

247 qhromosomeIbq_fWaqa_WaIduplicationIinIaIpatientIwithIlymphaticImalformationsUIcraniosynostosisUI
andIdysmorphicIfeaturesWIClinicalfDysmorphologyUI2021UIaYUIfgVg_ 0.9 1

246 sxpandingItheIgenotypicIandIphenotypicIspectrumIinIaIdiverseIcohortIofIZYbIindividualsIwithI
WiedemannVSteinerIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIZdbgVZddc 2.5 0

245 UnderstandingItheIphenotypicIspectrumIofIoSXzVrelatedIdiseasehITenIcasesIandIaIreviewIofItheI
literatureWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIZeYYVZeZZ 2.5 5

244 qongenitalIpolyvalvularIdiseaseIexpandsItheIcardiacIphenotypeIofItheIRoSopathiesWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIZbfdVZbga 2.5 1

243 risruptionIofItheIbloodVbrainIbarrierIinI__qZZW_IdeletionIsyndromeWIBrainUI2021UIZbbUIZacZVZadY 11.2 7

242 βathogenicIvariantsIinIqrvZZIimpairIcellIadhesionIandIcauseITeebiIhypertelorismIsyndromeWI
HumanfGeneticsUI2021UIZbYUIZYdZVZYed 6.3 1

241 oNyRrZZIvariantshIypuIsyndromeIandIbeyondWIClinicalfGeneticsUI2021UIZYYUIZfeV_YY 4 4

240 oIbinationalIstudyIassessingIriskIandIresilienceIfactorsIinI__qZZW_IdeletionIsyndromeWIJournalfoff
PsychiatricfResearchUI2021UIZafUIaZgVa_c 5.2 3

239 oorticIRootIrilationIinIβatientsIwithI__qZZW_IreletionISyndromeIWithoutIwntracardiacIonomaliesWI
PediatricfCardiologyUI2021UIb_UIZcgbVZdYY 2.1 1

238 NonlethalIpresentationsIofIqYβ_dpZVrelatedIskeletalIanomaliesIandImultipleIsynostosesIsyndromeWI
AmericanfJournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUI_eddV_eec 2.5 0

237 RareIvariantsIinIyrRUIencodingIVsutIReceptorI_UIareIassociatedIwithItetralogyIofItallotWIGeneticsfinf
MedicineUI2021UI_aUIZgc_VZgdY 8.1 1

236 sxpandingItheIgeneticIlandscapeIofIoralVfacialVdigitalIsyndromeIwithItwoInovelIgenesWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUI_bYgV_bZd 2.5 1

235 qleftIpalateImorphologyUIgeneticIetiologyUIandIriskIofImortalityIinIinfantsIwithIRobinIsequenceWI
AmericanfJournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIadgbVaeYY 2.5

234 reInovoIlossVofVfunctionIvariantsIinIXVlinkedI srZ_IareIassociatedIwithIvardikarIsyndromeIinI
femalesWIGeneticsfinfMedicineUI2021UI_aUIdaeVdbb 8.1 7

233 oIdyadicIapproachItoItheIdelineationIofIdiagnosticIentitiesIinIclinicalIgenomicsWIAmericanfJournalfoff
HumanfGeneticsUI2021UIZYfUIfVZc 11 19
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232 sffectsIofIcopyInumberIvariationsIonIbrainIstructureIandIriskIforIpsychiatricIillnesshIzargeVscaleI
studiesIfromItheIsNwu oIworkingIgroupsIonIqNVsWIHumanfBrainfMappingUI2021UI 5.9 6

231 RelationshipIbetweenIintelligenceIquotientImeasuresIandIcomputerizedIneurocognitiveI
performanceIinI__qZZW_IdeletionIsyndromeWIBrainfandfBehaviorUI2021UIZZUIe___Z 3.4 2

230 piVallelicIvariantsIinItheIsRIqualityVcontrolImannosidaseIgeneIsrs aIcauseIaIcongenitalIdisorderIofI
glycosylationWIAmericanfJournalfoffHumanfGeneticsUI2021UIZYfUIZab_VZabg 11 1

229 ossociationIofI itochondrialIpiogenesisIWithIVariableIβenetranceIofISchizophreniaWIJAMAf
PsychiatryUI2021UIefUIgZZVg_Z 14.5 3

228 qhromatinI odificationsIinI__qZZW_IreletionISyndromeWIJournalfoffClinicalfImmunologyUI2021UIbZUIZfcaVZfdb5.7 1

227 sxpandingItheIphenotypicIspectrumIofI endelianIconnectiveItissueIdisordersItoIincludeIprominentI
kidneyIphenotypesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIaed_Vaedg 2.5

226 ResponseItoIvamoshIet´ alWIAmericanfJournalfoffHumanfGeneticsUI2021UIZYfUIZfYgVZfZY 11

225 vyperinsulinismIinIanIindividualIwithIanIsβaYYIvariantIofIRubinsteinVTaybiIsyndromeWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIZ_cZVZ_cc 2.5 0

224 qardiacIevaluationIofIpatientsIwithI__qZZW_IduplicationIsyndromeWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2021UIZfcUIecaVecf 2.5 1

223 turtherIdelineationIofItheIclinicalIspectrumIofIyoTdpIdisordersIandIallelicIseriesIofIpathogenicI
variantsWIGeneticsfinfMedicineUI2020UI__UIZaafVZabe 8.1 9

222 oIsecondIcohortIofIqvraIpatientsIexpandsItheImolecularImechanismsIknownItoIcauseISnijdersI
plokVqampeauIsyndromeWIEuropeanfJournalfoffHumanfGeneticsUI2020UI_fUIZb__VZbaZ 5.3 10

221  appingItheIRelationshipIbetweenIrysmorphologyIandIqognitiveUIpehavioralUIandIrevelopmentalI
áutcomesIinIqhildrenIwithIoutismISpectrumIrisorderWIAutismfResearchUI2020UIZaUIZ__eVZ_af 5.1

220 octivatingIvariantsIinIβrutRpIresultIinIaIspectrumIofIdisordersIresponsiveItoIimatinibI
monotherapyWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2020UIZf_UIZcedVZcgZ 2.5 11

219 NovelItruncatingImutationsIinIqTNNrZIcauseIaIdominantIcraniofacialIandIcardiacIsyndromeWIHumanf
MolecularfGeneticsUI2020UI_gUIZgYYVZg_Z 5.6 12

218 zossVofVfunctionIofIsndothelinIreceptorItypeIoIresultsIinIároVátoVqardiacIsyndromeWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2020UIZf_UIZZYbVZZZd 2.5 2

