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interpretationIofIgenomicIdataWIGeneticsfinfMedicineUI2018UI_YUIa_gVaad 8.1 20

139 TheIRoleIofImuluRIqopyINumberIVariationIinIueneticIandIsnvironmentalItormsIofISyndromicI
outismISpectrumIrisorderWIScientificfReportsUI2016UIdUIZgae_ 4.9 20

138 pIcellIdevelopmentIinIchromosomeI__qZZW_IdeletionIsyndromeWIClinicalfImmunologyUI2016UIZdaUIZVg 9 20

137 riaphragmaticIherniaVexomphalosVhypertelorismIsyndromehIaInewIcaseIandIfurtherIevidenceIofI
autosomalIrecessiveIinheritanceWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1997UIdfUIbbZVb 19

136 poyIwithIbilateralIretinoblastomaIdueItoIanIunusualIringIchromosomeIZaIwithIactivationIofIaIlatentI
centromereWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI2001UIggUI_ZVf 19

135 RecurrenceIrateIforIdeInovoI_Zq_ZqItranslocationIrownIsyndromehIaIstudyIofIZZ_IfamiliesWI
AmericanfJournalfoffMedicalfGeneticsfPartfAUI1984UIZeUIc_aVaY 19

134 βartialIzossIofIUSβgXItunctionIzeadsItoIaI aleINeurodevelopmentalIandIpehavioralIrisorderI
qonvergingIonITransformingIurowthItactorI˛†ISignalingWIBiologicalfPsychiatryUI2020UIfeUIZYYVZZ_ 7.9 19

133 oIdyadicIapproachItoItheIdelineationIofIdiagnosticIentitiesIinIclinicalIgenomicsWIAmericanfJournalfoff
HumanfGeneticsUI2021UIZYfUIfVZc 11 19

132 NtwpIvaploinsufficiencyIwsIossociatedIwithIwntellectualIrisabilityIandI acrocephalyWIAmericanf
JournalfoffHumanfGeneticsUI2018UIZYaUIec_Vedf 11 19

131 qriticalIregionIwithinI__qZZW_IlinkedItoIhigherIrateIofIautismIspectrumIdisorderWIMolecularfAutismUI
2017UIfUIcf 6.5 18

130 reletionIsizeIanalysisIofIZdfYI__qZZW_rSIsubjectsIidentifiesIaInewIrecombinationIhotspotIonI
chromosomeI__qZZW_WIHumanfMolecularfGeneticsUI2018UI_eUIZZcYVZZda 5.6 18

129
oIdiagnosticIapproachItoIidentifyingIsubmicroscopicIep_ZIdeletionsIinISaethreVqhotzenIsyndromehI
fluorescenceIinIsituIhybridizationIandIdosageVsensitiveISouthernIblotIanalysisWIGeneticsfinfMedicineUI
2001UIaUIZY_Vf

8.1 18

128 sarlyIultrasoundIdiagnosisIofINeuVzaxovaIsyndromeWIPrenatalfDiagnosisUI2001UI_ZUIcecVfY 3.2 18

127  NZIqVterminalItruncationIsyndromeIisIaInovelIneurodevelopmentalIandIcraniofacialIdisorderIwithI
partialIrhombencephalosynapsisWIBrainUI2020UIZbaUIccVdf 11.2 18

126 VarianceIofIwQIisIpartiallyIdependentIonIdeletionItypeIamongIZUb_eI__qZZW_IdeletionIsyndromeI
subjectsWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUI_Ze_V_ZfZ 2.5 18

125 qongenitalIdiaphragmaticIherniaIinI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2017UIZeaUIZacVZb_ 2.5 17

Elaine H Zackai
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124
sxomeIsequencingIexpandsItheImechanismIofISáXcVassociatedIintellectualIdisabilityhIoIcaseI
presentationIwithIreviewIofIsoxVrelatedIdisordersWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2015UIZdeoUI_cbfVcb

