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137 setectionIofIgermlineImosaicismIinIfathersIofIchildrenIwithIintellectualIdisabilityIsyndromesI
causedIbyIdeInovoIvariantsWWIMoleculardGeneticsdjamp;dGenomicdMedicineUI2022UIeZggY 2.3 1

136 txpandingItheImutationIandIphenotypeIspectrumIofIMYwbVassociatedIskeletalIdisordersWWINpjd
GenomicdMedicineUI2022UIfUIZZ 6.2 1

135 WilliamsIsyndromeiIreducedIorientingItoIotherPsIeyesIinIaIhypersocialIphenotypeWWIJournaldofdAutismd
anddDevelopmentaldDisordersUI2022UIZ 4.6 0

134 PupillaryIresponseIinIrewardIprocessingIinIadultsIwithImajorIdepressiveIdisorderIinIremissionWWI
JournaldofdthedInternationaldNeuropsychologicaldSocietyUI2022UIZVZY 3.1

133 WilliamsIsyndromeiIonItheIroleIofIintellectualIabilitiesIinIanxietyWIOrphanetdJournaldofdRaredDiseasesUI
2021UIZeUIcfa 4.2 0

132 xntegrationIofIwholeIgenomeIsequencingIintoIaIhealthcareIsettingiIhighIdiagnosticIratesIacrossI
multipleIclinicalIentitiesIinIbaZhIrareIdiseaseIpatientsWIGenomedMedicineUI2021UIZbUIcY 14.4 22

131 RareIdeleteriousImutationsIofIwNRNPIgenesIresultIinIsharedIneurodevelopmentalIdisordersWI
GenomedMedicineUI2021UIZbUIeb 14.4 9

130 wighIdiagnosticIyieldIinIskeletalIciliopathiesIusingImassivelyIparallelIgenomeIsequencingUIstructuralI
variantIscreeningIandIRNpIanalysesWIJournaldofdHumandGeneticsUI2021UIeeUIhhdVZYYg 4.3 6

129 qirthIrharacteristicsIpmongIrhildrenIsiagnosedIwithINeurofibromatosisITypeIZIandITuberousI
SclerosisWIJournaldofdPediatricsUI2021UIabhUIaYYVaYdWea 3.6

128
rhondrodysplasiaIandIgrowthIfailureIinIchildrenIafterIearlyIhematopoieticIstemIcellI
transplantationIforInonVoncologicIdisordersWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2021UI
ZgdUIdZfVdaf

2.5 1

127 rlinicalIversusIautomatedIassessmentsIofImorphologicalIvariantsIinItwinsIwithIandIwithoutI
neurodevelopmentalIdisordersWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2020UIZgaUIZZffVZZgh 2.5 3

126 pdbIcontrolsIgenomicIstabilityIandItemporalIdifferentiationIofIhumanIneuralIstemIcellsIandIaffectsI
neuralIorganizationIinIhumanIbrainIorganoidsWICelldDeathdanddDiseaseUI2020UIZZUIda 9.8 15

125 PathogenicIcopyInumberIvariantsIareIdetectedIinIaIsubsetIofIpatientsIwithIgastrointestinalI
malformationsWIMoleculardGeneticsdjamp;dGenomicdMedicineUI2020UIgUIeZYgc 2.3 2

124
TelemedicineIstrategyIofItheIturopeanIReferenceINetworkIxTwprpIforItheIdiagnosisIandI
managementIofIpatientsIwithIrareIdevelopmentalIdisordersWIOrphanetdJournaldofdRaredDiseasesUI
2020UIZdUIZYb

4.2 14

123 weterozygousIvariantsIinIiIqeyondIcongenitalImirrorImovementsWINeurology:dGeneticsUI2020UIeUIedae 3.8 0

122 ·argeVscaleItargetedIsequencingIidentifiesIriskIgenesIforIneurodevelopmentalIdisordersWINatured
CommunicationsUI2020UIZZUIchba 17.4 25

