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169 qiagnosticIyieldIofIgenomeIsequencingIforIfetalIstructuralIanomaliesWWIPrenatalfDiagnosisUI2022UI 3.2 2

168 ndaptingIobstetricIandIneonatalIservicesIduringItheIpOβvqVZfIpandemicgIaIscopingIreviewWWIBMCf
PregnancyfandfChildbirthUI2022UI[[UIZZf 3.2 0

167 βariantsIinIcauseIprogressiveImyoclonusIepilepsyIandIdevelopmentalIandIepilepticI
encephalopathyWWIBrainfCommunicationsUI2021UI]UIfcab[ab 4.5 0

166 teneticIcounsellingIforIinfertileImenIofIknownIandIunknownIetiologyWITranslationalfAndrologyfandf
UrologyUI2021UIZYUIZadfVZaeb 2.3 1

165 ßheIroleIofIdigitalItoolsIinItheIdeliveryIofIgenomicImedicinegIenhancingIpatientVcenteredIcareWI
GeneticsfinfMedicineUI2021UI[]UIZYecVZYfa 8.1 3

164 “renatallyIdiagnosedIomphalocelesgI—eportIofIf[IcasesIandIassociationIwithIoeckwithVδiedemannI
syndromeWIPrenatalfDiagnosisUI2021UIaZUIdfeVeZc 3.2 5

163 uighIdiagnosticIyieldIinIskeletalIciliopathiesIusingImassivelyIparallelIgenomeIsequencingUIstructuralI
variantIscreeningIandI—NnIanalysesWIJournalfoffHumanfGeneticsUI2021UIccUIffbVZYYe 4.3 6

162 NeurodegenerativeIβ“ aZIvariantsIinhibitIuO“ IfunctionIandImßO—pZVdependentIßsroXßsr]I
regulationWIEMBOfMolecularfMedicineUI2021UIZ]UIeZ][be 12 3

161 ueterozygousINOßpuZIdeletionIassociatedIwithIvariableIcongenitalIheartIdefectsWIClinicalfGeneticsUI
2021UIffUIe]cVeaZ 4 1

160
ßruncatingI —pn“IvariantsIoutsideItheIsloatingVuarborIsyndromeIlocusIcauseIaIdistinctI
neurodevelopmentalIdisorderIwithIaIspecificIqNnImethylationIsignatureWIAmericanfJournalfoff
HumanfGeneticsUI2021UIZYeUIZYb]VZYce

11 3

159 zildIvdiopathicIvnfantileIuypercalcemiaV“artIZgIoiochemicalIandIteneticIsindingsWIJournalfoffClinicalf
EndocrinologyfandfMetabolismUI2021UIZYcUI[fZbV[f]d 5.6 1

158 zappingItheIcellularIoriginIandIearlyIevolutionIofIleukemiaIinIqownIsyndromeWIScienceUI2021UI]d]UI 33.3 8

157 rxomeIandIgenomeIsequencingIinIadultsIwithIundiagnosedIdiseasegIaIprospectiveIcohortIstudyWI
JournalfoffMedicalfGeneticsUI2021UIbeUI[dbV[e] 5.8 2

156 “ancreaticI˛†VpellV pecificIqeletionIofIβ“ aZIpausesIqiabetesIqueItoIqefectsIinIvnsulinI ecretionWI
DiabetesUI2021UIdYUIa]cVaae 0.9 4

155
pharacteristicIpochlearIuypoplasiaIinI“atientsIwithIδalkerVδarburgI yndromegInI—adiologicI tudyI
ofItheIvnnerIrarIinI˛–VqystroglycanV—elatedIzuscularIqisordersWIAmericanfJournalfoffNeuroradiologyUI
2021UIa[UIZcdVZd[

4.4 3

154 orainIandI“lacentalI“athologyIinIsetalIpOyanZI—elatedIqiseaseWIPediatricfandfDevelopmentalf
PathologyUI2021UI[aUIZdbVZec 2.2 5

