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305 yutationsHinHuRrbHcauseHVanHderHWoudeHandHpoplitealHpterygiumHsyndromesVHNaturecGeneticsTH2002TH
[ZTHZdaUe 36.3 657

304 ZZqYYVZHdeletionHsyndromeVHNaturecReviewscDiseasecPrimersTH2015THYTHYaXcY 51.1 492

303
ösychiatricHdisordersHfromHchildhoodHtoHadulthoodHinHZZqYYVZHdeletionHsyndromefHresultsHfromHtheH
unternationalHoonsortiumHonHnrainHandHnehaviorHinHZZqYYVZHpeletionHSyndromeVHAmericancJournalcofc
PsychiatryTH2014THYcYTHbZcU[e

11.9 472

302 mHrecurrentHYbpYZVYHmicrodeletionHsupportsHaHtwoUhitHmodelHforHsevereHdevelopmentalHdelayVH
NaturecGeneticsTH2010TH]ZTHZX[Ue 36.3 461

301 rrequencyHofHZZqYYHdeletionsHinHpatientsHwithHconotruncalHdefectsVHJournalcofcthecAmericancCollegec
ofcCardiologyTH1998TH[ZTH]eZUd 15.1 457

300 ohromosomeHZZUspecificHlowHcopyHrepeatsHandHtheHZZqYYVZHdeletionHsyndromefHgenomicH
organizationHandHdeletionHendpointHanalysisVHHumancMolecularcGeneticsTH2000THeTH]deUaXY 5.6 394

299 öracticalHguidelinesHforHmanagingHpatientsHwithHZZqYYVZHdeletionHsyndromeVHJournalcofcPediatricsTH
2011THYaeTH[[ZUeVeY 3.6 381

298 örevalenceHofHZZqYYHmicrodeletionsHinHpiseorgeHandHvelocardiofacialHsyndromesfHimplicationsHforH
geneticHcounsellingHandHprenatalHdiagnosisVHJournalcofcMedicalcGeneticsTH1993TH[XTHdY[Uc 5.8 379

297 peletionsHandHmicrodeletionsHofHZZqYYVZHinHveloUcardioUfacialHsyndromeVHAmericancJournalcofc
MedicalcGeneticscPartcATH1992TH]]THZbYUd 347

296
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GeneticsTH2009THd]THcdXUeY

11 328

295 ohromosomeHZZqYYVZHdeletionHsyndromeHPpiseorgeHsyndromeWvelocardiofacialHsyndromeQVH
MedicineclUnitedcStatesmTH2011THeXTHYUYd 1.8 296

294 mHuniqueHpointHmutationHinHtheHfibroblastHgrowthHfactorHreceptorH[HgeneHPrsrR[QHdefinesHaHnewH
craniosynostosisHsyndromeVHAmericancJournalcofcHumancGeneticsTH1997THbXTHaaaUb] 11 256

293 ösychoeducationalHprofileHofHtheHZZqYYVZHmicrodeletionfHmHcomplexHpatternVHJournalcofcPediatricsTH
1999THY[]THYe[Ud 3.6 251

292 TheHöhiladelphiaHstoryfHtheHZZqYYVZHdeletionfHreportHonHZaXHpatientsVHGeneticcCounselingTH1999THYXTHYYUZ] 247

291 oognitiveHandHbehaviorHprofileHofHpreschoolHchildrenHwithHchromosomeHZZqYYVZHdeletionVHAmericanc
JournalcofcMedicalcGeneticscPartcATH1999THdaTHYZcUY[[ 235

290 öhenotypeHofHtheHZZqYYVZHdeletionHinHindividualsHidentifiedHthroughHanHaffectedHrelativefHcastHaH
wideHruStingHnetIVHGeneticscincMedicineTH2001TH[THZ[Ue 8.1 228

289 ummunologicHfeaturesHofHchromosomeHZZqYYVZHdeletionHsyndromeHPpiseorgeH
syndromeWvelocardiofacialHsyndromeQVHJournalcofcPediatricsTH2001THY[eTHcYaUZ[ 3.6 213
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288 mssociationHofHchromosomeHZZqYYHdeletionHwithHisolatedHanomaliesHofHaorticHarchHlateralityHandH
branchingVHJournalcofcthecAmericancCollegecofcCardiologyTH2001TH[cTHZYY]Ue 15.1 204

287 senomicHscreeningHofHfibroblastHgrowthUfactorHreceptorHZHrevealsHaHwideHspectrumHofHmutationsHinH
patientsHwithHsyndromicHcraniosynostosisVHAmericancJournalcofcHumancGeneticsTH2002THcXTH]cZUdb 11 203

286 zeuropsychologicalHprofileHofHchildrenHandHadolescentsHwithHtheHZZqYYVZHmicrodeletionVHGeneticscinc
MedicineTH2001TH[TH[]Ue 8.1 199

285 peHnovoHaluUelementHinsertionsHinHrsrRZHidentifyHaHdistinctHpathologicalHbasisHforHmpertHsyndromeVH
AmericancJournalcofcHumancGeneticsTH1999THb]TH]]bUbY 11 198

284 rurtherHdelineationHofHdeletionHYp[bHsyndromeHinHbXHpatientsfHaHrecognizableHphenotypeHandH
commonHcauseHofHdevelopmentalHdelayHandHmentalHretardationVHPediatricsTH2008THYZYTH]X]UYX 7.4 197

283 mutismHspectrumHdisordersHandHsymptomsHinHchildrenHwithHmolecularlyHconfirmedHZZqYYVZHdeletionH
syndromeVHJournalcofcAutismcandcDevelopmentalcDisordersTH2005TH[aTH]bYUcX 4.6 186

282 TheHneurocognitiveHphenotypeHofHtheHZZqYYVZHdeletionHsyndromefHselectiveHdeficitHinHvisualUspatialH
memoryVHJournalcofcClinicalcandcExperimentalcNeuropsychologyTH2001THZ[TH]]cUb] 2.1 178

281 yicrodeletionsHofHchromosomalHregionHZZqYYHinHpatientsHwithHcongenitalHconotruncalHcardiacH
defectsVHJournalcofcMedicalcGeneticsTH1993TH[XTHdXcUYZ 5.8 176

280 VolumetricTHconnectiveTHandHmorphologicHchangesHinHtheHbrainsHofHchildrenHwithHchromosomeH
ZZqYYVZHdeletionHsyndromefHanHintegrativeHstudyVHNeuroImageTH2005THZaTHYbeUdX 7.9 169

279 mpolipoproteinHqHgenotypeHandHneurodevelopmentalHsequelaeHofHinfantHcardiacHsurgeryVHJournalcofc
ThoraciccandcCardiovascularcSurgeryTH2003THYZbTHYc[bU]a 1.5 169

278 öracticalHguidelinesHforHmanagingHadultsHwithHZZqYYVZHdeletionHsyndromeVHGeneticscincMedicineTH
2015THYcTHaeeUbXe 8.1 154

277 oognitiveHdeclineHprecedingHtheHonsetHofHpsychosisHinHpatientsHwithHZZqYYVZHdeletionHsyndromeVH
JAMAcPsychiatryTH2015THcZTH[ccUda 14.5 139

276 mutosomalHdominantHJOpitzJHsnnnHsyndromeHdueHtoHaHZZqYYVZHdeletionVHAmericancJournalcofc
MedicalcGeneticscPartcATH1995THaeTHYX[UY[ 131