121 VariableIneurodevelopmentalIandImorphologicalIphenotypesIofIcarriersIwithIZaqZaIduplicationsWI
MoleculardGeneticsdjamp;dGenomicdMedicineUI2020UIgUIeZYZb 2.3 2
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120 pIcallIforIglobalIactionIforIrareIdiseasesIinIpfricaWINaturedGeneticsUI2020UIdaUIaZVae 36.3 11

119 pIcomplexIsxrtRZIsyndromeIphenotypeIassociatedIwithIaIgermlineIpathogenicIvariantIaffectingI
theIRNaseIxxxaIdomainIofIsxrtRZWIJournaldofdMedicaldGeneticsUI2020UI 5.8 2

118 ModelingISwwVdrivenImedulloblastomaIwithIpatientIiPSIcellVderivedIneuralIstemIcellsWIProceedingsd
ofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaUI2020UIZZfUIaYZafVaYZbg 11.5 9

117 OverexpressionIofIchromatinIremodelingIandItyrosineIkinaseIgenesIinIipMPaZVpositiveIacuteI
lymphoblasticIleukemiaWILeukemiadanddLymphomaUI2020UIeZUIeYcVeZb 1.9 2

116 qiallelicImutationsIinIWRpPdbIresultIinIdysfunctionalItelomeresUIrajalIbodiesIandIsNpIrepairUI
therebyIcausingIwoyeraalVwreidarssonIsyndromeWICelldDeathdanddDiseaseUI2020UIZZUIabg 9.8 8

115 MutationsIinIrO·ZpZXpaIandIrRtqb·ZIareIassociatedIwithIoligodontiaIinIosteogenesisIimperfectaWI
OrphanetdJournaldofdRaredDiseasesUI2020UIZdUIgY 4.2 4

114 MaternalIsmokingIduringIpregnancyIandIriskIofIphacomatosesiIresultsIfromIaISwedishI
registerVbasedIstudyWIClinicaldEpidemiologyUI2019UIZZUIfhbVgYY 5.9 2

113 sisruptiveIvariantsIofIassociateIwithIautismIandIinterfereIwithIneuronalIdevelopmentIandIsynapticI
transmissionWISciencedAdvancesUI2019UIdUIeaaxaZee 14.3 16

112 siagnosisIandImanagementIinIPittVwopkinsIsyndromeiIuirstIinternationalIconsensusIstatementWI
ClinicaldGeneticsUI2019UIhdUIceaVcfg 4 34

111 tarlyIactivatingIsomaticIPxzbrpImutationsIpromoteIectopicImuscleIdevelopmentIandIupperIlimbI
overgrowthWIClinicaldGeneticsUI2019UIheUIZZgVZad 4 9

110 vainVofVfunctionImutationIofImicroRNpVZcYIinIhumanIskeletalIdysplasiaWINaturedMedicineUI2019UIadUIdgbVdhY50.5 38

109 MicrodeletionIofIfpZaWZpZbUIincludingIxzZuZUIcausesIintellectualIimpairmentUIovergrowthUIandI
susceptibilityItoIleukaemiaWIBritishdJournaldofdHaematologyUI2019UIZgdUIbdcVbdf 4.5 3

108 MowatVWilsonIsyndromeiIvenerationIofItwoIhumanIiPSIcellIlinesIQUUxvPiYYcpIandIUUxvPiYYdpRI
fromIsiblingsIwithIaItruncatingIZtqaIgeneIvariantWIStemdCelldResearchUI2019UIbhUIZYZdZg 1.6 3

107 ptaxiaIinIPatientsIWithIqiVpllelicIMutationsIandIpbsenceIofIuullV·engthINuZgeWIFrontiersdindGeneticsUI
2019UIZYUIghe 4.5 4

106
uromIcytogeneticsItoIcytogenomicsiIwholeVgenomeIsequencingIasIaIfirstVlineItestIcomprehensivelyI
capturesItheIdiverseIspectrumIofIdiseaseVcausingIgeneticIvariationIunderlyingIintellectualI
disabilityWIGenomedMedicineUI2019UIZZUIeg