153 ßheIpointVofVcareIuseIofIaIfacialIphenotypingItoolIinItheIgeneticsIclinicgIrnhancingIdiagnosisIandI
educationIwithImachineIlearningWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2021UIZebUIZZbZVZZbe 2.5 5
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152 ßumorIsurveillanceIforIchildrenIandIadolescentsIwithIcancerIpredispositionIsyndromesgIßheI
psychosocialIimpactIreportedIbyIadolescentsIandIcaregiversWIPediatricfBloodfandfCancerUI2021UIceUIe[fY[Z3 1

151 uaploinsufficiencyIofI s]o[IcausesIcraniofacialImicrosomiaWINaturefCommunicationsUI2021UIZ[UIaceY 17.4 4

150 ßheIphenotypicIspectrumIofInzr—ZVrelatedIosteopathiaIstriataIwithIcranialIsclerosisgIßheIfirstI
panadianIcohortWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2021UIZebUI]df]V]eY] 2.5 1

149 teneItherapygIperspectivesIfromIyoungIadultsIwithIyeberPsIcongenitalIamaurosisWIEyeUI2021UI 4.4 2

148 plinicalIapplicationIofIfetalIgenomeVwideIsequencingIduringIpregnancygIpositionIstatementIofItheI
panadianIpollegeIofIzedicalIteneticistsWIJournalfoffMedicalfGeneticsUI2021UI 5.8 2

147 rxpandingItheIgenotypicIandIphenotypicIspectrumIofIsevereIserineIbiosynthesisIdisordersWIHumanf
MutationUI2020UIaZUIZcZbVZc[e 4.7 3

146 zaternalI yrIandIbrachytelephalangicIchondrodysplasiaIpunctataIinIaIpatientIwithIunrelatedIdeI
novoI—nsZIandI vX[IvariantsWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2020UIZe[UIZeYdVZeZZ 2.5

145 nIhomozygousIpathogenicIvariantIinI u—OOz]IassociatedIwithIanencephalyIandIcleftIlipIandI
palateWIClinicalfGeneticsUI2020UIfeUI[ffV]Y[ 4 6

144 tnßnq[oVassociatedIneurodevelopmentalIdisorderIQtnNqRgIclinicalIandImolecularIinsightsIintoIaI
Nu—qVrelatedIdisorderWIGeneticsfinfMedicineUI2020UI[[UIedeVeee 8.1 9

143 pongenitalIhypothyroidismUIcardiacIdefectsUIandIpancreaticIagenesisIinIanIinfantIwithItnßncI
mutationWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2020UIZe[UIZafcVZaff 2.5 2

142 yossVofVsunctionIβariantsIinI“““Z—Z[ngIsromIvsolatedI exI—eversalItoIuoloprosencephalyI
 pectrumIandIαrogenitalIzalformationsWIAmericanfJournalfoffHumanfGeneticsUI2020UIZYcUIZ[ZVZ[e 11 14

141 vntrinsicIrndocardialIqefectsIpontributeItoIuypoplasticIyeftIueartI yndromeWICellfStemfCellUI2020UI
[dUIbdaVbefWee 18 34

140 tenomeI equencingIasIaIqiagnosticIßestIinIphildrenIδithIαnexplainedIzedicalIpomplexityWIJAMAf
NetworkfOpenUI2020UI]UIe[YZeZYf 10.4 13

139 setalIzacrocephalygInINovelI onographicIsindingIinIpongenitalIzyotonicIqystrophyWIAJPfReportsUI
2020UIZYUIe[faVe[ff 1.2

138 uistoneIu]W]IbeyondIcancergItermlineImutationsIinIcauseIaIpreviouslyIunidentifiedI
neurodegenerativeIdisorderIinIacIpatientsWISciencefAdvancesUI2020UIcUI 14.3 12

137 uomozygousItyαyIdeletionIisIembryonicallyIviableIandIleadsItoIglutamineIsynthetaseIdeficiencyWI
ClinicalfGeneticsUI2020UIfeUIcZ]VcZf 4 3