217 TattonVprownVRahmanIsyndromehISixIindividualsIwithInovelIfeaturesWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2020UIZf_UIdeaVdfY 2.5 3

216 piVallelicIzossVofVtunctionIVariantsIinINUβZffIqauseIaIRecognizableISyndromeIqharacterizedIbyI
NeurologicUIácularUIandIqardiacIobnormalitiesWIAmericanfJournalfoffHumanfGeneticsUI2020UIZYdUId_aVdaZ 11 5

215 NovelIvariantsIinIqrv_IareIassociatedIwithIaInewIsyndromeIincludingIβetersIanomalyWIClinicalf
GeneticsUI2020UIgeUIcY_VcYf 4 6

(2020-2021)
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214
qlinicalIspectrumIofIindividualsIwithIpathogenicINtZImissenseIvariantsIaffectingIpW etZZbgUI
pWorgZ_edUIandIpWzysZb_ahIgenotypeVphenotypeIstudyIinIneurofibromatosisItypeIZWIHumanf
MutationUI2020UIbZUI_ggVaZc

4.7 47

213 qompleteISequenceIofItheI__qZZW_IolleleIinIZUYcaISubjectsIwithI__qZZW_IreletionISyndromeI
RevealsI odifiersIofIqonotruncalIveartIrefectsWIAmericanfJournalfoffHumanfGeneticsUI2020UIZYdUI_dVbY 11 24

212  NZIqVterminalItruncationIsyndromeIisIaInovelIneurodevelopmentalIandIcraniofacialIdisorderIwithI
partialIrhombencephalosynapsisWIBrainUI2020UIZbaUIccVdf 11.2 18

211 qlinicalIvariabilityIofITUppVassociatedIdisordershIriagnosisIthroughIreanalysisWIAmericanfJournalfoff
MedicalfGeneticstfPartfAUI2020UIZf_UIaYacVaYag 2.5 1

210
 agneticIresonanceIangiographyIQ RoRIinIpreoperativeIplanningIforIpatientsIwithI__qZZW_I
deletionIsyndromeIundergoingIcraniofacialIandIotorhinolaryngologicIproceduresWIInternationalf
JournalfoffPediatricfOtorhinolaryngologyUI2020UIZafUIZZY_ad

1.7 2

209
sβaYYVrelatedIRubinsteinVTaybiIsyndromehIvighlightedIrareIphenotypicIfindingsIandIaI
genotypeVphenotypeImetaVanalysisIofIebIpatientsWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2020UIZf_UI_g_dV_gaf

2.5 3

208 qongenitalIdiaphragmaticIherniaIasIaIprominentIfeatureIofIaISβsqqZzVrelatedIsyndromeWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2020UIZf_UI_gZgV_g_c 2.5 2

207 vistoneIvaWaIbeyondIcancerhIuermlineImutationsIinIcauseIaIpreviouslyIunidentifiedI
neurodegenerativeIdisorderIinIbdIpatientsWISciencefAdvancesUI2020UIdUI 14.3 12

206 ápticalImappingIofItheI__qZZW_rSIregionIrevealsIcomplexIrepeatIstructuresIandIpreferredI
locationsIforInonVallelicIhomologousIrecombinationIQNovRRWIScientificfReportsUI2020UIZYUIZ__ac 4.9 10

205 sarlyIlanguageImeasuresIassociatedIwithIlaterIpsychosisIfeaturesIinI__qZZW_IdeletionIsyndromeWI
AmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsUI2020UIZfaUIag_VbYY 3.5 3

204 TheIqvrbVrelatedIsyndromehIaIcomprehensiveIinvestigationIofItheIclinicalIspectrumUI
genotypeVphenotypeIcorrelationsUIandImolecularIbasisWIGeneticsfinfMedicineUI2020UI__UIafgVage 8.1 22

203 βartialIzossIofIUSβgXItunctionIzeadsItoIaI aleINeurodevelopmentalIandIpehavioralIrisorderI
qonvergingIonITransformingIurowthItactorI˛†ISignalingWIBiologicalfPsychiatryUI2020UIfeUIZYYVZZ_ 7.9 19

202 βathogenicIvariantsIinIqrqbcIonItheIremainingIalleleIinIpatientsIwithIaIchromosomeI__qZZW_I
deletionIresultIinIaInovelIautosomalIrecessiveIconditionWIGeneticsfinfMedicineUI2020UI__UIa_dVaac 8.1 10

201 wncreasedITVcellIcountsIinIpatientsIwithI__qZZW_IdeletionIsyndromeIwhoIhaveIanxietyWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2020UIZf_UIZfZcVZfZf 2.5 1

200 βerinatalIdistressIinIZpadIdeletionIsyndromeIcanImimicIhypoxicIischemicIencephalopathyWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2019UIZegUIZcbaVZcbd 2.5 3

199 ReanalysisIofIqlinicalIsxomeISequencingIrataWINewfEnglandfJournalfoffMedicineUI2019UIafYUI_befV_bfY 59.2 109

198 qopyInumberIvariationsIinIindividualsIwithIconotruncalIheartIdefectsIrevealIsomeIsharedI
developmentalIpathwaysIirrespectiveIofI__qZZW_IdeletionIstatusWIBirthfDefectsfResearchUI2019UIZZZUIfffVgYc2.9 2

197  uenkeIsyndromehI edicalIandIsurgicalIcomorbiditiesIandIlongVtermImanagementWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2019UIZegUIZbb_VZbcY 2.5
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196 ueneIdomainVspecificIrNoImethylationIepisignaturesIhighlightIdistinctImolecularIentitiesIofIorNβI
syndromeWIClinicalfEpigeneticsUI2019UIZZUIdb 7.7 29

195 TheIfinalIdemiseIofIRodriguezIlethalIacrofacialIdysostosishIoIcaseIreportIandIreviewIofItheI
literatureWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2019UIZegUIZYdaVZYdf 2.5 6

194 vyperinsulinemicIhypoglycemiaIinIsevenIpatientsIwithIdeInovoINSrZImutationsWIAmericanfJournalf
offMedicalfGeneticstfPartfAUI2019UIZegUIcb_VccZ 2.5 5

193 ottentionIdeficitIhyperactivityIdisorderIsymptomsIasIantecedentsIofIlaterIpsychoticIoutcomesIinI
__qZZW_IdeletionIsyndromeWISchizophreniafResearchUI2019UI_YbUIa_YVa_c 3.6 11

192  utationsIinItopoisomeraseIww˛†IresultIinIaIpIcellIimmunodeficiencyWINaturefCommunicationsUI2019UI
ZYUIadbb 17.4 24