14.4 44

105 MissenseIVariantsIinItheIwistoneIpcetyltransferaseIromplexIromponentIveneITRRpPIrauseI
putismIandISyndromicIxntellectualIsisabilityWIAmericandJournaldofdHumandGeneticsUI2019UIZYcUIdbYVdcZ 11 17

104 PredispositionItoIchildhoodIacuteIlymphoblasticIleukemiaIcausedIbyIaIconstitutionalItranslocationI
disruptingWIBlooddAdvancesUI2019UIbUIafaaVafbZ 7.8 4

103 RareIcopyInumberIvariantsIcontributeIpathogenicIallelesIinIpatientsIwithIintestinalImalrotationWI
MoleculardGeneticsdjamp;dGenomicdMedicineUI2019UIfUIedch 2.3 7
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102 SomaticIStructuralIplterationsIinIrhildhoodI·eukemiaIranIqeIqacktrackedIinINeonatalIsriedIqloodI
SpotsIbyIUseIofIWholeVvenomeISequencingIandIsigitalIPrRWIClinicaldChemistryUI2019UIedUIbcdVbcf 5.5 1

101 rlinicalIPresentationIofIaIromplexINeurodevelopmentalIsisorderIrausedIbyIMutationsIinIpsNPWI
BiologicaldPsychiatryUI2019UIgdUIagfVahf 7.9 55

100 TheIclinicalIutilityIofIPvsIwithIw·pImatchingiIaIcollaborativeImultiVcentreItSwRtIstudyWIHumand
ReproductionUI2018UIbbUIdaYVdbY 5.7 15

99 ropyINumberIVariationIpnalysisIofIZYYITwinIPairsItnrichedIforINeurodevelopmentalIsisordersWI
TwindResearchdanddHumandGeneticsUI2018UIaZUIZVZZ 2.2 17

98 pluVpluImediatedIintragenicIduplicationsIinIxuTgZIandIMpTNbIareIassociatedIwithIskeletalI
dysplasiasWIHumandMutationUI2018UIbhUIZcdeVZcef 4.7 9

97 ReversedIgenderIratioIofIautismIspectrumIdisorderIinISmithVMagenisIsyndromeWIMoleculardAutismUI
2018UIhUIZ 6.5 40

96 wighVresolutionIdetectionIofIchromosomalIrearrangementsIinIleukemiasIthroughImateIpairIwholeI
genomeIsequencingWIPLoSdONEUI2018UIZbUIeYZhbhag 3.7 9

95 voltzIsyndromeIinImalesiIpIclinicalIreportIofIaImaleIpatientIcarryingIaInovelIvariantIandIaIreviewIofI
theIliteratureWIClinicaldCasedReportsdldiscontinuedmUI2018UIeUIaZYbVaZZY 0.7 7

94 ReplicativeIandInonVreplicativeImechanismsIinItheIformationIofIclusteredIrNVsIareIindicatedIbyI
wholeIgenomeIcharacterizationWIPLoSdGeneticsUI2018UIZcUIeZYYffgY 6 22

93
pIRecurrentIseINovoIweterozygousIrOvcISubstitutionI·eadsItoISaulVWilsonISyndromeUIsisruptedI
VesicularITraffickingUIandIplteredIProteoglycanIvlycosylationWIAmericandJournaldofdHumandGeneticsUI
2018UIZYbUIddbVdef

11 45

92 venomicIscreeningIinIrareIdisordersiINewImutationsIandIphenotypesUIhighlightingIp·vZcIasIaInovelI
causeIofIsevereIintellectualIdisabilityWIClinicaldGeneticsUI2018UIhcUIdagVdbf 4 14

91 pxialIspondylometaphysealIdysplasiaIisIalsoIcausedIbyINtzZImutationsWIJournaldofdHumandGeneticsUI
2017UIeaUIdYbVdYe 4.3 18