136 NewbornIwithIbilateralIcongenitalIcataractsgINeverIforgetIcongenitalIrubellaIsyndromeWIPaediatricsf
andfChildfHealthUI2020UI[bUId[Vdc 0.7 1

135 uelpingInephrologistsIfindIanswersgIhyperinsulinismIandItubularIdysfunctiongI”uestionsWIPediatricf
NephrologyUI2020UI]bUI[b]V[bb 3.2
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3



134 uelpingInephrologistsIfindIanswersgIhyperinsulinismIandItubularIdysfunctiongInnswersWIPediatricf
NephrologyUI2020UI]bUI[bdV[cY 3.2

133 qNnIzethylationI ignatureIforIrZu[IsunctionallyIplassifiesI equenceIβariantsIinIßhreeI“—p[I
pomplexItenesWIAmericanfJournalfoffHumanfGeneticsUI2020UIZYcUIbfcVcZY 11 26

132 “renatalIdetectionIofIisolatedIbilateralIhyperechogenicIkidneysgIrtiologiesIandIoutcomesWIPrenatalf
DiagnosisUI2019UI]fUIcf]VdYY 3.2 9

131 setalIarthrogryposisImultiplexIcongenitaXfetalIakinesiaIdeformationIsequenceIQsnq RVnetiologyUI
diagnosisUIandImanagementWIPrenatalfDiagnosisUI2019UI]fUId[YVd]Z 3.2 22

130
nlveolarIcapillaryIdysplasiaIwithImisalignmentIofItheIpulmonaryIveinsIandIhypoplasticIleftIheartI
sequenceIcausedIbyIanIinIframeIdeletionIwithinIsOXsZWIAmericanfJournalfoffMedicalfGeneticssfPartfA
UI2019UIZdfUIZ][bVZ][f

2.5 3

129 “erplexedIbyI“txlIrxploringItheIimpactIofIpharmacogenomicIresultsIonImedicalImanagementUI
disclosuresIandIpatientIbehaviorWIPharmacogenomicsUI2019UI[YUI]ZfV][f 2.6 4

128 uumanIvsßb[ImutationsIuncoverIaInovelIroleIforItheIproteinIinImicrotubuleIdynamicsIandI
centrosomeIcohesionWIHumanfMolecularfGeneticsUI2019UI[eUI[d[YV[d]d 5.6 7

127 vmpactIofIintroductionIofInoninvasiveIprenatalItestingIonIuptakeIofIgeneticItestingIinIfetusesIwithI
centralInervousIsystemIanomaliesWIPrenatalfDiagnosisUI2019UI]fUIbaaVbae 3.2 3

126  ONIhaploinsufficiencyIcausesIimpairedIpreVm—NnIsplicingIofIpnxαßIgenesIandIheterogeneousI
renal´ phenotypesWIKidneyfInternationalUI2019UIfbUIZafaVZbYa 9.9 9

125 “renatalIandIpreconceptionIgeneticIcounselingIforIconsanguinitygIponsanguineousIcouplesPI
expectationsUIexperiencesUIandIperspectivesWIJournalfoffGeneticfCounselingUI2019UI[eUIfe[Vff[ 2.5 3

124 NewIinsightsIintoIqNnImethylationIsignaturesgI zn—pn[IvariantsIinINicolaidesVoaraitserI
syndromeWIBMCfMedicalfGenomicsUI2019UIZ[UIZYb 3.7 13

123 oiVallelicI“athogenicIβariantsIinIßαotp“[IpauseIzicrocephalyIandIyissencephalyI pectrumI
qisordersWIAmericanfJournalfoffHumanfGeneticsUI2019UIZYbUIZYYbVZYZb 11 20

122 nß“cn“[IvariantIimpairsIpN IdevelopmentIandIneuronalIsurvivalItoIcauseIfulminantI
neurodegenerationWIJournalfoffClinicalfInvestigationUI2019UIZ[fUI[ZabV[Zc[ 15.9 18