191 StudyIofIcarrierIfrequencyIofIWarsawIbreakageIsyndromeIinItheIoshkenaziIxewishIpopulationIandI
presentationIofItwoIcasesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2019UIZegUI_ZbbV_ZcZ 2.5 6

190 βhenotypeIdelineationIofIZNtbd_IrelatedIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2019UIZegUI_YecV_Yf_ 2.5 11

189  issenseI utationsIinINyoβIqauseIaIrisorderIofITranscriptionalIRegulationIqharacterizedIbyI
 arfanoidIvabitusIandIqognitiveIwmpairmentWIAmericanfJournalfoffHumanfGeneticsUI2019UIZYcUIgfeVggc 11 3

188  issenseIVariantsIinItheIvistoneIocetyltransferaseIqomplexIqomponentIueneITRRoβIqauseI
outismIandISyndromicIwntellectualIrisabilityWIAmericanfJournalfoffHumanfGeneticsUI2019UIZYbUIcaYVcbZ 11 17

187
oINovelIopproachItoIrysmorphologyItoIsnhanceItheIβhenotypicIqlassificationIofIoutismISpectrumI
risorderIinItheIStudyItoIsxploreIsarlyIrevelopmentWIJournalfoffAutismfandfDevelopmentalfDisorders
UI2019UIbgUI_ZfbV__Y_

4.6 3

186 sxpandingItheIclinicalIphenotypeIofIindividualsIwithIaIaVbpIinVframeIdeletionIofItheINtZIgeneI
QcW_geY__ge_delRhIanIupdateIofIgenotypeVphenotypeIcorrelationWIGeneticsfinfMedicineUI2019UI_ZUIfdeVfed8.1 43

185 onomaliesIofItheIgenitourinaryItractIinIchildrenIwithI__qZZW_IdeletionIsyndromeWIAmericanfJournalf
offMedicalfGeneticstfPartfAUI2019UIZegUIafZVafc 2.5 6

184  anagementIofIvelopharyngealIdysfunctionIinIpatientsIwithI__qZZW_IdeletionIsyndromehIoIsurveyI
ofIpracticeIpatternsWIInternationalfJournalfoffPediatricfOtorhinolaryngologyUI2019UIZZdUIbaVbf 1.7 7

183
βhenotypicIspectrumIassociatedIwithISβsqqZzIpathogenicIvariantshInewIfamiliesIandIcriticalIreviewI
ofItheInosologyIofITeebiUIápitzIupppUIandIparaitserVWinterIsyndromesWIEuropeanfJournalfoff
MedicalfGeneticsUI2019UId_UIZYacff

2.6 10

182 rysregulationIofITpXZIdosageIinItheIanteriorIheartIfieldIresultsIinIcongenitalIheartIdiseaseI
resemblingItheI__qZZW_IduplicationIsyndromeWIHumanfMolecularfGeneticsUI2018UI_eUIZfbeVZfce 5.6 12

181 reInovoIvariantsIinI yelinIregulatoryIfactorIQ YRtRIasIcandidatesIofIaInewIsyndromeIofIcardiacI
andIurogenitalIanomaliesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIgdgVge_ 2.5 27

180
qongenitalIheartIdiseasesIandIcardiovascularIabnormalitiesIinI__qZZW_IdeletionIsyndromehItromI
wellVestablishedIknowledgeItoInewIfrontiersWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UI
ZedUI_YfeV_Ygf

2.5 29

179 slucidatingItheIdiagnosticIodysseyIofI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2018UIZedUIgadVgbb 2.5 26

(2018-2019)
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178 sarlyIphotoreceptorIouterIsegmentIlossIandIretinoschisisIinIqohenIsyndromeWIOphthalmicfGeneticsUI
2018UIagUIaggVbYb 1.2 10

177 βrimaryIlymphedemaIandIotherIlymphaticIanomaliesIareIassociatedIwithI__qZZW_IdeletionI
syndromeWIEuropeanfJournalfoffMedicalfGeneticsUI2018UIdZUIbZZVbZc 2.6 4

176 ottentionIreficitIvyperactivityIrisorderISymptomsIandIβsychosisIinI__qZZW_IreletionISyndromeWI
SchizophreniafBulletinUI2018UIbbUIf_bVfaa 1.3 14

175 reletionIsizeIanalysisIofIZdfYI__qZZW_rSIsubjectsIidentifiesIaInewIrecombinationIhotspotIonI
chromosomeI__qZZW_WIHumanfMolecularfGeneticsUI2018UI_eUIZZcYVZZda 5.6 18

174 NaturalIhistoryIandIgenotypeVphenotypeIcorrelationsIinIe_IindividualsIwithISoTp_VassociatedI
syndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIg_cVgac 2.5 37

173 vearingIzossIafterIqardiacISurgeryIinIwnfancyhIonIUnintendedIqonsequenceIofIzifeVSavingIqareWI
JournalfoffPediatricsUI2018UIZg_UIZbbVZcZWeZ 3.6 9

172
outosomalIdominantImannoseVbindingIlectinIdeficiencyIisIassociatedIwithIworseI
neurodevelopmentalIoutcomesIafterIcardiacIsurgeryIinIinfantsWIJournalfoffThoracicfandf
CardiovascularfSurgeryUI2018UIZccUIZZagVZZbeWe_

1.5 7

171 uenotypeVβhenotypeIqorrelationIinINtZhIsvidenceIforIaI oreISevereIβhenotypeIossociatedIwithI
 issenseI utationsIoffectingINtZIqodonsIfbbVfbfWIAmericanfJournalfoffHumanfGeneticsUI2018UIZY_UIdgVfe11 93

170 onatomicI alformationsIofItheI iddleIandIwnnerIsarIinI__qZZW_IreletionISyndromehIqaseISeriesI
andIziteratureIReviewWIAmericanfJournalfoffNeuroradiologyUI2018UIagUIg_fVgab 4.4 12

169 NovelIfindingsIwithIreassessmentIofIexomeIdatahIimplicationsIforIvalidationItestingIandI
interpretationIofIgenomicIdataWIGeneticsfinfMedicineUI2018UI_YUIa_gVaad 8.1 20

168 TheI__qZZW_IdeletionIsyndromehIqancerIpredispositionUIplateletIabnormalitiesIandIcytopeniasWI
AmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUI_Z_ZV_Z_e 2.5 34

167
reInovoImissenseIvariantsIinI swS_IrecapitulateItheImicrodeletionIphenotypeIofIcardiacIandIpalateI
abnormalitiesUIdevelopmentalIdelayUIintellectualIdisabilityIandIdysmorphicIfeaturesWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIZfbcVZfcZ

2.5 12

166
sxpandingItheIfetalIphenotypehIβrenatalIsonographicIfindingsIandIperinatalIoutcomesIinIaIcohortI
ofIpatientsIwithIaIconfirmedI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartf
AUI2018UIZedUIZeacVZebZ

2.5 24

165 NonreentrantIatrialItachycardiaIoccursIindependentlyIofIhypertrophicIcardiomyopathyIinI
RoSopathyIpatientsWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIZeZZVZe__ 2.5 12

164 reINovoIVariantsIinItheItVpoxIβroteinItpXáZZIinI_YIwndividualsIwithIaIVariableI
NeurodevelopmentalIrisorderWIAmericanfJournalfoffHumanfGeneticsUI2018UIZYaUIaYcVaZd 11 21

163 álfactoryIdeficitsIandIpsychosisVspectrumIsymptomsIinI__qZZW_IdeletionIsyndromeWISchizophreniaf
ResearchUI2018UI_Y_UIZZaVZZg 3.6 7

162 qytotoxicITVzymphocyteVossociatedIβroteinIbIvaploinsufficiencyVossociatedIwnflammationIqanI
áccurIwndependentlyIofITVqellIvyperproliferationWIFrontiersfinfImmunologyUI2018UIgUIZeZc 8.4 10

161
oIvascularIendothelialIgrowthIfactorIoIgeneticIvariantIisIassociatedIwithIimprovedIventricularI
functionIandItransplantVfreeIsurvivalIafterIsurgeryIforInonVsyndromicIqvrWICardiologyfinfthefYoungUI
2018UI_fUIagVbc

1 6
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160  usicalIauditoryIprocessingUIcognitionUIandIpsychopathologyIinI__qZZW_IdeletionIsyndromeWI
AmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsUI2018UIZeeUIedcVeea 3.5 2

159 VarianceIofIwQIisIpartiallyIdependentIonIdeletionItypeIamongIZUb_eI__qZZW_IdeletionIsyndromeI
subjectsWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUI_Ze_V_ZfZ 2.5 18

158 __qIandItwohI__qZZW_IdeletionIsyndromeIandIcoexistingIconditionsWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2018UIZedUI__YaV__Zb 2.5 15

157 NeurologicIchallengesIinI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2018UIZedUI_ZbYV_Zbc 2.5 12

156 TheIimpactIofIhypocalcemiaIonIfullIscaleIwQIinIpatientsIwithI__qZZW_IdeletionIsyndromeWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2018UIZedUI_ZdeV_ZeZ 2.5 2

155 WhatIisInewIwithI__qmIonIupdateIfromItheI__qIandIYouIqenterIatItheIqhildrenPsIvospitalIofI
βhiladelphiaWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUI_YcfV_Ydg 2.5 54

154 NtwpIvaploinsufficiencyIwsIossociatedIwithIwntellectualIrisabilityIandI acrocephalyWIAmericanf
JournalfoffHumanfGeneticsUI2018UIZYaUIec_Vedf 11 19

153 VariableIqlinicalI anifestationsIofIXiaVuibbsIsyndromehItindingsIofIqonsecutivelyIwdentifiedIqasesI
atIaISingleIqhildrenPsIvospitalWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIZfgYVZfgd 2.5 15

152 βqrvZgVrelatedIepilepsyIinIaImaleIwithIylinefelterIsyndromehIodditionalIevidenceIsupportingI
βqrvZgIcellularIinterferenceIdiseaseImechanismWIEpilepsyfResearchUI2018UIZbcUIfgVg_ 3 12

151 NegativeIsubthresholdIpsychoticIsymptomsIdistinguishI__qZZW_IdeletionIsyndromeIfromIotherI
neurodevelopmentalIdisordershIoItwoVsiteIstudyWISchizophreniafResearchUI2017UIZffUIb_Vbg 3.6 13

150 ZYVyearVoldIfemaleIwithIintragenicIyoNSzZImutationUInoIyoNSzZVrelatedIintellectualIdisabilityUIandI
preservedIverbalIintelligenceWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2017UIZeaUIed_Vedc 2.5 3

149 ossociationIofIairwayIabnormalitiesIwithI__qZZW_IdeletionIsyndromeWIInternationalfJournalfoff
PediatricfOtorhinolaryngologyUI2017UIgdUIZZVZb 1.7 36

148 TheIdimensionalIstructureIofIpsychopathologyIinI__qZZW_IreletionISyndromeWIJournalfoffPsychiatricf
ResearchUI2017UIg_UIZ_bVZaZ 5.2 10

147 q wβIhaploinsufficiencyIinItwoIpatientsIwithIautismIspectrumIdisorderIandIcoVoccurringI
gastrointestinalIissuesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2017UIZeaUI_ZYZV_ZYe 2.5 4

146 SubthresholdIβsychosisIinI__qZZW_IreletionISyndromehI ultisiteINaturalisticIStudyWISchizophreniaf
BulletinUI2017UIbaUIZYegVZYfg 1.3 32

145 encephalopathyhInovelIfindingsIonIphenotypeUIvariantIclusteringUIfunctionalIconsequencesIandI
treatmentIaspectsWIJournalfoffMedicalfGeneticsUI2017UIcbUIbdYVbeY 5.8 109

144 RatesIofIautismIandIpotentialIriskIfactorsIinIchildrenIwithIcongenitalIheartIdefectsWICongenitalf
HeartfDiseaseUI2017UIZ_UIb_ZVb_g 3.1 21

143 NestedIwnversionIβolymorphismsIβredisposeIqhromosomeI__qZZW_ItoI eioticIRearrangementsWI
AmericanfJournalfoffHumanfGeneticsUI2017UIZYZUIdZdVd__ 11 6

(2017-2018)
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142 uenomeVWideIossociationIStudyItoItindI odifiersIforITetralogyIofItallotIinItheI__qZZW_IreletionI
SyndromeIwdentifiesIVariantsIinItheIzocusIonIcqZbWaWICirculation:fCardiovascularfGeneticsUI2017UIZYUI 14

141 qriticalIregionIwithinI__qZZW_IlinkedItoIhigherIrateIofIautismIspectrumIdisorderWIMolecularfAutismUI
2017UIfUIcf 6.5 18

140 WhiteImatterImicrostructuralIdeficitsIinI__qZZW_IdeletionIsyndromeWIPsychiatryfResearchfuf
NeuroimagingUI2017UI_dfUIacVbb 2.9 14