2.5 17

123 UtilityIofIgeneticIevaluationIinIinfantsIwithIcongenitalIheartIdefectsIadmittedItoItheIcardiacI
intensiveIcareIunitWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2016UIZeYUIaYgYVaYge 2.5 17

122  issenseIVariantsIinItheIvistoneIocetyltransferaseIqomplexIqomponentIueneITRRoβIqauseI
outismIandISyndromicIwntellectualIrisabilityWIAmericanfJournalfoffHumanfGeneticsUI2019UIZYbUIcaYVcbZ 11 17

121 NasalIdimpleIasIpartIofItheI__qZZW_IdeletionIsyndromeI1997UIdgUI_gYV_g_ 16

120
veterotaxiaIinIaIfetusIwithIcampomeliaUIcervicalIlymphoceleUIpolyspleniaUIandImulticysticIdysplasticI
kidneyshIexpandingItheIphenotypeIofIqummingIsyndromeWIAmericanfJournalfoffMedicalfGeneticsf
PartfAUI1997UIeaUIbZgV_b

16

119 oIhumanIcaseIofISzqacoaVrelatedIskeletalIdysplasiaWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2017UIZeaUI_ecfV_ed_ 2.5 15

118 wnterstitialIdeletionIofIbQq_Zq_cRIinIaIlivebornImaleWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI
1991UIbYUIeeVg 15

117 bdUXXUZcpTIdocumentedIasIdupIQZepRIbyIfluorescenceIinIsituIhybridizationWIAmericanfJournalfoff
MedicalfGeneticsfPartfAUI1993UIbdUIgcVe 15

116 oglossiaIwithIcongenitalIabsenceIofItheImandibularIramiIandIotherIcraniofacialIabnormalitiesWI
AmericanfJournalfoffMedicalfGeneticsfPartfAUI1988UIbUIZdZVd 15

115 __qIandItwohI__qZZW_IdeletionIsyndromeIandIcoexistingIconditionsWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2018UIZedUI__YaV__Zb 2.5 15

114 VariableIqlinicalI anifestationsIofIXiaVuibbsIsyndromehItindingsIofIqonsecutivelyIwdentifiedIqasesI
atIaISingleIqhildrenPsIvospitalWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIZfgYVZfgd 2.5 15

113 uenomeVWideIossociationIStudyItoItindI odifiersIforITetralogyIofItallotIinItheI__qZZW_IreletionI
SyndromeIwdentifiesIVariantsIinItheIzocusIonIcqZbWaWICirculation:fCardiovascularfGeneticsUI2017UIZYUI 14

112 ottentionIreficitIvyperactivityIrisorderISymptomsIandIβsychosisIinI__qZZW_IreletionISyndromeWI
SchizophreniafBulletinUI2018UIbbUIf_bVfaa 1.3 14

111 βerformanceIonIaIcomputerizedIneurocognitiveIbatteryIinI__qZZW_IdeletionIsyndromehIoI
comparisonIbetweenIUSIandIwsraeliIcohortsWIBrainfandfCognitionUI2016UIZYdUIaaVbZ 2.7 14

110 WhiteImatterImicrostructuralIdeficitsIinI__qZZW_IdeletionIsyndromeWIPsychiatryfResearchfuf
NeuroimagingUI2017UI_dfUIacVbb 2.9 14

109 qlassicalINoonanIsyndromeIisInotIassociatedIwithIdeletionsIofI__qZZWIAmericanfJournalfoffMedicalf
GeneticsfPartfAUI1995UIcdUIgbVd 14

108
TrichoVrhinoVphalangealIsyndromeItypeIwwIQzangerVuiedionRIwithIpersistentIcloacaIandIpruneIbellyI
sequenceIinIaIgirlIwithIfqIinterstitialIdeletionWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1992UI
bbUIegYVb