121 oiVallelicIβariantsIinIßON yIpauseI “ONn ß—vzrIqysplasiaIandIaI pectrumIofI keletalIqysplasiaI
“henotypesWIAmericanfJournalfoffHumanfGeneticsUI2019UIZYaUIa[[Va]e 11 10

120 KnIchangeIinIperspectiveKgIrxploringItheIexperiencesIofIadolescentsIwithIhereditaryItumorI
predispositionWIPediatricfBloodfandfCancerUI2019UIccUIe[daab 3 8

119 nbnormalIfetalIcerebralIandIvascularIdevelopmentIinIhypoplasticIleftIheartIsyndromeWIPrenatalf
DiagnosisUI2019UI]fUI]eVaa 3.2 8

118 uomozygousXcompoundIheterozygoteI—Y—ZIgeneIvariantsgIrxpandingItheIclinicalIspectrumWI
AmericanfJournalfoffMedicalfGeneticssfPartfAUI2019UIZdfUI]ecV]fc 2.5 10

117 qeInovoImissenseIvariantsIinI—np]IcauseIaInovelIneurodevelopmentalIsyndromeWIGeneticsfinf
MedicineUI2019UI[ZUIZY[ZVZY[c 8.1 17
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116 setalImyelomeningoceleIsurgerygIOnlyItreatingItheItipIofItheIicebergWIPrenatalfDiagnosisUI2019UI]fUIZYVZb3.2 9

115 vnformedIqecisionVzakingIinItheIpontextIofI“renatalIphromosomalIzicroarrayWIJournalfoffGeneticf
CounselingUI2018UI[dUIZZ]YVZZad 2.5 4

114 pharacteristicIz—IvmagingIsindingsIofItheINeonatalIorainIinI—n opathiesWIAmericanfJournalfoff
NeuroradiologyUI2018UI]fUIZZacVZZb[ 4.4 8

113 —ationaleIforIdopaVresponsiveIpßNNoZXˆ�VcateninIdeficientIdystoniaWIMovementfDisordersUI2018UI]]UIcbcVcbd7 4

112 qualIlossIofIpZZY˛·I“v]VkinaseIandI xn“IQxN ß—NRIexpressionIleadsItoIcombinedIimmunodeficiencyI
andImultisystemIsyndromicIfeaturesWIJournalfoffAllergyfandfClinicalfImmunologyUI2018UIZa[UIcZeVc[f 11.5 22

111 phitayatVuallIandI chaafVYangIsyndromesgaIcommonIaetiologygIexpandingItheIphenotypeIofI
VrelatedIdisordersWIJournalfoffMedicalfGeneticsUI2018UIbbUI]ZcV][Z 5.8 23

110 zitochondrialI“OytIrelatedIdisorderIpresentingIprenatallyIwithIfetalIcerebellarIgrowthIarrestWI
MetabolicfBrainfDiseaseUI2018UI]]UIZ]cfVZ]d] 3.9 6

109 “regnancyIinI]zIsyndromeWIJournalfoffObstetricsfandfGynaecologyUI2018UI]eUIa[ZVa[[ 1.3 1

108 tenomicIstudyIofIsevereIfetalIanomaliesIandIdiscoveryIofIt—roZyImutationsIinIrenalIagenesisWI
GeneticsfinfMedicineUI2018UI[YUIdabVdb] 8.1 38

107
nnIndditionalIvndividualIwithIaIqeINovoIβariantIinIzyelinI—egulatoryIsactorIQzY—sRIwithIpardiacI
andIαrogenitalInnomaliesgIsurtherI“roofIofIpausalitygIpommentsIonItheIarticleIbyI“inzIetIalWIQRWI
AmericanfJournalfoffMedicalfGeneticssfPartfAUI2018UIZdcUI[YaZV[Ya]

2.5 11

106 zeconiumIperitonitisgItheIroleIofIpostnatalIradiographicIandIsonographicIfindingsIinIpredictingItheI
needIforIsurgeryWIPediatricfRadiologyUI2018UIaeUIZdbbVZdc[ 2.8 10