275 TheHZZqYYVZHdeletionfHscreeningTHdiagnosticHworkupTHandHoutcomeHofHresultsgHreportHonHYdYH
patientsVHGeneticcTestingcandcMolecularcBiomarkersTH1997THYTHeeUYXd 124

274 mberrantHinterchromosomalHexchangesHareHtheHpredominantHcauseHofHtheHZZqYYVZHdeletionVHHumanc
MolecularcGeneticsTH2004THY[TH]YcUZd 5.6 122

273 udentificationHofHaHpatientHwithHnernardUSoulierHsyndromeHandHaHdeletionHinHtheH
piseorgeWveloUcardioUfacialHchromosomalHregionHinHZZqYYVZVHHumancMolecularcGeneticsTH1995TH]THcb[Ub 5.6 121

272 yutationHanalysisHofHTnXYHinHnonUdeletedHpatientsHwithHfeaturesHofHpsSWVorSHorHisolatedH
cardiovascularHdefectsVHJournalcofcMedicalcGeneticsTH2001TH[dTHq]a 5.8 120

271 riveHadditionalHoostelloHsyndromeHpatientsHwithHrhabdomyosarcomafHproposalHforHaHtumorH
screeningHprotocolVHAmericancJournalcofcMedicalcGeneticscPartcATH2002THYXdTHdXUc 115
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270 öolymicrogyriaHandHdeletionHZZqYYVZHsyndromefHwindowHtoHtheHetiologyHofHaHcommonHcorticalH
malformationVHAmericancJournalcofcMedicalcGeneticspcPartcATH2006THY]XTHZ]YbUZa 2.5 113

269 TheHchangingHepidemiologicHspectrumHofHsingleUsutureHsynostosesVHPlasticcandcReconstructivec
SurgeryTH2008THYZZTHaZcUa[[ 2.7 111

268 qffectsHofHaHfunctionalHoOyTHpolymorphismHonHprefrontalHcognitiveHfunctionHinHpatientsHwithH
ZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcPsychiatryTH2004THYbYTHYcXXUZ 11.9 110

267 mdultsHwithHgeneticHsyndromesHandHcardiovascularHabnormalitiesfHclinicalHhistoryHandHmanagementVH
GeneticscincMedicineTH2008THYXTH]beUe] 8.1 106

266 pysphagiaHinHchildrenHwithHaHZZqYYVZHdeletionfHunusualHpatternHfoundHonHmodifiedHbariumHswallowVH
JournalcofcPediatricsTH2000THY[cTHYadUb] 3.6 105

265 pevelopmentalHtrajectoriesHinHZZqYYVZHdeletionVHAmericancJournalcofcMedicalcGeneticspcPartcC:c
SeminarscincMedicalcGeneticsTH2015THYbeTHYcZUdY 3.1 102

264 TUcellHhomeostasisHinHhumansHwithHthymicHhypoplasiaHdueHtoHchromosomeHZZqYYVZHdeletionH
syndromeVHBloodTH2004THYX[THYXZXUa 2.2 102

263
vuvenileHrheumatoidHarthritisUlikeHpolyarthritisHinHchromosomeHZZqYYVZHdeletionHsyndromeH
PpiseorgeHanomaladWvelocardiofacialHsyndromeWconotruncalHanomalyHfaceHsyndromeQVHArthritiscandc
RheumatismTH1997TH]XTH][XUb

101

262 OtolaryngologicHmanifestationsHofHtheHZZqYYVZHdeletionHsyndromeVHJAMAcOtolaryngologyTH2002TH
YZdTHY]XdUYZ 97

261 senotypeUphenotypeHcorrelationHforHnucleotideHsubstitutionsHinHtheHuguuUuguuuHlinkerHofHrsrRZVHHumanc
MolecularcGeneticsTH1997THbTHY[cU][ 5.6 93

260
xackHofHcorrelationHbetweenHimpairedHTHcellHproductionTHimmunodeficiencyTHandHotherHphenotypicH
featuresHinHchromosomeHZZqYYVZHdeletionHsyndromesVHClinicalcImmunologycandcImmunopathologyTH
1998THdbTHY]YUb

92

259 yisalignmentHofHpulmonaryHveinsHwithHalveolarHcapillaryHdysplasiafHaffectedHsiblingsHandHvariableH
phenotypicHexpressionVHJournalcofcPediatricsTH1994THYZ]THYZaUd 3.6 91

258 temizygousHmutationsHinHSzmöZeHunmaskHautosomalHrecessiveHconditionsHandHcontributeHtoH
atypicalHfindingsHinHpatientsHwithHZZqYYVZpSVHJournalcofcMedicalcGeneticsTH2013THaXTHdXUeX 5.8 90

257
otmRsqHPcolobomaTHheartHdefectTHatresiaHchoanaeTHretardedHgrowthHandHdevelopmentTHgenitalH
hypoplasiaTHearHanomaliesWdeafnessQHsyndromeHandHchromosomeHZZqYYVZHdeletionHsyndromefHaH
comparisonHofHimmunologicHandHnonimmunologicHphenotypicHfeaturesVHPediatricsTH2009THYZ[THedcYUc

7.4 86

256 seneticHpriversHofHwidneyHpefectsHinHtheHpiseorgeHSyndromeVHNewcEnglandcJournalcofcMedicineTH
2017TH[cbTHc]ZUca] 59.2 83

255 yuenkeHsyndromeHPrsrR[UrelatedHcraniosynostosisQfHexpansionHofHtheHphenotypeHandHreviewHofHtheH
literatureVHAmericancJournalcofcMedicalcGeneticspcPartcATH2007THY][mTH[ZX]UYa 2.5 83

254
mHsecondHmutationHinHtheHtypeHuuHprocollagenHgeneHPoOxZmuQHcausingHsticklerHsyndromeH
ParthroUophthalmopathyQHisHalsoHaHprematureHterminationHcodonVHAmericancJournalcofcHumanc
GeneticsTH1993THaZTH[eU]a

11 81

253 mutosomalHrecessiveHzoonanHsyndromeHassociatedHwithHbiallelicHxZTRYHvariantsVHGeneticscinc
MedicineTH2018THZXTHYYcaUYYda 8.1 80
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252 olinicalHexperienceHwithHsingleUnucleotideHpolymorphismUbasedHnonUinvasiveHprenatalHscreeningHforH
ZZqYYVZHdeletionHsyndromeVHUltrasoundcincObstetricscandcGynecologyTH2016TH]cTHYccUd[ 5.8 80

251 olinicalHspectrumHofHSuX[UassociatedHmutationsHinHholoprosencephalyfHcorrelationHbetweenH
genotypeTHphenotypeHandHfunctionVHJournalcofcMedicalcGeneticsTH2009TH]bTH[deUed 5.8 80

250 udentificationHofHaHpreviouslyHunrecognizedHmicrodeletionHsyndromeHofHYbqYYVZqYZVZVHClinicalc
GeneticsTH2008THc]TH]beUca 4 80

249 SurgicalHmirwayHyanagementHinHöierreHRobinHSequencefHusHThereHaHRoleHforHTongueUxipHmdhesionkVH
CleftcPalaterCraniofacialcJournalTH2003TH]XTHY[UYd 1.9 79