90 rlinicalIandImolecularIconsequencesIofIdiseaseVassociatedIdeInovoImutationsIinISpTqaWIGeneticsdind
MedicineUI2017UIZhUIhYYVhYg 8.1 30

89 TargetedIsequencingIidentifiesIhZIneurodevelopmentalVdisorderIriskIgenesIwithIautismIandI
developmentalVdisabilityIbiasesWINaturedGeneticsUI2017UIchUIdZdVdae 36.3 283

88 wotspotsIofImissenseImutationIidentifyIneurodevelopmentalIdisorderIgenesIandIfunctionalI
domainsWINaturedNeuroscienceUI2017UIaYUIZYcbVZYdZ 25.5 94

87 uurtherIevidenceIforIspecificIxuxwZImutationIasIaIcauseIofISingletonVMertenIsyndromeIwithI
phenotypicIheterogeneityWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2017UIZfbUIZbheVZbhh 2.5 21

86 MinorIphysicalIanomaliesIinIneurodevelopmentalIdisordersiIaItwinIstudyWIChilddanddAdolescentd
PsychiatrydanddMentaldHealthUI2017UIZZUIdf 6.8 16

85 xntellectualIsisabilityIOIRareIsisordersiIpIsiagnosticIrhallengeWIAdvancesdindExperimentaldMedicined
anddBiologyUI2017UIZYbZUIbhVdc 3.6 13
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84
WholeVvenomeISequencingIofIrytogeneticallyIqalancedIrhromosomeITranslocationsIxdentifiesI
PotentiallyIPathologicalIveneIsisruptionsIandIwighlightsItheIxmportanceIofIMicrohomologyIinItheI
MechanismIofIuormationWIHumandMutationUI2017UIbgUIZgYVZha

4.7 40

83 PhenotypeIandIgenotypeIinIdaIpatientsIwithIRubinsteinVTaybiIsyndromeIcausedIbyItPbYYI
mutationsWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2016UIZfYUIbYehVbYga 2.5 60

82 pInovelIphenotypeIinINVglycosylationIdisordersiIvillessenVzaesbachVNishimuraIskeletalIdysplasiaI
dueItoIpathogenicIvariantsIinIp·vhWIEuropeandJournaldofdHumandGeneticsUI2016UIacUIZhgVaYf 5.3 19

81 SmallIeqZeWZIseletionsItncompassingIPOUbuaIrauseISusceptibilityItoIObesityIandIVariableI
sevelopmentalIselayIwithIxntellectualIsisabilityWIAmericandJournaldofdHumandGeneticsUI2016UIhgUIbebVfa 11 26

80 xncreasedIriskIofIcolorectalIcancerIinIpatientsIdiagnosedIwithIbreastIcancerIinIwomenWICancerd
EpidemiologyUI2016UIcZUIdfVea 2.8 12

79
seINovoI·ossVofVuunctionIMutationsIinIUSPhXIrauseIaIuemaleVSpecificIRecognizableISyndromeI
withIsevelopmentalIselayIandIrongenitalIMalformationsWIAmericandJournaldofdHumandGeneticsUI
2016UIhgUIbfbVgZ

11 55

78 PpXdVtSRRqIisIaIrecurrentIfusionIgeneIinIqVcellIprecursorIpediatricIacuteIlymphoblasticIleukemiaWI
HaematologicaUI2016UIZYZUIeaYVb 6.6 7

77 PeriodontalIthlersVsanlosISyndromeIxsIrausedIbyIMutationsIinIrZRIandIrZSUIwhichItncodeI
SubcomponentsIrZrIandIrZsIofIromplementWIAmericandJournaldofdHumandGeneticsUI2016UIhhUIZYYdVZYZc 11 70

76 txpandingItheIataxiaIwithIoculomotorIapraxiaItypeIcIphenotypeWINeurology:dGeneticsUI2016UIaUIech 3.8 26