105 phallengesIinIqiagnosingI—areIteneticIpausesIofIpommonIvnIαteroI“resentationsgI—eportIofIßwoI
“atientsIwithIzucolipidosisIßypeIvvIQvVpellIqiseaseRWIJournalfoffPediatricfGeneticsUI2018UIdUIZ]aVZ]d 0.7 3

104 setalI—enalIrchogenicityInssociatedIwithIzaternalIsocalI egmentalItlomerulosclerosisgIßheIrffectI
ofIßransplacentalIßransmissionIofI“ermeabilityIsactorIsu“n—WIJournalfoffClinicalfMedicineUI2018UIdUI 5.1 3

103 δarsawIbreakageIsyndromegIsurtherIclinicalIandIgeneticIdelineationWIAmericanfJournalfoffMedicalf
GeneticssfPartfAUI2018UIZdcUI[aYaV[aZe 2.5 13

102 setalIchondrodysplasiaIpunctataIassociatedIwithImaternalIautoimmuneIdiseasesgIaIreviewWIThef
ApplicationfoffClinicalfGeneticsUI2018UIZZUI]ZVaa 3.1 6

101 ß—“βcIβariantsIvnterfereIwithIzaternalVsetalIpalciumIßransportIthroughItheI“lacentaIandIpauseI
ßransientINeonatalIuyperparathyroidismWIAmericanfJournalfoffHumanfGeneticsUI2018UIZY[UIZZYaVZZZa 11 32

100 qeINovoIzissenseIβariantsIinIß—nsdIpauseIqevelopmentalIqelayUIpongenitalInnomaliesUIandI
qysmorphicIseaturesWIAmericanfJournalfoffHumanfGeneticsUI2018UIZY]UIZbaVZc[ 11 25

99 oiallelicImutationsIinItheI]PIexonucleaseIßOrZIcauseIpontocerebellarIhypoplasiaIandIuncoverIaIroleI
inIsn—NnIprocessingWINaturefGeneticsUI2017UIafUIabdVaca 36.3 43
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98 pptIzethylationUIaI“arentVofVOriginIrffectIforIzaternalVoiasedIßransmissionIofIpongenitalI
zyotonicIqystrophyWIAmericanfJournalfoffHumanfGeneticsUI2017UIZYYUIaeeVbYb 11 48

97 zutationsIinItheINroIgeneIcauseIfetalIakinesiaXarthrogryposisImultiplexIcongenitaWIPrenatalf
DiagnosisUI2017UI]dUIZaaVZbY 3.2 11

96
qeInovoIpathogenicIvariantIinIßαoo[nIpresentingIwithIarthrogryposisImultiplexIcongenitaUIbrainI
abnormalitiesUIandIsevereIdevelopmentalIdelayWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2017UI
Zd]UI[d[bV[d]Y

2.5 8

95
NoWI]aeVwointI OtpVppztItuidelinegIαpdateIonI“renatalI creeningIforIsetalInneuploidyUIsetalI
nnomaliesUIandIndverseI“regnancyIOutcomesWIJournalfoffObstetricsfandfGynaecologyfCanadaUI2017UI
]fUIeYbVeZd

1.3 55

94 —npZIzissenseIzutationsIinIqevelopmentalIqisordersIwithIqiverseI“henotypesWIAmericanfJournalf
offHumanfGeneticsUI2017UIZYZUIaccVadd 11 73

93 zutationsIinIxrO“ VcomplexIgenesIcauseInephroticIsyndromeIwithIprimaryImicrocephalyWINaturef
GeneticsUI2017UIafUIZb[fVZb]e 36.3 105

92 ßheIpathologyIofIincipientIpolymicrogyriaWIBrainfandfDevelopmentUI2017UI]fUI[]V]f 2.2 11

91
pun—trIandIxabukiI yndromesgIteneV pecificIqNnIzethylationI ignaturesIvdentifyIrpigeneticI
zechanismsIyinkingIßheseIplinicallyIOverlappingIponditionsWIAmericanfJournalfoffHumanfGeneticsUI
2017UIZYYUIdd]Vdee