248 ösychiatricHdisordersHinHZZqYYVZHdeletionHsyndromeHareHprevalentHbutHundertreatedVHPsychologicalc
MedicineTH2014TH]]THYZbcUcc 6.9 78

247
senomicHandHsenicHpeletionsHofHtheHrOXHseneHolusterHonHYbqZ]VYHandHunactivatingHyutationsHofH
rOXrYHoauseHmlveolarHoapillaryHpysplasiaHandHOtherHyalformationsVHAmericancJournalcofcHumanc
GeneticsTH2009THdaTHa[c

11 78

246 udentificationHofHaHgeneticHcauseHforHisolatedHunilateralHcoronalHsynostosisfHaHuniqueHmutationHinHtheH
fibroblastHgrowthHfactorHreceptorH[VHJournalcofcPediatricsTH1998THY[ZTHcY]Ub 3.6 78

245 oonsistentHchromosomeHabnormalitiesHidentifyHnovelHpolymicrogyriaHlociHinHYp[bV[THZpYbVYUpZ[VYTH
]qZYVZYUqZZVYTHbqZbUqZcTHandHZYqZVHAmericancJournalcofcMedicalcGeneticspcPartcATH2008THY]bmTHYb[cUa] 2.5 76

244
TheHrelationshipHofHpostoperativeHelectrographicHseizuresHtoHneurodevelopmentalHoutcomeHatHYH
yearHofHageHafterHneonatalHandHinfantHcardiacHsurgeryVHJournalcofcThoraciccandcCardiovascularcSurgery
TH2006THY[YTHYdYUe

1.5 75

243 oommunicationHissuesHinHZZqYYVZHdeletionHsyndromefHchildrenHatHriskVHGeneticscincMedicineTH2001TH[THbcUcY8.1 74

242 SafetyHofHliveHviralHvaccinesHinHpatientsHwithHchromosomeHZZqYYVZHdeletionHsyndromeHPpiseorgeH
syndromeWvelocardiofacialHsyndromeQVHPediatricsTH2003THYYZTHe[Za 7.4 71

241 mlterationsHinHmidlineHcorticalHthicknessHandHgyrificationHpatternsHmappedHinHchildrenHwithHZZqYYVZH
deletionsVHCerebralcCortexTH2009THYeTHYYaUZb 5.1 69

240
ribroblastHgrowthHfactorHhomologousHfactorHZHPrtrZQfHgeneHstructureTHexpressionHandHmappingHtoH
theHnˆ¶rjesonUrorssmanUxehmannHsyndromeHregionHinHXqZbHdelineatedHbyHaHduplicationHbreakpointH
inHaHnrxSUlikeHpatientVHHumancGeneticsTH1999THYX]THabUb[

6.3 69

239 usHcardiacHdiagnosisHaHpredictorHofHneurodevelopmentalHoutcomeHafterHcardiacHsurgeryHinHinfancykVH
JournalcofcThoraciccandcCardiovascularcSurgeryTH2010THY]XTHYZ[XUc 1.5 68

238 ZZqYYVZHdeletionHsyndromeHinHdiverseHpopulationsVHAmericancJournalcofcMedicalcGeneticspcPartcATH
2017THYc[THdceUddd 2.5 67

237 SkeletalHanomaliesHandHdeformitiesHinHpatientsHwithHdeletionsHofHZZqYYVHAmericancJournalcofcMedicalc
GeneticscPartcATH1997THcZTHZYXUa 67

236 yutationsHinHopo]aTHqncodingHanHqssentialHoomponentHofHtheHöreUinitiationHoomplexTHoauseH
yeierUsorlinHSyndromeHandHoraniosynostosisVHAmericancJournalcofcHumancGeneticsTH2016THeeTHYZaU[d 11 67

235 oognitiveHandHbehaviorHprofileHofHpreschoolHchildrenHwithHchromosomeHZZqYYVZHdeletionVHAmericanc
JournalcofcMedicalcGeneticscPartcATH1999THdaTHYZcU[[ 67
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234 zeurocognitiveHdevelopmentHinHZZqYYVZHdeletionHsyndromefHcomparisonHwithHyouthHhavingH
developmentalHdelayHandHmedicalHcomorbiditiesVHMolecularcPsychiatryTH2014THYeTHYZXaUYY 15.1 66

233 yaladaptiveHconflictHmonitoringHasHevidenceHforHexecutiveHdysfunctionHinHchildrenHwithH
chromosomeHZZqYYVZHdeletionHsyndromeVHDevelopmentalcScienceTH2005THdTH[bU][ 4.5 66

232 srowthHhormoneHdeficiencyHinHpatientsHwithHZZqYYVZHdeletionfHexpandingHtheHphenotypeVHPediatricsTH
1998THYXYTHeZeU[Z 7.4 66

231 oerebellarHatrophyHinHaHpatientHwithHvelocardiofacialHsyndromeVHJournalcofcMedicalcGeneticsTH1995TH
[ZTHabYU[ 5.8 66

230 ThrombocytopeniaHinHpatientsHwithHchromosomeHZZqYYVZHdeletionHsyndromeVHJournalcofcPediatricsTH
2003THY][THZccUd 3.6 64

229 mHmultilevelHanalysisHofHcognitiveHdysfunctionHandHpsychopathologyHassociatedHwithHchromosomeH
ZZqYYVZHdeletionHsyndromeHinHchildrenVHDevelopmentcandcPsychopathologyTH2005THYcTHca[Ud] 4.3 64

228 xargeUscaleHmappingHofHcorticalHalterationsHinHZZqYYVZHdeletionHsyndromefHoonvergenceHwithH
idiopathicHpsychosisHandHeffectsHofHdeletionHsizeVHMolecularcPsychiatryTH2020THZaTHYdZZUYd[] 15.1 64

227
xongitudinalHanalysisHofHlymphocyteHfunctionHandHnumbersHinHtheHfirstHyearHofHlifeHinHchromosomeH
ZZqYYVZHdeletionHsyndromeHPpiseorgeHsyndromeWvelocardiofacialHsyndromeQVHVaccinecJournalTH1999
THbTHeXbUYY

63

226 uncreasedHprevalenceHofHimmunoglobulinHmHdeficiencyHinHpatientsHwithHtheHchromosomeHZZqYYVZH
deletionHsyndromeHPpiseorgeHsyndromeWvelocardiofacialHsyndromeQVHVaccinecJournalTH1998THaTH]YaUc 63

225 ummuneHabnormalitiesHareHaHfrequentHmanifestationHofHwabukiHsyndromeVHAmericancJournalcofc
MedicalcGeneticspcPartcATH2005THY[aTHZcdUdY 2.5 61

224 zeurodevelopmentalHoutcomesHinHpreschoolHsurvivorsHofHtheHrontanHprocedureVHJournalcofcThoracicc
andcCardiovascularcSurgeryTH2014THY]cTHYZcbUdZgHdiscussionHYZdZUYZd[Vea 1.5 60

223 OverlappingHnumericalHcognitionHimpairmentsHinHchildrenHwithHchromosomeHZZqYYVZHdeletionHorH
TurnerHsyndromesVHNeuropsychologiaTH2008TH]bTHdZUe] 3.2 60