14

107 NegativeIsubthresholdIpsychoticIsymptomsIdistinguishI__qZZW_IdeletionIsyndromeIfromIotherI
neurodevelopmentalIdisordershIoItwoVsiteIstudyWISchizophreniafResearchUI2017UIZffUIb_Vbg 3.6 13

(2017-2015)
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106 zimbIbodyIwallIcomplexUIamnioticIbandIsequenceUIorInewIsyndromeIcausedIbyImutationIinIwQI otifI
containingIyIQwQqyRmWIMolecularfGeneticsfmamp;fGenomicfMedicineUI2015UIaUIb_bVa_ 2.3 13

105 NovelItruncatingImutationsIinIqTNNrZIcauseIaIdominantIcraniofacialIandIcardiacIsyndromeWIHumanf
MolecularfGeneticsUI2020UI_gUIZgYYVZg_Z 5.6 12

104 rysregulationIofITpXZIdosageIinItheIanteriorIheartIfieldIresultsIinIcongenitalIheartIdiseaseI
resemblingItheI__qZZW_IduplicationIsyndromeWIHumanfMolecularfGeneticsUI2018UI_eUIZfbeVZfce 5.6 12

103 onatomicI alformationsIofItheI iddleIandIwnnerIsarIinI__qZZW_IreletionISyndromehIqaseISeriesI
andIziteratureIReviewWIAmericanfJournalfoffNeuroradiologyUI2018UIagUIg_fVgab 4.4 12

102
reInovoImissenseIvariantsIinI swS_IrecapitulateItheImicrodeletionIphenotypeIofIcardiacIandIpalateI
abnormalitiesUIdevelopmentalIdelayUIintellectualIdisabilityIandIdysmorphicIfeaturesWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIZfbcVZfcZ

2.5 12

101 NonreentrantIatrialItachycardiaIoccursIindependentlyIofIhypertrophicIcardiomyopathyIinI
RoSopathyIpatientsWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2018UIZedUIZeZZVZe__ 2.5 12

100 βhenotypicIpredictorsIandIfinalIdiagnosesIinIpatientsIreferredIforIRoSopathyItestingIbyItargetedI
nextVgenerationIsequencingWIGeneticsfinfMedicineUI2017UIZgUIeZcVeZf 8.1 12

99 revelopmentalIprofileIinIaIpatientIwithImonosomyIZYqIandIdupQZepRIassociatedIwithIaIperipheralI
neuropathyWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1996UIdZUIaeeVfZ 12

98 vistoneIvaWaIbeyondIcancerhIuermlineImutationsIinIcauseIaIpreviouslyIunidentifiedI
neurodegenerativeIdisorderIinIbdIpatientsWISciencefAdvancesUI2020UIdUI 14.3 12

97 qerebroVcostoVmandibularIsyndromehIqlinicalUIradiologicalUIandIgeneticIfindingsWIAmericanfJournalf
offMedicalfGeneticstfPartfAUI2016UIZeYoUIZZZcV_d 2.5 12

96 NeurologicIchallengesIinI__qZZW_IdeletionIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2018UIZedUI_ZbYV_Zbc 2.5 12

95 βqrvZgVrelatedIepilepsyIinIaImaleIwithIylinefelterIsyndromehIodditionalIevidenceIsupportingI
βqrvZgIcellularIinterferenceIdiseaseImechanismWIEpilepsyfResearchUI2018UIZbcUIfgVg_ 3 12

94 octivatingIvariantsIinIβrutRpIresultIinIaIspectrumIofIdisordersIresponsiveItoIimatinibI
monotherapyWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2020UIZf_UIZcedVZcgZ 2.5 11

93 ottentionIdeficitIhyperactivityIdisorderIsymptomsIasIantecedentsIofIlaterIpsychoticIoutcomesIinI
__qZZW_IdeletionIsyndromeWISchizophreniafResearchUI2019UI_YbUIa_YVa_c 3.6 11

92 βhenotypeIdelineationIofIZNtbd_IrelatedIsyndromeWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2019UIZegUI_YecV_Yf_ 2.5 11