11 99

90
ngenesisIofItheIcorpusIcallosumUIdevelopmentalIdelayUIautismIspectrumIdisorderUIfacialI
dysmorphismUIandIposteriorIpolymorphousIcornealIdystrophyIassociatedIwithIZroZIgeneIdeletionWI
AmericanfJournalfoffMedicalfGeneticssfPartfAUI2017UIZd]UI[acdV[adZ

2.5 4

89 pongenitalIlimbIdeficienciesIwithIvascularIetiologygI“ossibleIassociationIwithImaternalI
thrombophiliaWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2016UIZdYUI]Ye]V]Yef 2.5 4

88 zaternalIuniparentalIdisomyIforIchromosomeIcIinIaIpatientIwithIvαt—UIambiguousIgenitaliaUIandI
persistentImullerianIstructuresWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2016UIZdYUI][[dV][]Y 2.5 6

87 “renatalIpresentationIofIhereditaryIhemorrhagicItelangiectasiaIVIaIreportIofItwoIsibsWIPrenatalf
DiagnosisUI2016UI]cUIefZV] 3.2 3

86 ßheI—elationshipIoetweenIournoutIandIOccupationalI tressIinIteneticIpounselorsWIJournalfoff
GeneticfCounselingUI2016UI[bUId]ZVaZ 2.5 21

85 rxperienceIwithIgeneticIcounselinggItheIadolescentIperspectiveWIJournalfoffGeneticfCounselingUI
2016UI[bUIbe]Vfb 2.5 11

84 plinicalIdelineationIofItheI“np ZVrelatedIsyndromeVV—eportIonIZfIpatientsWIAmericanfJournalfoff
MedicalfGeneticssfPartfAUI2016UIZdYUIcdYVb 2.5 28

83 solicIacidIsupplementationIforIpregnantIwomenIandIthoseIplanningIpregnancygI[YZbIupdateWI
JournalfoffClinicalfPharmacologyUI2016UIbcUIZdYVb 2.9 46

82 ßheIfunctionalIOVmannoseIglycanIonI˛–VdystroglycanIcontainsIaIphosphoVribitolIprimedIforI
matriglycanIadditionWIELifeUI2016UIbUI 8.9 73

81 nlagilleIsyndromegIclinicalIperspectivesWIThefApplicationfoffClinicalfGeneticsUI2016UIfUIdbVe[ 3.1 62

David Chitayat

6



80 “eriodontalIrhlersVqanlosI yndromeIvsIpausedIbyIzutationsIinIpZ—IandIpZ UIwhichIrncodeI
 ubcomponentsIpZrIandIpZsIofIpomplementWIAmericanfJournalfoffHumanfGeneticsUI2016UIffUIZYYbVZYZa 11 70

79 δholeItenomeI equencingIrxpandsIqiagnosticIαtilityIandIvmprovesIplinicalIzanagementIinI
“ediatricIzedicineWINpjfGenomicfMedicineUI2016UIZUI 6.2 208

78 ßheImolecularIandIphenotypicIspectrumIofIv” rp[VrelatedIepilepsyWIEpilepsiaUI2016UIbdUIZebeVZecf 6.4 38

77 “qr]nImutationsIcauseIautosomalIdominantIhypertensionIwithIbrachydactylyWINaturefGeneticsUI
2015UIadUIcadVb] 36.3 118

76 δilliamsIsyndromeIpresentingIwithIfindingsIconsistentIwithInlagilleIsyndromeWIClinicalfCasefReportsf
ndiscontinuedoUI2015UI]UI[aVe 0.7 5

75
zutationsIinI“lasmalemmaIβesicleInssociatedI“roteinI—esultIinI ievingI“roteinVyosingIrnteropathyI
pharacterizedIbyIuypoproteinemiaUIuypoalbuminemiaUIandIuypertriglyceridemiaWICellularfandf
MolecularfGastroenterologyfandfHepatologyUI2015UIZUI]eZV]faWed