222 udentificationHofHfamilialHandHdeHnovoHmicroduplicationsHofHZZqYYVZYUqYYVZ[HdistalHtoHtheHZZqYYVZYH
microdeletionHsyndromeHregionVHHumancMolecularcGeneticsTH2009THYdTHY[ccUd[ 5.6 59

221 TakingHadvantageHofHearlyHdiagnosisfHpreschoolHchildrenHwithHtheHZZqYYVZHdeletionVHGeneticscinc
MedicineTH2001TH[TH]XU] 8.1 59

220 RareHsenomeUWideHoopyHzumberHVariationHandHqxpressionHofHSchizophreniaHinHZZqYYVZHpeletionH
SyndromeVHAmericancJournalcofcPsychiatryTH2017THYc]THYXa]UYXb[ 11.9 58

219 öhenotypeHofHtheHfibroblastHgrowthHfactorHreceptorHZHSer[aYoysHmutationfHöfeifferHsyndromeHtypeH
uuuVHAmericancJournalcofcMedicalcGeneticscPartcATH1998THcdTH[abUbX 58

218 seneticHcounselingHforHtheHZZqYYVZHdeletionVHDevelopmentalcDisabilitiescResearchcReviewsTH2008THY]THbeUc] 57

217 oopyUzumberHVariationHofHtheHslucoseHTransporterHseneHSxoZm[HandHoongenitalHteartHpefectsHinH
theHZZqYYVZHpeletionHSyndromeVHAmericancJournalcofcHumancGeneticsTH2015THebTHca[Ub] 11 54
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216 morticHrootHdilationHinHpatientsHwithHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2009THY]emTHe[eU]Z 2.5 54

215 mutosomalHdominantHinheritanceHofHinfantileHmyofibromatosisVHAmericancJournalcofcMedicalcGeneticsc
PartcATH2004THYZbmTHZbYUb 54

214 WhatHisHnewHwithHZZqkHmnHupdateHfromHtheHZZqHandHYouHoenterHatHtheHohildrenOsHtospitalHofH
öhiladelphiaVHAmericancJournalcofcMedicalcGeneticspcPartcATH2018THYcbTHZXadUZXbe 2.5 54

213 mberrantHoorticalHyorphometryHinHtheHZZqYYVZHpeletionHSyndromeVHBiologicalcPsychiatryTH2015THcdTHY[aU][7.9 53

212 TrachealHanomaliesHinHöfeifferHsyndromeVHJAMAcOtolaryngologyTH2004THY[XTHYZedU[XZ 52

211 oommunicationHdisordersHinHtheHZZQYYVZHmicrodeletionHsyndromeVHJournalcofcCommunicationc
DisordersTH2000TH[[THYdcUZX[gHquizHZX[U] 1.9 52

210 VelopharyngealHanatomyHinHZZqYYVZHdeletionHsyndromefHaHthreeUdimensionalHcephalometricH
analysisVHCleftcPalaterCraniofacialcJournalTH2006TH][TH]]bUab 1.9 51

209 qnlargedHsylvianHfissuresHinHinfantsHwithHinterstitialHdeletionHofHchromosomeHZZqYYVHAmericanc
JournalcofcMedicalcGeneticscPartcATH1997THc]THa[dUa][ 50

208 SpecificHcerebellarHreductionsHinHchildrenHwithHchromosomeHZZqYYVZHdeletionHsyndromeVH
NeurosciencecLettersTH2006TH[eeTHZ]aUd 3.3 49

207 TheHZZqYYVZHdeletionHinHmfricanUmmericanHpatientsfHanHunderdiagnosedHpopulationkVHAmericanc
JournalcofcMedicalcGeneticspcPartcATH2005THY[]THZ]ZUb 2.5 49

206 mHneurogeneticHmodelHforHtheHstudyHofHschizophreniaHspectrumHdisordersfHtheHunternationalHZZqYYVZH
peletionHSyndromeHnrainHnehaviorHoonsortiumVHMolecularcPsychiatryTH2017THZZTHYbb]UYbcZ 15.1 48

205 senotypeHandHcardiovascularHphenotypeHcorrelationsHwithHTnXYHinHYTXZZH
veloUcardioUfacialWpiseorgeWZZqYYVZHdeletionHsyndromeHpatientsVHHumancMutationTH2011TH[ZTHYZcdUde 4.7 48

204 pisruptionHofHtheHclathrinHheavyHchainUlikeHgeneHPoxToxQHassociatedHwithHfeaturesHofHpsSWVorSfHaH
balancedHPZYgZZQPpYZgqYYQHtranslocationVHHumancMolecularcGeneticsTH1997THbTH[acUbc 5.6 48

203 youseHandHhumanHoRwxHisHdosageHsensitiveHforHcardiacHoutflowHtractHformationVHAmericancJournalcofc
HumancGeneticsTH2015THebTHZ[aU]] 11 47

202 TheHnaturalHhistoryHofHpatientsHtreatedHforHrsrR[UassociatedHPyuenkeUtypeQHcraniosynostosisVH
PlasticcandcReconstructivecSurgeryTH2008THYZYTHeYeUe[Y 2.7 46

201 yalignancyHinHchromosomeHZZqYYVZHdeletionHsyndromeHPpiseorgeHsyndromeWvelocardiofacialH
syndromeQVHAmericancJournalcofcMedicalcGeneticspcPartcATH2006THY]XTHeXbUe 2.5 46

200 uncreasedHprevalenceHofHunprovokedHseizuresHinHpatientsHwithHaHZZqYYVZHdeletionVHAmericancJournalc
ofcMedicalcGeneticscPartcATH2004THYZemTHZeU[] 46

199 sravesOHdiseaseHinHpatientsHwithHZZqYYVZHdeletionVHJournalcofcPediatricsTH2001THY[eTHdeZUa 3.6 46

(2001-2009)

7



198 OculodentodigitalHdysplasiaHsyndromeHassociatedHwithHabnormalHcerebralHwhiteHmatterVHAmericanc
JournalcofcMedicalcGeneticscPartcATH1991TH]YTHYdUZX 46

197 yolecularHgeneticsHofHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalcGeneticspcPartcATH
2018THYcbTHZXcXUZXdY 2.5 46

196 RadiographicHstudyHofHtheHupperHcervicalHspineHinHtheHZZqYYVZHdeletionHsyndromeVHJournalcofcBonec
andcJointcSurgerycrcSeriescATH2004THdbTHYcaYUbX 5.6 45

195 ThreeHpatientsHwithHoculoUauriculoUvertebralHspectrumHandHmicrodeletionHZZqYYVZVHAmericanc
JournalcofcMedicalcGeneticspcPartcATH2009THY]emTHZdbXU] 2.5 44

194 oognitiveHdevelopmentHinHVorSVHProgresscincPediatriccCardiologyTH2002THYaTHYXeUYYc 0.4 44

193 oolobomaHandHotherHophthalmologicHanomaliesHinHwabukiHsyndromefHdistinctionHfromHchargeH
associationVHAmericancJournalcofcMedicalcGeneticscPartcATH2003THYZ[mTHZ]eUaZ 44

192 oorpusHcallosumHmorphologyHandHventricularHsizeHinHchromosomeHZZqYYVZHdeletionHsyndromeVHBrainc
ResearchTH2007THYY[YTHYecUZYX 3.7 43

191 ZZqYYVZHduplicationHsyndromefHelevatedHrateHofHautismHspectrumHdisorderHandHneedHforHmedicalH
screeningVHMolecularcAutismTH2016THcTHZc 6.5 42