139
wmpairmentIofIdifferentIproteinIdomainsIcausesIvariableIclinicalIpresentationIwithinIβittVvopkinsI
syndromeIandIsuggestsIintragenicImolecularIsyndromologyIofITqtbWIEuropeanfJournalfoffMedicalf
GeneticsUI2017UIdYUIcdcVceZ

2.6 11

138 RareIuenomeVWideIqopyINumberIVariationIandIsxpressionIofISchizophreniaIinI__qZZW_IreletionI
SyndromeWIAmericanfJournalfoffPsychiatryUI2017UIZebUIZYcbVZYda 11.9 58

137 oIhumanIcaseIofISzqacoaVrelatedIskeletalIdysplasiaWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2017UIZeaUI_ecfV_ed_ 2.5 15

136 wdentificationIofI__qZZW_IreletionISyndromeIviaINewbornIScreeningIforISevereIqombinedI
wmmunodeficiencyWIJournalfoffClinicalfImmunologyUI2017UIaeUIbedVbfc 5.7 25

135 TheIβsychosisISpectrumIinI__qZZW_IreletionISyndromeIwsIqomparableItoIThatIofINondeletedI
YouthsWIBiologicalfPsychiatryUI2017UIf_UIZeV_c 7.9 33

134 βhenotypicIpredictorsIandIfinalIdiagnosesIinIpatientsIreferredIforIRoSopathyItestingIbyItargetedI
nextVgenerationIsequencingWIGeneticsfinfMedicineUI2017UIZgUIeZcVeZf 8.1 12

133 TrachealIcartilaginousIsleevesIinIchildrenIwithIsyndromicIcraniosynostosisWIGeneticsfinfMedicineUI
2017UIZgUId_Vdf 8.1 24

132 qongenitalIdiaphragmaticIherniaIinI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2017UIZeaUIZacVZb_ 2.5 17

131  aternalIuniparentalIdisomyIofIchromosomeI_YhIaInovelIimprintingIdisorderIofIgrowthIfailureWI
GeneticsfinfMedicineUI2016UIZfUIaYgVZc 8.1 52

130 NeurocognitiveIprofileIinIpsychoticIversusInonpsychoticIindividualsIwithI__qZZW_IdeletionI
syndromeWIEuropeanfNeuropsychopharmacologyUI2016UI_dUIZdZYVf 1.2 31

129 TheIRoleIofImuluRIqopyINumberIVariationIinIueneticIandIsnvironmentalItormsIofISyndromicI
outismISpectrumIrisorderWIScientificfReportsUI2016UIdUIZgae_ 4.9 20

128 risruptedIanatomicInetworksIinItheI__qZZW_IdeletionIsyndromeWINeuroImage:fClinicalUI2016UIZ_UIb_YVf 5.3 3

127 oIcatalogIofIhemizygousIvariationIinIZ_eI__qZZIdeletionIpatientsWIHumanfGenomefVariationUI2016UI
aUIZcYdc 1.8 8

126 wQIandIhemizygosityIforItheIValI etIfunctionalIpolymorphismIofIqá TIinI__qZZrSWIAmericanf
JournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsUI2016UIZeZUIZZZ_VZZZc 3.5 5

125 βerformanceIonIaIcomputerizedIneurocognitiveIbatteryIinI__qZZW_IdeletionIsyndromehIoI
comparisonIbetweenIUSIandIwsraeliIcohortsWIBrainfandfCognitionUI2016UIZYdUIaaVbZ 2.7 14

Elaine H Zackai
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124 __qZZW_IduplicationIsyndromehIelevatedIrateIofIautismIspectrumIdisorderIandIneedIforImedicalI
screeningWIMolecularfAutismUI2016UIeUI_e 6.5 42

123
purdenIofIpotentiallyIpathologicIcopyInumberIvariantsIisIhigherIinIchildrenIwithIisolatedIcongenitalI
heartIdiseaseIandIsignificantlyIimpairsIcovariateVadjustedItransplantVfreeIsurvivalWIJournalfoff
ThoracicfandfCardiovascularfSurgeryUI2016UIZcZUIZZbeVcZWeb

1.5 35

122 pIcellIdevelopmentIinIchromosomeI__qZZW_IdeletionIsyndromeWIClinicalfImmunologyUI2016UIZdaUIZVg 9 20

121 RareIcopyInumberIvariantsIandIcongenitalIheartIdefectsIinItheI__qZZW_IdeletionIsyndromeWIHumanf
GeneticsUI2016UIZacUI_eaVfc 6.3 31

120 uainVofVfunctionImutationsIinIS orbIcauseIaIdistinctiveIrepertoireIofIcardiovascularIphenotypesIinI
patientsIwithI yhreIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2016UIZeYUI_dZeVaZ 2.5 29

119  utationsIinIqrqbcUIsncodingIanIsssentialIqomponentIofItheIβreVinitiationIqomplexUIqauseI
 eierVuorlinISyndromeIandIqraniosynostosisWIAmericanfJournalfoffHumanfGeneticsUI2016UIggUIZ_cVaf 11 67

118  andibulofacialIrysostosisIwithI icrocephalyhI utationIandIratabaseIUpdateWIHumanfMutationUI
2016UIaeUIZbfVcb 4.7 31

117 reINovoI utationsIofIRsRsIqauseIaIueneticISyndromeIwithIteaturesIthatIáverlapIThoseI
ossociatedIwithIβroximalIZpadIreletionsWIAmericanfJournalfoffHumanfGeneticsUI2016UIgfUIgdaVgeY 11 42

116 onalysisIofIcfgUaYdIgenomesIidentifiesIindividualsIresilientItoIsevereI endelianIchildhoodI
diseasesWINaturefBiotechnologyUI2016UIabUIcaZVf 44.5 196

115
wncreasingIcumulativeIexposureItoIvolatileIanestheticIagentsIisIassociatedIwithIpoorerI
neurodevelopmentalIoutcomesIinIchildrenIwithIhypoplasticIleftIheartIsyndromeWIJournalfoff
ThoracicfandfCardiovascularfSurgeryUI2016UIZc_UIbf_Vg

1.5 35

114 UtilityIofIgeneticIevaluationIinIinfantsIwithIcongenitalIheartIdefectsIadmittedItoItheIcardiacI
intensiveIcareIunitWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2016UIZeYUIaYgYVaYge 2.5 17

113 yabukiIsyndromeIasIaIcauseIofInonVimmuneIfetalIhydropsXascitesWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2016UIZeYUIaaaaVaaae 2.5 10