91
wmpairmentIofIdifferentIproteinIdomainsIcausesIvariableIclinicalIpresentationIwithinIβittVvopkinsI
syndromeIandIsuggestsIintragenicImolecularIsyndromologyIofITqtbWIEuropeanfJournalfoffMedicalf
GeneticsUI2017UIdYUIcdcVceZ

2.6 11

90 orthritisIassociatedIwithIdeletionIofI__qZZW_hI oreIcommonIthanIpreviouslyIsuspectedI1997UIeZUIbffVbff 11

89 TheIdimensionalIstructureIofIpsychopathologyIinI__qZZW_IreletionISyndromeWIJournalfoffPsychiatricf
ResearchUI2017UIg_UIZ_bVZaZ 5.2 10

Elaine H Zackai
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88 oIsecondIcohortIofIqvraIpatientsIexpandsItheImolecularImechanismsIknownItoIcauseISnijdersI
plokVqampeauIsyndromeWIEuropeanfJournalfoffHumanfGeneticsUI2020UI_fUIZb__VZbaZ 5.3 10

87 sarlyIphotoreceptorIouterIsegmentIlossIandIretinoschisisIinIqohenIsyndromeWIOphthalmicfGeneticsUI
2018UIagUIaggVbYb 1.2 10

86 qytotoxicITVzymphocyteVossociatedIβroteinIbIvaploinsufficiencyVossociatedIwnflammationIqanI
áccurIwndependentlyIofITVqellIvyperproliferationWIFrontiersfinfImmunologyUI2018UIgUIZeZc 8.4 10

85 tetalIakinesiaIdeformationIsequenceIdueItoIaIcongenitalIdisorderIofIglycosylationWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUI_bZZVe 2.5 10

84 ophalliaIasIpartIofIurorectalIseptumImalformationIsequenceIinIanIinfantIofIaIdiabeticImotherI1999UI
f_UIadaVade 10

83 trontonasalImalformationIandIcloacalIexstrophyhIaIpreviouslyIunreportedIassociationWIAmericanf
JournalfoffMedicalfGeneticsfPartfAUI1996UIdZUIecVf 10

82 ápticalImappingIofItheI__qZZW_rSIregionIrevealsIcomplexIrepeatIstructuresIandIpreferredI
locationsIforInonVallelicIhomologousIrecombinationIQNovRRWIScientificfReportsUI2020UIZYUIZ__ac 4.9 10

81 yabukiIsyndromeIasIaIcauseIofInonVimmuneIfetalIhydropsXascitesWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2016UIZeYUIaaaaVaaae 2.5 10

80
βhenotypicIspectrumIassociatedIwithISβsqqZzIpathogenicIvariantshInewIfamiliesIandIcriticalIreviewI
ofItheInosologyIofITeebiUIápitzIupppUIandIparaitserVWinterIsyndromesWIEuropeanfJournalfoff
MedicalfGeneticsUI2019UId_UIZYacff

2.6 10

79 βathogenicIvariantsIinIqrqbcIonItheIremainingIalleleIinIpatientsIwithIaIchromosomeI__qZZW_I
deletionIresultIinIaInovelIautosomalIrecessiveIconditionWIGeneticsfinfMedicineUI2020UI__UIa_dVaac 8.1 10

78 turtherIdelineationIofItheIclinicalIspectrumIofIyoTdpIdisordersIandIallelicIseriesIofIpathogenicI
variantsWIGeneticsfinfMedicineUI2020UI__UIZaafVZabe 8.1 9

77 vearingIzossIafterIqardiacISurgeryIinIwnfancyhIonIUnintendedIqonsequenceIofIzifeVSavingIqareWI
JournalfoffPediatricsUI2018UIZg_UIZbbVZcZWeZ 3.6 9

76 oIcatalogIofIhemizygousIvariationIinIZ_eI__qZZIdeletionIpatientsWIHumanfGenomefVariationUI2016UI
aUIZcYdc 1.8 8