190
mllergiesHinHpatientsHwithHchromosomeHZZqYYVZHdeletionHsyndromeHPpiseorgeH
syndromeWvelocardiofacialHsyndromeQHandHpatientsHwithHchronicHgranulomatousHdiseaseVHPediatricc
AllergycandcImmunologyTH2005THYbTHZZbU[X

4.2 42

189 ohromosomalHandHcardiovascularHanomaliesHassociatedHwithHcongenitalHlaryngealHwebVHInternationalc
JournalcofcPediatriccOtorhinolaryngologyTH2002THbbTHZ[UZc 1.7 41

188
OnHlumpingHandHsplittingfHaHfetusHwithHclinicalHfindingsHofHtheHoralUfacialUdigitalHsyndromeHtypeHVuTH
theHhydrolethalusHsyndromeTHandHtheHöallisterUtallHsyndromeVHAmericancJournalcofcMedicalcGeneticsc
PartcATH1991TH]YTHa]dUab

41

187 SaethreUohotzenHsyndromeHwithHfamilialHtranslocationHatHchromosomeHcpZZVHAmericancJournalcofc
MedicalcGeneticscPartcATH1993TH]cTHb[cUe 41

186 tistoneHyodifierHsenesHmlterHoonotruncalHteartHöhenotypesHinHZZqYYVZHpeletionHSyndromeVH
AmericancJournalcofcHumancGeneticsTH2015THecTHdbeUcc 11 40

185 mutoimmuneHdisordersHinHwabukiHsyndromeH2005THY[ZmTHZbXUZ 40

184 senitourinaryHyalformationsHinHohromosomeHZZqYYVZHpeletionVHJournalcofcUrologyTH2002THYbdTHZab]UZaba2.5 40

183 yoreHolinicalHOverlapHbetweenHZZqYYVZHpeletionHSyndromeHandHotmRsqHSyndromeHthanHOftenH
mnticipatedVHMolecularcSyndromologyTH2013TH]THZ[aU]a 1.5 39

182 qnhancedHmaternalHoriginHofHtheHZZqYYVZHdeletionHinHvelocardiofacialHandHpiseorgeHsyndromesVH
AmericancJournalcofcHumancGeneticsTH2013THeZTH][eU]c 11 39

181 OcularHfindingsHinHtheHchromosomeHZZqYYVZHdeletionHsyndromeVHJournalcofcAAPOSTH2007THYYTHYceUdZ 1.3 39
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180 seneticHcontributorsHtoHriskHofHschizophreniaHinHtheHpresenceHofHaHZZqYYVZHdeletionVHMolecularc
PsychiatryTH2021THZbTH]]ebU]aYX 15.1 39

179 ZZqYYVZHpeletionHsyndromeHandHobstructiveHsleepHapneaVHInternationalcJournalcofcPediatricc
OtorhinolaryngologyTH2014THcdTHY[bXU] 1.7 38

178 mH[aUyearHexperienceHwithHsyndromicHcleftHpalateHrepairfHoperativeHoutcomesHandHlongUtermHspeechH
functionVHAnnalscofcPlasticcSurgeryTH2014THc[HSupplHZTHSY[XUa 1.7 37

177 mssociationHofHairwayHabnormalitiesHwithHZZqYYVZHdeletionHsyndromeVHInternationalcJournalcofc
PediatriccOtorhinolaryngologyTH2017THebTHYYUY] 1.7 36

176 SubthresholdHpsychoticHsymptomsHinHZZqYYVZHdeletionHsyndromeVHJournalcofcthecAmericancAcademyc
ofcChildcandcAdolescentcPsychiatryTH2014THa[THeeYUYXXXVeZ 7.2 36

175 mlteredHwhiteHmatterHmicrostructureHinHZZqYYVZHdeletionHsyndromefHaHmultisiteHdiffusionHtensorH
imagingHstudyVHMolecularcPsychiatryTH2020THZaTHZdYdUZd[Y 15.1 36

174 UsingHcommonHgeneticHvariationHtoHexamineHphenotypicHexpressionHandHriskHpredictionHinHZZqYYVZH
deletionHsyndromeVHNaturecMedicineTH2020THZbTHYeYZUYeYd 50.5 35

173
nurdenHofHpotentiallyHpathologicHcopyHnumberHvariantsHisHhigherHinHchildrenHwithHisolatedHcongenitalH
heartHdiseaseHandHsignificantlyHimpairsHcovariateUadjustedHtransplantUfreeHsurvivalVHJournalcofc
ThoraciccandcCardiovascularcSurgeryTH2016THYaYTHYY]cUaYVe]

1.5 35

172 mffectiveHdisordersHandHotherHpsychiatricHdiagnosesHinHchildrenHandHadolescentsHwithHZZqYYVZH
peletionHSyndromeVHJournalcofcAffectivecDisordersTH2009THYYeTHYccUdX 6.6 35

171 TWuSTHgeneHmutationHinHaHpatientHwithHradialHaplasiaHandHcraniosynostosisfHfurtherHevidenceHforH
heterogeneityHofHnallerUseroldHsyndromeVHAmericancJournalcofcMedicalcGeneticscPartcATH1999THdZTHYcXUb 35

170 TheHZZqYYVZHdeletionHsyndromefHoancerHpredispositionTHplateletHabnormalitiesHandHcytopeniasVH
AmericancJournalcofcMedicalcGeneticspcPartcATH2018THYcbTHZYZYUZYZc 2.5 34

169 TheHösychosisHSpectrumHinHZZqYYVZHpeletionHSyndromeHusHoomparableHtoHThatHofHzondeletedH
YouthsVHBiologicalcPsychiatryTH2017THdZTHYcUZa 7.9 33

168 qffectsHofHoOyTHgenotypeHonHbehavioralHsymptomatologyHinHtheHZZqYYVZHpeletionHSyndromeVHChildc
NeuropsychologyTH2005THYYTHYXeUYc 2.7 33

167 SubthresholdHösychosisHinHZZqYYVZHpeletionHSyndromefHyultisiteHzaturalisticHStudyVHSchizophreniac
BulletinTH2017TH][THYXceUYXde 1.3 32

166 op]PSQHopZaPSQHTUcellHproductionHinHhealthyHhumansHandHinHpatientsHwithHthymicHhypoplasiaVHVaccinec
JournalTH2002THeTHYYZeU[Y 32

165 zeurocognitiveHprofileHinHpsychoticHversusHnonpsychoticHindividualsHwithHZZqYYVZHdeletionH
syndromeVHEuropeancNeuropsychopharmacologyTH2016THZbTHYbYXUd 1.2 31

164 RareHcopyHnumberHvariantsHandHcongenitalHheartHdefectsHinHtheHZZqYYVZHdeletionHsyndromeVHHumanc
GeneticsTH2016THY[aTHZc[Uda 6.3 31

163
oomputerizedHneurocognitiveHprofileHinHyoungHpeopleHwithHZZqYYVZHdeletionHsyndromeHcomparedH
toHyouthsHwithHschizophreniaHandHatUriskHforHpsychosisVHAmericancJournalcofcMedicalcGeneticscPartcB:c
NeuropsychiatriccGeneticsTH2012THYaenTHdcUe[