112 qharacteristicIcalcanealIossificationhIanIadditionalIearlyIradiographicIfindingIinIinfantsIwithI
fibrodysplasiaIossificansIprogressivaWIPediatricfRadiologyUI2016UIbdUIZcdfVe_ 2.8 6

111 qerebroVcostoVmandibularIsyndromehIqlinicalUIradiologicalUIandIgeneticIfindingsWIAmericanfJournalf
offMedicalfGeneticstfPartfAUI2016UIZeYoUIZZZcV_d 2.5 12

110  utationsIinIrrXaXIoreIaIqommonIqauseIofIUnexplainedIwntellectualIrisabilityIwithI
uenderVSpecificIsffectsIonIWntISignalingWIAmericanfJournalfoffHumanfGeneticsUI2015UIgeUIabaVc_ 11 136

109 qopyVNumberIVariationIofItheIulucoseITransporterIueneISzq_oaIandIqongenitalIveartIrefectsIinI
theI__qZZW_IreletionISyndromeWIAmericanfJournalfoffHumanfGeneticsUI2015UIgdUIecaVdb 11 54

108 rYRyZoIhaploinsufficiencyIcausesIaInewIrecognizableIsyndromeIwithImicrocephalyUIintellectualI
disabilityUIspeechIimpairmentUIandIdistinctIfaciesWIEuropeanfJournalfoffHumanfGeneticsUI2015UI_aUIZbeaVfZ5.3 63

107 uermlineIgainVofVfunctionImutationsIinIottbIcauseIaIdevelopmentalIsyndromeIfunctionallyIlinkingI
theIsuperIelongationIcomplexIandIcohesinWINaturefGeneticsUI2015UIbeUIaafVbb 36.3 72

(2015-2016)
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106 yabukiIsyndromeIgenesIy T_rIandIyr dohIfunctionalIanalysesIdemonstrateIcriticalIrolesIinI
craniofacialUIheartIandIbrainIdevelopmentWIHumanfMolecularfGeneticsUI2015UI_bUIbbbaVca 5.6 96

105 oberrantIqorticalI orphometryIinItheI__qZZW_IreletionISyndromeWIBiologicalfPsychiatryUI2015UIefUIZacVba7.9 53

104 vistoneI odifierIuenesIolterIqonotruncalIveartIβhenotypesIinI__qZZW_IreletionISyndromeWI
AmericanfJournalfoffHumanfGeneticsUI2015UIgeUIfdgVee 11 40

103
vighIwncidenceIofINoonanISyndromeIteaturesIwncludingIShortIStatureIandIβulmonicIStenosisIinI
βatientsIcarryingINtZI issenseI utationsIoffectingIpWorgZfYghIuenotypeVβhenotypeIqorrelationWI
HumanfMutationUI2015UIadUIZYc_Vda

4.7 112

102 zimbIbodyIwallIcomplexUIamnioticIbandIsequenceUIorInewIsyndromeIcausedIbyImutationIinIwQI otifI
containingIyIQwQqyRmWIMolecularfGeneticsfmamp;fGenomicfMedicineUI2015UIaUIb_bVa_ 2.3 13

101 sutRImutationsIcauseIaIlethalIsyndromeIofIepithelialIdysfunctionIwithIprogeroidIfeaturesWI
MolecularfGeneticsfmamp;fGenomicfMedicineUI2015UIaUIbc_Vf 2.3 8

100 sxpandingItheISβsqqZzImutationIphenotypicIspectrumItoIincludeITeebiIhypertelorismIsyndromeWI
AmericanfJournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUI_bgeVcY_ 2.5 21

99 __qZZW_IdeletionIsyndromeWINaturefReviewsfDiseasefPrimersUI2015UIZUIZcYeZ 51.1 492

98 otypicalIWilliamsIsyndromeIinIanIinfantIwithIcompleteIatrioventricularIcanalIdefectWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUIaZYfVZ_ 2.5 1

97 βhenotypicImodificationsIofIpatientsIwithIfullIchromosomeIaneuploidiesIandIconcurrentIsuspectedI
orIconfirmedIsecondIdiagnosesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUI_ZdfVec 2.5 3

96
sxomeIsequencingIexpandsItheImechanismIofISáXcVassociatedIintellectualIdisabilityhIoIcaseI
presentationIwithIreviewIofIsoxVrelatedIdisordersWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2015UIZdeoUI_cbfVcb

2.5 17

95 retectionIofImutuallyIexclusiveImosaicismIinIaIgirlIwithIgenotypeVphenotypeIdiscrepanciesWI
AmericanfJournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUIaYgZVc 2.5 3

94
qompoundIheterozygoteIqrycRoβ_ImutationsIinIaIuuatemalanXvonduranIchildIwithIautosomalI
recessiveIprimaryImicrocephalyUIfailureItoIthriveIandIspeechIdelayWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2015UIZdeUIZbZbVe

2.5 4

93 tetalIakinesiaIdeformationIsequenceIdueItoIaIcongenitalIdisorderIofIglycosylationWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUI_bZZVe 2.5 10

92 rominantImutationsIinIyoTdoIcauseIintellectualIdisabilityIwithIrecognizableIsyndromicIfeaturesWI
AmericanfJournalfoffHumanfGeneticsUI2015UIgdUIcYeVZa 11 70

91
wntragenicIyoNSzZImutationsIandIchromosomeIZeq_ZWaZIdeletionshIbroadeningItheIclinicalI
spectrumIandIgenotypeVphenotypeIcorrelationsIinIaIlargeIcohortIofIpatientsWIJournalfoffMedicalf
GeneticsUI2015UIc_UIfYbVZb

5.8 23

90  ouseIandIhumanIqRyzIisIdosageIsensitiveIforIcardiacIoutflowItractIformationWIAmericanfJournalfoff
HumanfGeneticsUI2015UIgdUI_acVbb 11 47

89
 utationsIinISβsqqZzUIencodingIspermIantigenIwithIcalponinIhomologyIandIcoiledVcoilIdomainsI
ZVlikeUIareIfoundIinIsomeIcasesIofIautosomalIdominantIápitzIuXpppIsyndromeWIJournalfoffMedicalf
GeneticsUI2015UIc_UIZYbVZY

5.8 26
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88 reInovoItruncatingImutationsIinIovrqZIinIindividualsIwithIsyndromicIexpressiveIlanguageIdelayUI
hypotoniaUIandIsleepIapneaWIAmericanfJournalfoffHumanfGeneticsUI2014UIgbUIefbVg 11 40

87 βatientIgenotypesIimpactIsurvivalIafterIsurgeryIforIisolatedIcongenitalIheartIdiseaseWIAnnalsfoff
ThoracicfSurgeryUI2014UIgfUIZYbVZYiIdiscussionIZZYVZ 2.7 22