75 sutRImutationsIcauseIaIlethalIsyndromeIofIepithelialIdysfunctionIwithIprogeroidIfeaturesWI
MolecularfGeneticsfmamp;fGenomicfMedicineUI2015UIaUIbc_Vf 2.3 8

74 reInovoIinterstitialIdeletionIofItheIlongIarmIofIchromosomeIahIbdUXXUdelQaRQq_cWZq_dWZRWIClinicalf
GeneticsUI1993UIbbUIaacVe 4 8

73 NotIontleyVpixlerIsyndromeI1999UIfaUIdcVdd 8

72 NonVimmuneIhydropsIfetalisIassociatedIwithIimpairedIfetalImovementhIaIcaseIreportIandIreviewWI
AmericanfJournalfoffMedicalfGeneticsfPartfAUI1994UIcaUI_cZVb 8

71 qongenitalInystagmusIinIaIQbdUXXXbcUXRImosaicIwomanIfromIaIfamilyIwithIXVlinkedIcongenitalI
nystagmusWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1991UIagUIZdeVg 8

(1991-2020)
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70
outosomalIdominantImannoseVbindingIlectinIdeficiencyIisIassociatedIwithIworseI
neurodevelopmentalIoutcomesIafterIcardiacIsurgeryIinIinfantsWIJournalfoffThoracicfandf
CardiovascularfSurgeryUI2018UIZccUIZZagVZZbeWe_

1.5 7

69 álfactoryIdeficitsIandIpsychosisVspectrumIsymptomsIinI__qZZW_IdeletionIsyndromeWISchizophreniaf
ResearchUI2018UI_Y_UIZZaVZZg 3.6 7

68 risruptionIofItheIbloodVbrainIbarrierIinI__qZZW_IdeletionIsyndromeWIBrainUI2021UIZbbUIZacZVZadY 11.2 7

67  anagementIofIvelopharyngealIdysfunctionIinIpatientsIwithI__qZZW_IdeletionIsyndromehIoIsurveyI
ofIpracticeIpatternsWIInternationalfJournalfoffPediatricfOtorhinolaryngologyUI2019UIZZdUIbaVbf 1.7 7

66 reInovoIlossVofVfunctionIvariantsIinIXVlinkedI srZ_IareIassociatedIwithIvardikarIsyndromeIinI
femalesWIGeneticsfinfMedicineUI2021UI_aUIdaeVdbb 8.1 7

65 NestedIwnversionIβolymorphismsIβredisposeIqhromosomeI__qZZW_ItoI eioticIRearrangementsWI
AmericanfJournalfoffHumanfGeneticsUI2017UIZYZUIdZdVd__ 11 6

64 TheIfinalIdemiseIofIRodriguezIlethalIacrofacialIdysostosishIoIcaseIreportIandIreviewIofItheI
literatureWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2019UIZegUIZYdaVZYdf 2.5 6

63 StudyIofIcarrierIfrequencyIofIWarsawIbreakageIsyndromeIinItheIoshkenaziIxewishIpopulationIandI
presentationIofItwoIcasesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2019UIZegUI_ZbbV_ZcZ 2.5 6

62 SibsIwithIcleidocranialIdysplasiaIbornItoInormalIparentshIgermIlineImosaicismmWIAmericanfJournalfoff
MedicalfGeneticsfPartfAUI1997UIdgUIabfVcZ 6

61 SomaticIandIgermIlineImosaicismIandImutationIoriginIforIaImutationIinItheIzZIgeneIinIaIfamilyIwithI
XVlinkedIhydrocephalusI1998UIecUI_YYV_Y_ 6

60 átologicImanifestationsIofIneurofibromatosisWILaryngoscopeUI1994UIZYbUIddaVc 3.6 6

59 NovelIvariantsIinIqrv_IareIassociatedIwithIaInewIsyndromeIincludingIβetersIanomalyWIClinicalf
GeneticsUI2020UIgeUIcY_VcYf 4 6