3.5 31
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162 TheHnaturalHhistoryHofHpatientsHtreatedHforHTWuSTYUconfirmedHSaethreUohotzenHsyndromeVHPlasticc
andcReconstructivecSurgeryTH2009THYZ]THZXdaUZXea 2.7 31

161 oraniosynostosisfHanotherHfeatureHofHtheHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2005THY[bmTH[adUbZ 2.5 31

160 zewHfindingHofHSchinzelUsiedionHsyndromefHaHcaseHwithHaHmalignantHsacrococcygealHteratomaVH
AmericancJournalcofcMedicalcGeneticscPartcATH1993TH]cTHdaZUb 31

159 örimaryHamenorrheaHandHabsentHuterusHinHtheHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofc
MedicalcGeneticspcPartcATH2007THY][mTHZXYbUd 2.5 30

158 RegionalHbrainHabnormalitiesHinHZZqYYVZHdeletionHsyndromefHassociationHwithHcognitiveHabilitiesHandH
behavioralHsymptomsVHNeurocaseTH2004THYXTHYedUZXb 0.8 30

157 TorielloUoareyHsyndromefHdelineationHandHreviewVHAmericancJournalcofcMedicalcGeneticscPartcATH2003TH
YZ[mTHd]UeX 30

156
oongenitalHheartHdiseasesHandHcardiovascularHabnormalitiesHinHZZqYYVZHdeletionHsyndromefHrromH
wellUestablishedHknowledgeHtoHnewHfrontiersVHAmericancJournalcofcMedicalcGeneticspcPartcATH2018TH
YcbTHZXdcUZXed

2.5 29

155 SyndromeUspecificHgrowthHchartsHforHZZqYYVZHdeletionHsyndromeHinHoaucasianHchildrenVHAmericanc
JournalcofcMedicalcGeneticspcPartcATH2012THYadmTHZbbaUcY 2.5 29

154
mHprospectiveHstudyHofHinfluenzaHvaccinationHandHaHcomparisonHofHimmunologicHparametersHinH
childrenHandHadultsHwithHchromosomeHZZqYYVZHdeletionHsyndromeHPdigeorgeH
syndromeWvelocardiofacialHsyndromeQVHJournalcofcClinicalcImmunologyTH2011TH[YTHeZcU[a

5.7 29

153 yetopicHcraniosynostosisHdueHtoHmutationsHinHsxu[fHmHnovelHassociationVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2010THYaZmTHYba]UbX 2.5 29

152 rurtherHclinicalHdelineationHandHincreasedHmorbidityHinHmalesHwithHosteopathiaHstriataHwithHcranialH
sclerosisfHmnHXUlinkedHdisorderkVHAmericancJournalcofcMedicalcGeneticscPartcATH1997THcXTHYaeUYba 28

151 SclerocorneaHassociatedHwithHtheHchromosomeHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofc
MedicalcGeneticspcPartcATH2008THY]bmTHeX]Ue 2.5 28

150 zeuropathologicalHfindingsHinHeightHchildrenHwithHcerebroUoculoUfacioUskeletalHPoOrSQHsyndromeVH
JournalcofcNeuropathologycandcExperimentalcNeurologyTH1997THabTHYY]cUac 3.1 27

149 nilateralHmicrotiaHandHcleftHpalateHinHcousinsHwithHpiamondUnlackfanHanemiaVHAmericancJournalcofc
MedicalcGeneticscPartcATH2001THYXYTHZbdUc] 27

148 qlucidatingHtheHdiagnosticHodysseyHofHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2018THYcbTHe[bUe]] 2.5 26

147
yutationsHinHSöqooYxTHencodingHspermHantigenHwithHcalponinHhomologyHandHcoiledUcoilHdomainsH
YUlikeTHareHfoundHinHsomeHcasesHofHautosomalHdominantHOpitzHsWnnnHsyndromeVHJournalcofcMedicalc
GeneticsTH2015THaZTHYX]UYX

5.8 26

146 msymmetricHcryingHfaciesHinHtheHZZqYYVZHdeletionHsyndromefHimplicationsHforHfutureHscreeningVH
ClinicalcPediatricsTH2013THaZTHYY]]Ud 1.2 26

145 OcularHphenotypeHcorrelationsHinHpatientsHwithHTWuSTHversusHrsrR[HgeneticHmutationsVHJournalcofc
AAPOSTH2006THYXTH][aU]] 1.3 26
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144 udentificationHofHZZqYYVZHpeletionHSyndromeHviaHzewbornHScreeningHforHSevereHoombinedH
ummunodeficiencyVHJournalcofcClinicalcImmunologyTH2017TH[cTH]cbU]da 5.7 25

143 yappingHSubcorticalHnrainHmlterationsHinHZZqYYVZHpeletionHSyndromefHqffectsHofHpeletionHSizeHandH
oonvergenceHWithHudiopathicHzeuropsychiatricHullnessVHAmericancJournalcofcPsychiatryTH2020THYccTHadeUbXX11.9 24

142
qxpandingHtheHfetalHphenotypefHörenatalHsonographicHfindingsHandHperinatalHoutcomesHinHaHcohortH
ofHpatientsHwithHaHconfirmedHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalcGeneticspcPartc
ATH2018THYcbTHYc[aUYc]Y

2.5 24

141 TrachealHcartilaginousHsleevesHinHchildrenHwithHsyndromicHcraniosynostosisVHGeneticscincMedicineTH
2017THYeTHbZUbd 8.1 24

140 oompleteHSequenceHofHtheHZZqYYVZHmlleleHinHYTXa[HSubjectsHwithHZZqYYVZHpeletionHSyndromeH
RevealsHyodifiersHofHoonotruncalHteartHpefectsVHAmericancJournalcofcHumancGeneticsTH2020THYXbTHZbU]X 11 24

139 öqyapperHandHöqoallerHprovideHaHsimplifiedHapproachHtoHwholeUgenomeHsequencingVHProceedingscofc
thecNationalcAcademycofcSciencescofcthecUnitedcStatescofcAmericaTH2017THYY]THqYeZ[UqYe[Z 11.5 23

138 petectionHofHaHZZqYYVZHdeletionHinHcardiacHpatientsHsuggestsHaHriskHforHvelopharyngealH
incompetenceVHPediatricsTH1997THeeTHqe 7.4 23

137 öatientHgenotypesHimpactHsurvivalHafterHsurgeryHforHisolatedHcongenitalHheartHdiseaseVHAnnalscofc
ThoraciccSurgeryTH2014THedTHYX]UYXgHdiscussionHYYXUY 2.7 22

136 mHdeHnovoHdVdUybHdeletionHofHZYqZYVYUqZYV[HinHanHautisticHmaleHwithHaHcomplexHrearrangementH
involvingHchromosomesHbTHYXTHandHZYVHAmericancJournalcofcMedicalcGeneticspcPartcATH2010THYaZmTHYebUZXZ 2.5 22

135 RatesHofHautismHandHpotentialHriskHfactorsHinHchildrenHwithHcongenitalHheartHdefectsVHCongenitalc
HeartcDiseaseTH2017THYZTH]ZYU]Ze 3.1 21

134 TheHZZqYYHlowHcopyHrepeatsHareHcharacterizedHbyHunprecedentedHsizeHandHstructuralHvariabilityVH
GenomecResearchTH2019THZeTHY[deUY]XY 9.7 21