86 __qZZW_IreletionIsyndromeIandIobstructiveIsleepIapneaWIInternationalfJournalfoffPediatricf
OtorhinolaryngologyUI2014UIefUIZadYVb 1.7 38

85 risruptedIautoVregulationIofItheIspliceosomalIgeneISNRβpIcausesIcerebroVcostoVmandibularI
syndromeWINaturefCommunicationsUI2014UIcUIbbfa 17.4 40

84
βsychiatricIdisordersIfromIchildhoodItoIadulthoodIinI__qZZW_IdeletionIsyndromehIresultsIfromItheI
wnternationalIqonsortiumIonIprainIandIpehaviorIinI__qZZW_IreletionISyndromeWIAmericanfJournalfoff
PsychiatryUI2014UIZeZUId_eVag

11.9 472

83 NeurodevelopmentalIoutcomesIinIpreschoolIsurvivorsIofItheItontanIprocedureWIJournalfoffThoracicf
andfCardiovascularfSurgeryUI2014UIZbeUIZ_edVf_iIdiscussionIZ_f_VZ_faWec 1.5 60

82 vemizygousImutationsIinISNoβ_gIunmaskIautosomalIrecessiveIconditionsIandIcontributeItoI
atypicalIfindingsIinIpatientsIwithI__qZZW_rSWIJournalfoffMedicalfGeneticsUI2013UIcYUIfYVgY 5.8 90

81
oIprospectiveIstudyIofIinfluenzaIvaccinationIandIaIcomparisonIofIimmunologicIparametersIinI
childrenIandIadultsIwithIchromosomeI__qZZW_IdeletionIsyndromeIQdigeorgeI
syndromeXvelocardiofacialIsyndromeRWIJournalfoffClinicalfImmunologyUI2011UIaZUIg_eVac

5.7 29

80 qraniosynostosishIanotherIfeatureIofItheI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2005UIZadoUIacfVd_ 2.5 31

79 oberrantIinterchromosomalIexchangesIareItheIpredominantIcauseIofItheI__qZZW_IdeletionWIHumanf
MolecularfGeneticsUI2004UIZaUIbZeV_f 5.6 122

78  utationsIofIoRXIareIassociatedIwithIstrikingIpleiotropyIandIconsistentIgenotypeVphenotypeI
correlationWIHumanfMutationUI2004UI_aUIZbeVcg 4.7 259

77 TVcellIhomeostasisIinIhumansIwithIthymicIhypoplasiaIdueItoIchromosomeI__qZZW_IdeletionI
syndromeWIBloodUI2004UIZYaUIZY_YVc 2.2 102

76
oIdiagnosticIapproachItoIidentifyingIsubmicroscopicIep_ZIdeletionsIinISaethreVqhotzenIsyndromehI
fluorescenceIinIsituIhybridizationIandIdosageVsensitiveISouthernIblotIanalysisWIGeneticsfinfMedicineUI
2001UIaUIZY_Vf

8.1 18

75 sarlyIultrasoundIdiagnosisIofINeuVzaxovaIsyndromeWIPrenatalfDiagnosisUI2001UI_ZUIcecVfY 3.2 18

74 poyIwithIbilateralIretinoblastomaIdueItoIanIunusualIringIchromosomeIZaIwithIactivationIofIaIlatentI
centromereWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI2001UIggUI_ZVf 19

73 pilateralImicrotiaIandIcleftIpalateIinIcousinsIwithIriamondVplackfanIanemiaWIAmericanfJournalfoff
MedicalfGeneticsfPartfAUI2001UIZYZUI_dfVeb 27

72 wmmunologicIfeaturesIofIchromosomeI__qZZW_IdeletionIsyndromeIQriueorgeI
syndromeXvelocardiofacialIsyndromeRWIJournalfoffPediatricsUI2001UIZagUIeZcV_a 3.6 213

71 rownIsyndromeIcongenitalIheartIdiseasehIaInarrowedIregionIandIaIcandidateIgeneWIGeneticsfinf
MedicineUI2001UIaUIgZVZYZ 8.1 138

(2001-2014)
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70 qraniosynostosishImolecularItestingVaInecessityIforIcounselingWIAmericanfJournalfoffMedicalfGeneticsf
PartfAUI2000UIg_UIZce 4

69  utationsIinItheIhumanITWwSTIgeneWIHumanfMutationUI2000UIZcUIZcYVc 4.7 70

68  utationsIinITuwtIcauseIholoprosencephalyIandIlinkINározIsignallingItoIhumanIneuralIaxisI
determinationWINaturefGeneticsUI2000UI_cUI_YcVf 36.3 337

67
zongitudinalIanalysisIofIlymphocyteIfunctionIandInumbersIinItheIfirstIyearIofIlifeIinIchromosomeI
__qZZW_IdeletionIsyndromeIQriueorgeIsyndromeXvelocardiofacialIsyndromeRWIVaccinefJournalUI1999
UIdUIgYdVZZ

63

66  utationsIinItheIhomeodomainIofItheIhumanISwXaIgeneIcauseIholoprosencephalyWINaturefGeneticsUI
1999UI__UIZgdVf 36.3 360

65 TWwSTIgeneImutationIinIaIpatientIwithIradialIaplasiaIandIcraniosynostosishIfurtherIevidenceIforI
heterogeneityIofIpallerVueroldIsyndromeWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1999UIf_UIZeYVd 35

64 ophalliaIasIpartIofIurorectalIseptumImalformationIsequenceIinIanIinfantIofIaIdiabeticImotherI1999UI
f_UIadaVade 10

63 NotIontleyVpixlerIsyndromeI1999UIfaUIdcVdd 8

62 qognitiveIandIbehaviorIprofileIofIpreschoolIchildrenIwithIchromosomeI__qZZW_IdeletionWIAmericanf
JournalfoffMedicalfGeneticsfPartfAUI1999UIfcUIZ_eVZaa 235

61 βolytopicIanomaliesIwithIagenesisIofItheIlowerIvertebralIcolumnWIAmericanfJournalfoffMedicalf
GeneticsfPartfAUI1999UIfeUIggVZZb 54

60 SomaticIandIgermIlineImosaicismIandImutationIoriginIforIaImutationIinItheIzZIgeneIinIaIfamilyIwithI
XVlinkedIhydrocephalusI1998UIecUI_YYV_Y_ 6

59 βhenotypeIofItheIfibroblastIgrowthIfactorIreceptorI_ISeracZqysImutationhIβfeifferIsyndromeItypeI
wwwWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1998UIefUIacdVdY 58