58 qharacteristicIcalcanealIossificationhIanIadditionalIearlyIradiographicIfindingIinIinfantsIwithI
fibrodysplasiaIossificansIprogressivaWIPediatricfRadiologyUI2016UIbdUIZcdfVe_ 2.8 6

57 onomaliesIofItheIgenitourinaryItractIinIchildrenIwithI__qZZW_IdeletionIsyndromeWIAmericanfJournalf
offMedicalfGeneticstfPartfAUI2019UIZegUIafZVafc 2.5 6

56 sffectsIofIcopyInumberIvariationsIonIbrainIstructureIandIriskIforIpsychiatricIillnesshIzargeVscaleI
studiesIfromItheIsNwu oIworkingIgroupsIonIqNVsWIHumanfBrainfMappingUI2021UI 5.9 6

55
oIvascularIendothelialIgrowthIfactorIoIgeneticIvariantIisIassociatedIwithIimprovedIventricularI
functionIandItransplantVfreeIsurvivalIafterIsurgeryIforInonVsyndromicIqvrWICardiologyfinfthefYoungUI
2018UI_fUIagVbc

1 6

54 vyperinsulinemicIhypoglycemiaIinIsevenIpatientsIwithIdeInovoINSrZImutationsWIAmericanfJournalf
offMedicalfGeneticstfPartfAUI2019UIZegUIcb_VccZ 2.5 5

53 piVallelicIzossVofVtunctionIVariantsIinINUβZffIqauseIaIRecognizableISyndromeIqharacterizedIbyI
NeurologicUIácularUIandIqardiacIobnormalitiesWIAmericanfJournalfoffHumanfGeneticsUI2020UIZYdUId_aVdaZ 11 5
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52 wQIandIhemizygosityIforItheIValI etIfunctionalIpolymorphismIofIqá TIinI__qZZrSWIAmericanf
JournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsUI2016UIZeZUIZZZ_VZZZc 3.5 5

51 βrenatalIdiagnosisIofImosaicismIbdUXXXbdUXXUV_ZUTtQ_Zq_ZqRWIPrenatalfDiagnosisUI1984UIbUIeaVe 3.2 5

50 UnderstandingItheIphenotypicIspectrumIofIoSXzVrelatedIdiseasehITenIcasesIandIaIreviewIofItheI
literatureWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2021UIZfcUIZeYYVZeZZ 2.5 5

49 q wβIhaploinsufficiencyIinItwoIpatientsIwithIautismIspectrumIdisorderIandIcoVoccurringI
gastrointestinalIissuesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2017UIZeaUI_ZYZV_ZYe 2.5 4

48 βrimaryIlymphedemaIandIotherIlymphaticIanomaliesIareIassociatedIwithI__qZZW_IdeletionI
syndromeWIEuropeanfJournalfoffMedicalfGeneticsUI2018UIdZUIbZZVbZc 2.6 4

47
qompoundIheterozygoteIqrycRoβ_ImutationsIinIaIuuatemalanXvonduranIchildIwithIautosomalI
recessiveIprimaryImicrocephalyUIfailureItoIthriveIandIspeechIdelayWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2015UIZdeUIZbZbVe

2.5 4

46 qraniosynostosishImolecularItestingVaInecessityIforIcounselingWIAmericanfJournalfoffMedicalfGeneticsf
PartfAUI2000UIg_UIZce 4

45 oNyRrZZIvariantshIypuIsyndromeIandIbeyondWIClinicalfGeneticsUI2021UIZYYUIZfeV_YY 4 4

44 ZYVyearVoldIfemaleIwithIintragenicIyoNSzZImutationUInoIyoNSzZVrelatedIintellectualIdisabilityUIandI
preservedIverbalIintelligenceWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2017UIZeaUIed_Vedc 2.5 3