133 uncidentalHradiologicHfindingsHinHtheHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcNeuroradiology
TH2014TH[aTHZYdbUeY 4.4 21

132 qvaluationHofHpotentialHmodifiersHofHtheHcardiacHphenotypeHinHtheHZZqYYVZHdeletionHsyndromeVHBirthc
DefectscResearchcPartcA:cClinicalcandcMolecularcTeratologyTH2009THdaTHYZaUe 21

131 yosaicismHforHaHchromosomeHdUderivedHminuteHmarkerHchromosomeHinHaHpatientHwithH
manifestationsHofHtrisomyHdHmosaicismVHAmericancJournalcofcMedicalcGeneticscPartcATH1995THabTHZZU] 21

130 OcularHalbinismHinHaHmaleHwithHdelHPbQPqY[UqYaQfHcandidateHregionHforHautosomalHrecessiveHocularH
albinismkVHAmericancJournalcofcMedicalcGeneticscPartcATH1992TH]ZTHcXXUa 21

129 SpeechUxanguageHpisordersHinHZZqYYVZHpeletionHSyndromefHnestHöracticesHforHpiagnosisHandH
yanagementVHAmericancJournalcofcSpeechrLanguagecPathologyTH2019THZdTHed]Ueee 3.1 21

128 mHseneticsUrirstHmpproachHtoHpissectingHtheHteterogeneityHofHmutismfHöhenotypicHoomparisonHofH
mutismHRiskHoopyHzumberHVariantsVHAmericancJournalcofcPsychiatryTH2021THYcdTHccUdb 11.9 21

127 TheHbenefitsHandHlimitationsHofHcellUfreeHpzmHscreeningHforHZZqYYVZHdeletionHsyndromeVHPrenatalc
DiagnosisTH2017TH[cTHa[UbX 3.2 20
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126 TheHRoleHofHmsluRHoopyHzumberHVariationHinHseneticHandHqnvironmentalHrormsHofHSyndromicH
mutismHSpectrumHpisorderVHScientificcReportsTH2016THbTHYe[cZ 4.9 20

125 qmergentTHremittedHandHpersistentHpsychosisUspectrumHsymptomsHinHZZqYYVZHdeletionHsyndromeVH
TranslationalcPsychiatryTH2017THcTHeYYdX 8.6 19

124 piaphragmaticHherniaUexomphalosUhypertelorismHsyndromefHaHnewHcaseHandHfurtherHevidenceHofH
autosomalHrecessiveHinheritanceVHAmericancJournalcofcMedicalcGeneticscPartcATH1997THbdTH]]YU] 19

123 OcularHabnormalitiesHinHmpertHsyndromefHgenotypeWphenotypeHcorrelationsHwithHfibroblastHgrowthH
factorHreceptorHtypeHZHmutationsVHJournalcofcAAPOSTH2006THYXTHaZYUc 1.3 19

122
yolecularHcytogeneticHcharacterizationHofHmultipleHintrachromosomalHrearrangementsHofH
chromosomeHZqHinHaHpatientHwithHWaardenburgOsHsyndromeHandHotherHcongenitalHdefectsVHClinicalc
GeneticsTH2004THbbTH]bUaZ

4 19

121 undependentHdeHnovoHZZqYYVZHdeletionsHinHfirstHcousinsHwithHpiseorgeWvelocardiofacialHsyndromeVH
AmericancJournalcofcMedicalcGeneticscPartcATH2004THYZ]mTH[Y[Uc 19

120 pevelopmentalHpresentationHofHZZqYYVZHdeletionHPpiseorgeWvelocardiofacialHsyndromeQVHJournalcofc
DevelopmentalcandcBehavioralcPediatricsTH1998THYeTH[]ZUa 2.4 19

119 oriticalHregionHwithinHZZqYYVZHlinkedHtoHhigherHrateHofHautismHspectrumHdisorderVHMolecularcAutismTH
2017THdTHad 6.5 18

118 peletionHsizeHanalysisHofHYbdXHZZqYYVZpSHsubjectsHidentifiesHaHnewHrecombinationHhotspotHonH
chromosomeHZZqYYVZVHHumancMolecularcGeneticsTH2018THZcTHYYaXUYYb[ 5.6 18

117
otmRsqUlikeHpresentationTHcraniosynostosisHandHmildHyowatUWilsonHSyndromeHdiagnosedHbyH
recognitionHofHtheHdistinctiveHfacialHgestaltHinHaHcohortHofHZdHnewHcasesVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2014THYb]mTHZaacUbb

2.5 18

116
oontributionHofHcongenitalHheartHdiseaseHtoHneuropsychiatricHoutcomeHinHschoolUageHchildrenHwithH
ZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalcGeneticscPartcB:cNeuropsychiatriccGeneticsTH
2014THYbanTHY[cU]c

3.5 18

115 qvaluationHofHpotentialHmodifiersHofHtheHpalatalHphenotypeHinHtheHZZqYYVZHdeletionHsyndromeVHCleftc
PalaterCraniofacialcJournalTH2006TH][TH][aU]Y 1.9 18

114
mHdiagnosticHapproachHtoHidentifyingHsubmicroscopicHcpZYHdeletionsHinHSaethreUohotzenHsyndromefH
fluorescenceHinHsituHhybridizationHandHdosageUsensitiveHSouthernHblotHanalysisVHGeneticscincMedicineTH
2001TH[THYXZUd

8.1 18

113 umpactHofHpsychiatricHcomorbidityHandHcognitiveHdeficitHonHfunctionHinHZZqYYVZHdeletionHsyndromeVH
JournalcofcClinicalcPsychiatryTH2015THcbTHeYZbZUcX 4.6 18

112 VarianceHofHuQHisHpartiallyHdependentHonHdeletionHtypeHamongHYT]ZcHZZqYYVZHdeletionHsyndromeH
subjectsVHAmericancJournalcofcMedicalcGeneticspcPartcATH2018THYcbTHZYcZUZYdY 2.5 18

111 oongenitalHdiaphragmaticHherniaHinHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2017THYc[THY[aUY]Z 2.5 17

110 öarathyroidHhormoneHreserveHinHZZqYYVZHdeletionHsyndromeVHGeneticscincMedicineTH2008THYXTHZZ]Ud 8.1 17

109 öerioperativeHriskHfactorsHinHpatientsHwithHZZqYYVZHdeletionHsyndromeHrequiringHsurgeryHforH
velopharyngealHdysfunctionVHCleftcPalaterCraniofacialcJournalTH2015THaZTHYd[UeY 1.9 16
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108 piagnosisHofHZZqYYVZHdeletionHsyndromeHandHartemisHdeficiencyHinHtwoHchildrenHwithHTUnUzwSH
immunodeficiencyVHJournalcofcClinicalcImmunologyTH2012TH[ZTHYY]YU] 5.7 16

107
qxpandingHtheHspectrumHofHmicrodeletionH]qZYHsyndromefHaHpartialHphenotypeHwithHincompleteH
deletionHofHtheHminimalHcriticalHregionHandHaHnewHassociationHwithHcleftHpalateHandHöierreHRobinH
sequenceVHAmericancJournalcofcMedicalcGeneticspcPartcATH2013THYbYmTHZ[ZcU[[