58 turtherIevidenceIthatItheIvajduVqheneyIsyndromeIandItheIKserpentineIfibulaVpolycysticIkidneyI
syndromeKIareIaIsingleIentityWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1998UIefUIbebVfZ 29

57 NeuropathologicalIfindingsIinIeightIchildrenIwithIcerebroVoculoVfacioVskeletalIQqátSRIsyndromeWI
JournalfoffNeuropathologyfandfExperimentalfNeurologyUI1997UIcdUIZZbeVce 3.1 27

56 TheI__qZZW_IdeletionhIscreeningUIdiagnosticIworkupUIandIoutcomeIofIresultsiIreportIonIZfZI
patientsWIGeneticfTestingfandfMolecularfBiomarkersUI1997UIZUIggVZYf 124

55
xuvenileIrheumatoidIarthritisVlikeIpolyarthritisIinIchromosomeI__qZZW_IdeletionIsyndromeI
QriueorgeIanomaladXvelocardiofacialIsyndromeXconotruncalIanomalyIfaceIsyndromeRWIArthritisfandf
RheumatismUI1997UIbYUIbaYVd

101

54 riaphragmaticIherniaVexomphalosVhypertelorismIsyndromehIaInewIcaseIandIfurtherIevidenceIofI
autosomalIrecessiveIinheritanceWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1997UIdfUIbbZVb 19

53 NasalIdimpleIasIpartIofItheI__qZZW_IdeletionIsyndromeI1997UIdgUI_gYV_g_ 16
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52 SibsIwithIcleidocranialIdysplasiaIbornItoInormalIparentshIgermIlineImosaicismmWIAmericanfJournalfoff
MedicalfGeneticsfPartfAUI1997UIdgUIabfVcZ 6

51 turtherIclinicalIdelineationIandIincreasedImorbidityIinImalesIwithIosteopathiaIstriataIwithIcranialI
sclerosishIonIXVlinkedIdisordermWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1997UIeYUIZcgVZdc 28

50 zateralImeningoceleIsyndromehIThreeInewIpatientsIandIreviewIofItheIliteratureWIAmericanfJournalf
offMedicalfGeneticsfPartfAUI1997UIeYUI__gV_ag 42

49 orthritisIassociatedIwithIdeletionIofI__qZZW_hI oreIcommonIthanIpreviouslyIsuspectedI1997UIeZUIbffVbff 11

48 snlargedIsylvianIfissuresIinIinfantsIwithIinterstitialIdeletionIofIchromosomeI__qZZWIAmericanf
JournalfoffMedicalfGeneticsfPartfAUI1997UIebUIcafVcba 50

47 SkeletalIanomaliesIandIdeformitiesIinIpatientsIwithIdeletionsIofI__qZZWIAmericanfJournalfoffMedicalf
GeneticsfPartfAUI1997UIe_UI_ZYVc 67

46
veterotaxiaIinIaIfetusIwithIcampomeliaUIcervicalIlymphoceleUIpolyspleniaUIandImulticysticIdysplasticI
kidneyshIexpandingItheIphenotypeIofIqummingIsyndromeWIAmericanfJournalfoffMedicalfGeneticsf
PartfAUI1997UIeaUIbZgV_b

16

45 snlargedIsylvianIfissuresIinIinfantsIwithIinterstitialIdeletionIofIchromosomeI__qZZI1997UIebUIcaf 1

44 oblepharonImacrostomiaIsyndromeIwithIassociatedIcutisIlaxahIpossibleIlocalizationItoIZfqWIHumanf
GeneticsUI1996UIgeUIca_Vd 6.3 26

43 trontonasalImalformationIandIcloacalIexstrophyhIaIpreviouslyIunreportedIassociationWIAmericanf
JournalfoffMedicalfGeneticsfPartfAUI1996UIdZUIecVf 10

42 revelopmentalIprofileIinIaIpatientIwithImonosomyIZYqIandIdupQZepRIassociatedIwithIaIperipheralI
neuropathyWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1996UIdZUIaeeVfZ 12

41 yabukiIsyndromeIisInotIcausedIbyIaImicrodeletionIinItheIriueorgeXvelocardiofacialIchromosomalI
regionIwithinI__qIZZW_WIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1996UIdcUIZYZVa 23

40 plepharoVcheiloVdonticIQpqrRIsyndromeWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1996UIdcUIZYgVZ_ 26

39 wdenticalImutationsIinIthreeIdifferentIfibroblastIgrowthIfactorIreceptorIgenesIinIautosomalI
dominantIcraniosynostosisIsyndromesWINaturefGeneticsUI1996UIZbUIZebVd 36.3 270

38 oblepharonImacrostomiaIsyndromeIwithIassociatedIcutisIlaxahIβossibleIlocalizationItoIZfqI1996UI
geUIca_ 1

37  osaicIlossIofIZcqZZqZaIinIaIpatientIwithIhypomelanosisIofIwtohIisIthereIaIroleIforItheIβIgenemWI
HumanfGeneticsUI1995UIgdUIbfcVg 6.3 24

36  osaicismIforIaIchromosomeIfVderivedIminuteImarkerIchromosomeIinIaIpatientIwithI
manifestationsIofItrisomyIfImosaicismWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1995UIcdUI__Vb 21

35 qysticIkidneyIdiseaseIinIvajduVqheneyIsyndromeWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1995UI
cdUI_cVaY 33

(1995-1997)
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34 qlassicalINoonanIsyndromeIisInotIassociatedIwithIdeletionsIofI__qZZWIAmericanfJournalfoffMedicalf
GeneticsfPartfAUI1995UIcdUIgbVd 14

33 SupernumeraryIinvIdupQZcRIinIaIpatientIwithIongelmanIsyndromeIandIaIdeletionIofIZcqZZVqZaWI
AmericanfJournalfoffMedicalfGeneticsfPartfAUI1995UIceUIdZVc 26

32 ápticIpathwayIandIhypothalamicXchiasmaticIgliomasIinIchildrenIyoungerIthanIageIcIyearsIwithIaI
dVyearIfollowVupWICancerUI1995UIecUIZYcZVg 6.4 207

31 NonVimmuneIhydropsIfetalisIassociatedIwithIimpairedIfetalImovementhIaIcaseIreportIandIreviewWI
AmericanfJournalfoffMedicalfGeneticsfPartfAUI1994UIcaUI_cZVb 8

30 UnusualIcraniofacialIdysmorphiaIdueItoIprenatalIalcoholIandIcocaineIexposureWITeratologyUI1994UI
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