43 βerinatalIdistressIinIZpadIdeletionIsyndromeIcanImimicIhypoxicIischemicIencephalopathyWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2019UIZegUIZcbaVZcbd 2.5 3

42 TattonVprownVRahmanIsyndromehISixIindividualsIwithInovelIfeaturesWIAmericanfJournalfoffMedicalf
GeneticstfPartfAUI2020UIZf_UIdeaVdfY 2.5 3

41 risruptedIanatomicInetworksIinItheI__qZZW_IdeletionIsyndromeWINeuroImage:fClinicalUI2016UIZ_UIb_YVf 5.3 3

40  issenseI utationsIinINyoβIqauseIaIrisorderIofITranscriptionalIRegulationIqharacterizedIbyI
 arfanoidIvabitusIandIqognitiveIwmpairmentWIAmericanfJournalfoffHumanfGeneticsUI2019UIZYcUIgfeVggc 11 3

39 βhenotypicImodificationsIofIpatientsIwithIfullIchromosomeIaneuploidiesIandIconcurrentIsuspectedI
orIconfirmedIsecondIdiagnosesWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUI_ZdfVec 2.5 3

38 retectionIofImutuallyIexclusiveImosaicismIinIaIgirlIwithIgenotypeVphenotypeIdiscrepanciesWI
AmericanfJournalfoffMedicalfGeneticstfPartfAUI2015UIZdeoUIaYgZVc 2.5 3

37
sβaYYVrelatedIRubinsteinVTaybiIsyndromehIvighlightedIrareIphenotypicIfindingsIandIaI
genotypeVphenotypeImetaVanalysisIofIebIpatientsWIAmericanfJournalfoffMedicalfGeneticstfPartfAUI
2020UIZf_UI_g_dV_gaf

2.5 3

36 sarlyIlanguageImeasuresIassociatedIwithIlaterIpsychosisIfeaturesIinI__qZZW_IdeletionIsyndromeWI
AmericanfJournalfoffMedicalfGeneticsfPartfB:fNeuropsychiatricfGeneticsUI2020UIZfaUIag_VbYY 3.5 3

35 oIbinationalIstudyIassessingIriskIandIresilienceIfactorsIinI__qZZW_IdeletionIsyndromeWIJournalfoff
PsychiatricfResearchUI2021UIZafUIaZgVa_c 5.2 3

(2021-2016)

13



34
oINovelIopproachItoIrysmorphologyItoIsnhanceItheIβhenotypicIqlassificationIofIoutismISpectrumI
risorderIinItheIStudyItoIsxploreIsarlyIrevelopmentWIJournalfoffAutismfandfDevelopmentalfDisorders
UI2019UIbgUI_ZfbV__Y_

4.6 3

33 ossociationIofI itochondrialIpiogenesisIWithIVariableIβenetranceIofISchizophreniaWIJAMAf
PsychiatryUI2021UIefUIgZZVg_Z 14.5 3

32 qopyInumberIvariationsIinIindividualsIwithIconotruncalIheartIdefectsIrevealIsomeIsharedI
developmentalIpathwaysIirrespectiveIofI__qZZW_IdeletionIstatusWIBirthfDefectsfResearchUI2019UIZZZUIfffVgYc2.9 2

31 zossVofVfunctionIofIsndothelinIreceptorItypeIoIresultsIinIároVátoVqardiacIsyndromeWIAmericanf
JournalfoffMedicalfGeneticstfPartfAUI2020UIZf_UIZZYbVZZZd 2.5 2

30 ueneIlocationIinIneurofibromatosisWIAmericanfJournalfoffMedicalfGeneticsfPartfAUI1988UI_gUIgdaVc 2

29
 agneticIresonanceIangiographyIQ RoRIinIpreoperativeIplanningIforIpatientsIwithI__qZZW_I
deletionIsyndromeIundergoingIcraniofacialIandIotorhinolaryngologicIproceduresWIInternationalf
JournalfoffPediatricfOtorhinolaryngologyUI2020UIZafUIZZY_ad
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