2.5 16

106 zasalHdimpleHasHpartHofHtheHZZqYYVZHdeletionHsyndromeH1997THbeTHZeXUZeZ 16

105
teterotaxiaHinHaHfetusHwithHcampomeliaTHcervicalHlymphoceleTHpolyspleniaTHandHmulticysticHdysplasticH
kidneysfHexpandingHtheHphenotypeHofHoummingHsyndromeVHAmericancJournalcofcMedicalcGeneticsc
PartcATH1997THc[TH]YeUZ]

16

104 mHhumanHcaseHofHSxo[am[UrelatedHskeletalHdysplasiaVHAmericancJournalcofcMedicalcGeneticspcPartcATH
2017THYc[THZcadUZcbZ 2.5 15

103 oongenitalHheartHdefectsHinHoculodentodigitalHdysplasiafHReportHofHtwoHcasesVHAmericancJournalcofc
MedicalcGeneticspcPartcATH2013THYbYmTH[YaXU] 2.5 15

102 WhatOsHinHaHnamekHTheHZZqYYVZHdeletionH1997THcZTHZ]cUZ]c 15

101 mutosomalHdominantHJOpitzJHsnnnHsyndromeHdueHtoHaHZZqYYVZHdeletionVHAmericancJournalcofc
MedicalcGeneticscPartcATH1996THb]THaZaUb 15

100 unterstitialHdeletionHofH]PqZYqZaQHinHaHlivebornHmaleVHAmericancJournalcofcMedicalcGeneticscPartcATH
1991TH]XTHccUe 15

99 ]bTXXTYapSHdocumentedHasHdupHPYcpQHbyHfluorescenceHinHsituHhybridizationVHAmericancJournalcofc
MedicalcGeneticscPartcATH1993TH]bTHeaUc 15

98 ZZqHandHtwofHZZqYYVZHdeletionHsyndromeHandHcoexistingHconditionsVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2018THYcbTHZZX[UZZY] 2.5 15

97 mttentionHpeficitHtyperactivityHpisorderHSymptomsHandHösychosisHinHZZqYYVZHpeletionHSyndromeVH
SchizophreniacBulletinTH2018TH]]THdZ]Ud[[ 1.3 14

96 öerformanceHonHaHcomputerizedHneurocognitiveHbatteryHinHZZqYYVZHdeletionHsyndromefHmH
comparisonHbetweenHUSHandHusraeliHcohortsVHBraincandcCognitionTH2016THYXbTH[[U]Y 2.7 14

95 WhiteHmatterHmicrostructuralHdeficitsHinHZZqYYVZHdeletionHsyndromeVHPsychiatrycResearchcrc
NeuroimagingTH2017THZbdTH[aU]] 2.9 14

94 örenatalHgeneticHtestingHwithHchromosomalHmicroarrayHanalysisHidentifiesHmajorHriskHvariantsHforH
schizophreniaHandHotherHlaterUonsetHdisordersVHAmericancJournalcofcPsychiatryTH2013THYcXTHY]ed 11.9 14

93 mblepharonUyacrostomiaHsyndromeUUextensionHofHtheHphenotypeVHAmericancJournalcofcMedicalc
GeneticspcPartcATH2011THYaamTH[XbXUZ 2.5 14

92 mH[VYUybHmicrodeletionHofH[pZYV[YHassociatedHwithHcorticalHblindnessTHcleftHlipTHozSHabnormalitiesTH
andHdevelopmentalHdelayVHEuropeancJournalcofcMedicalcGeneticsTH2009THaZTHZbaUd 2.6 14

91 xongUtermHfollowUupHofHocularHfindingsHinHchildrenHwithHSticklerOsHsyndromeVHAmericancJournalcofc
OphthalmologyTH1996THYZZTHcZcUd 4.9 14

(1996-2012)
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90 olassicalHzoonanHsyndromeHisHnotHassociatedHwithHdeletionsHofHZZqYYVHAmericancJournalcofcMedicalc
GeneticscPartcATH1995THabTHe]Ub 14

89
TrichoUrhinoUphalangealHsyndromeHtypeHuuHPxangerUsiedionQHwithHpersistentHcloacaHandHpruneHbellyH
sequenceHinHaHgirlHwithHdqHinterstitialHdeletionVHAmericancJournalcofcMedicalcGeneticscPartcATH1992TH
]]THceXU]

14

88 zegativeHsubthresholdHpsychoticHsymptomsHdistinguishHZZqYYVZHdeletionHsyndromeHfromHotherH
neurodevelopmentalHdisordersfHmHtwoUsiteHstudyVHSchizophreniacResearchTH2017THYddTH]ZU]e 3.6 13

87 oraniosynostosisHwithHtrachealHsleevefHaHpatientHwithHöfeifferHsyndromeTHtrachealHsleeveHandH
additionalHmalformationsHinHwhomHanHrsrRZHmutationHwasHfoundVHClinicalcDysmorphologyTH2003THYZTHZXe 0.9 13

86 zeuropsychiatricHexpressionHandHcatatoniaHinHZZqYYVZHdeletionHsyndromefHmnHoverviewHandHcaseH
seriesVHAmericancJournalcofcMedicalcGeneticspcPartcATH2018THYcbTHZY]bUZYae 2.5 13

85 pysregulationHofHTnXYHdosageHinHtheHanteriorHheartHfieldHresultsHinHcongenitalHheartHdiseaseH
resemblingHtheHZZqYYVZHduplicationHsyndromeVHHumancMolecularcGeneticsTH2018THZcTHYd]cUYdac 5.6 12

84 mnatomicHyalformationsHofHtheHyiddleHandHunnerHqarHinHZZqYYVZHpeletionHSyndromefHoaseHSeriesH
andHxiteratureHReviewVHAmericancJournalcofcNeuroradiologyTH2018TH[eTHeZdUe[] 4.4 12

83 oardiacHmagneticHresonanceHimagingHforHaccurateHdiagnosisHofHaorticHarchHanomaliesHinHpatientsH
withHZZqYYVZHdeletionVHAmericancJournalcofcCardiologyTH2005THebTHYcZbU[X 3 12

82 öoRHassayHconfirmsHdiagnosisHinHsyndromeHwithHvariablyHexpressedHphenotypefHmutationHdetectionH
inHSticklerHsyndromeVHJournalcofcMedicalcGeneticsTH1996TH[[THbcdUdY 5.8 12

81 VelopharyngealHmnatomyHinHZZqYYVZHpeletionHSyndromefHmHThreeUpimensionalHoephalometricH
mnalysisVHCleftcPalaterCraniofacialcJournalTH2006TH][TH]]b 1.9 12

80 zeurologicHchallengesHinHZZqYYVZHdeletionHsyndromeVHAmericancJournalcofcMedicalcGeneticspcPartcATH
2018THYcbTHZY]XUZY]a 2.5 12

79 mttentionHdeficitHhyperactivityHdisorderHsymptomsHasHantecedentsHofHlaterHpsychoticHoutcomesHinH
ZZqYYVZHdeletionHsyndromeVHSchizophreniacResearchTH2019THZX]TH[ZXU[Za 3.6 11

78 mHcandidateHgeneHapproachHtoHidentifyHmodifiersHofHtheHpalatalHphenotypeHinHZZqYYVZHdeletionH
syndromeHpatientsVHInternationalcJournalcofcPediatriccOtorhinolaryngologyTH2013THccTHYZ[Uc 1.7 11
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