7.9 32

74 nutopsyIfindingsIinIpontineItegmentalIcapIdysplasiaWICanadianfJournalfoffNeurologicalfSciencesUI
2015UIa[UI cV c 1 0

73 qeletionIofIZbqZZW[Qo“ZVo“[RIregiongIfurtherIevidenceIforIlackIofIphenotypicIspecificityIinIaI
pediatricIpopulationWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2015UIZcdnUI[YfeVZY[ 2.5 31

72 “renatalIgenomicImicroarrayIandIsequencingIinIpanadianImedicalIpracticegItowardsIconsensusWI
JournalfoffMedicalfGeneticsUI2015UIb[UIbebVc 5.8 4

71  pectrumIandIoutcomeIofIprimaryIcardiomyopathiesIdiagnosedIduringIfetalIlifeWIJACC:fHeartf
FailureUI2014UI[UIaY]VZZ 7.9 27

70 “renatalIscreeningUIdiagnosisUIandIpregnancyImanagementIofIfetalIneuralItubeIdefectsWIJournalfoff
ObstetricsfandfGynaecologyfCanadaUI2014UI]cUIf[dVf]f 1.3 52

69 —iskIestimatesIforIcomplexIdisordersgIcomparingIpersonalIgenomeItestingIandIfamilyIhistoryWI
GeneticsfinfMedicineUI2014UIZcUI[]ZVd 8.1 9

68 setalIreprogrammingIandIsenescenceIinIhypoplasticIleftIheartIsyndromeIandIinIhumanIpluripotentI
stemIcellsIduringIcardiacIdifferentiationWIAmericanfJournalfoffPathologyUI2013UIZe]UId[YV]a 5.8 36

67 orainIabnormalitiesIinIpatientsIwithIoeckwithVδiedemannIsyndromeWIAmericanfJournalfoffMedicalf
GeneticssfPartfAUI2012UIZbenUIZ]eeVfa 2.5 29

66 pu—OzO OznyIzvp—On——nY gIßurIorNrsvß InNqIpunyyrNtr IOsIvNß—OqαpßvONIvNßOI
“—rNnßnyIqvntNO v WIFetalfandfMaternalfMedicinefReviewUI2010UI[ZUI]YdV][[

65
phondrodysplasiaIpunctataIassociatedIwithImaternalIautoimmuneIdiseasesgIexpandingItheI
spectrumIfromIsystemicIlupusIerythematosusIQ yrRItoImixedIconnectiveItissueIdiseaseIQzpßqRIandI
sclerodermaIreportIofIeightIcasesWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2008UIZacnUI]Y]eVb]

2.5 35

64
ßheI“qnpIsyndromeIQpulmonaryIhypoplasiaXagenesisUIdiaphragmaticIherniaXeventrationUI
anophthalmiaXmicrophthalmiaUIandIcardiacIdefectRIQ pearIsyndromeUIzatthewVδoodIsyndromeRgI
reportIofIeightIcasesIincludingIaIlivingIchildIandIfurtherIevidenceIforIautosomalIrecessiveI
inheritanceWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2007UIZa]nUIZ[ceVeZ

2.5 35

63 —aineIsyndromegIaIrareIlethalIosteoscleroticIboneIdysplasiaWI“renatalIdiagnosisUIautopsyUIandI
neuropathologicalIfindingsWIAmericanfJournalfoffMedicalfGeneticssfPartfAUI2007UIZa]nUI][eYVb 2.5 19

(2007-2016)
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62 vncompleteI“lateletIqenseItranuleIsormationIinINormalINeonatesWWIBloodUI2007UIZZYUI][ZYV][ZY 2.2

61 “renatalIandINeonatalI creeningI2006UIZc]V[Ze

60
qoubleVpositiveImaternalIserumIscreeningIresultsIforIdownIsyndromeIandIopenIneuralItubeI
defectsgInnIindicatorIforIfetalIstructuralIorIchromosomalIabnormalitiesIandIadverseIobstetricI
outcomesWIAmericanfJournalfoffObstetricsfandfGynecologyUI2002UIZedUIdbeVc]

6.4 32
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