75 setailedIgeneIdoseIanalysisIrevealsIrecurrentIfocalIgeneIdeletionsIinIpediatricIqVcellIprecursorI
acuteIlymphoblasticIleukemiaWILeukemiadanddLymphomaUI2016UIdfUIaZeZVfY 1.9 9

74 MutationsIinIu·VrRaIassociatedIwithIuowlerIsyndromeIandIsurvivalIbeyondIinfancyWIClinicald
GeneticsUI2016UIghUIhhVZYb 4 12

73 PathogenenicIvariantIinItheIrO·apZIgeneIisIassociatedIwithISpondyloepiphysealIdysplasiaItypeI
StanescuWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2016UIZfYpUIaeeVh 2.5 2

72 rRtqqPIandItPbYYImutationalIspectrumIandIclinicalIpresentationsIinIaIcohortIofISwedishIpatientsI
withIRubinsteinVTaybiIsyndromeWIMoleculardGeneticsdjamp;dGenomicdMedicineUI2016UIcUIbhVcd 2.3 17

71 sNpImethylationVbasedIsubtypeIpredictionIforIpediatricIacuteIlymphoblasticIleukemiaWIClinicald
EpigeneticsUI2015UIfUIZZ 7.7 40

70 NoIevidenceIforImosaicIpathogenicIcopyInumberIvariationsIinIcardiacItissueIfromIpatientsIwithI
congenitalIheartImalformationsWIEuropeandJournaldofdMedicaldGeneticsUI2015UIdgUIZahVbb 2.6 4

69 TheIgenomicIlandscapeIofIhighIhyperdiploidIchildhoodIacuteIlymphoblasticIleukemiaWINatured
GeneticsUI2015UIcfUIefaVe 36.3 113

68 pIPotentialIrontributoryIRoleIforIriliaryIsysfunctionIinItheIZepZZWaIeYYIkbIqPcVqPdIPathologyWI
AmericandJournaldofdHumandGeneticsUI2015UIheUIfgcVhe 11 35

67 uurtherIdelineationIofItheIzqvIsyndromeIphenotypeIcausedIbyIpNzRsZZIaberrationsWIEuropeand
JournaldofdHumandGeneticsUI2015UIabUIZZfeVgd 5.3 49

(2015-2017)
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66
TheIclinicalIimpactIofIxzZuZIdeletionsIinIpaediatricIqVcellIprecursorIacuteIlymphoblasticIleukaemiaI
isIindependentIofIminimalIresidualIdiseaseIstratificationIinINordicISocietyIforIPaediatricI
waematologyIandIOncologyItreatmentIprotocolsIusedIbetweenIZhhaIandIaYZbWIBritishdJournaldofd
HaematologyUI2015UIZfYUIgcfVdg

4.5 26

65 S·raepaIdiseaseIspectrumIinISwedenIVIhighIfrequencyIofIrecessiveImultipleIepiphysealIdysplasiaI
QrMtsRWIClinicaldGeneticsUI2015UIgfUIafbVg 4 8

64 putosomalIrecessiveImutationsIinItheIrO·apZIgeneIcauseIsevereIspondyloepiphysealIdysplasiaWI
ClinicaldGeneticsUI2015UIgfUIcheVg 4 7

63 sominantImutationsIinIzpTepIcauseIintellectualIdisabilityIwithIrecognizableIsyndromicIfeaturesWI
AmericandJournaldofdHumandGeneticsUI2015UIheUIdYfVZb 11 70

62 pISWxXSNuVrelatedIautismIsyndromeIcausedIbyIdeInovoImutationsIinIpsNPWINaturedGeneticsUI2014UI
ceUIbgYVc 36.3 197

61 sifferentImutationsIinIPstcsIassociatedIwithIdevelopmentalIdisordersIwithImirrorIphenotypesWI
JournaldofdMedicaldGeneticsUI2014UIdZUIcdVdc 5.8 51

60 NeuV·axovaIsyndromeIisIaIheterogeneousImetabolicIdisorderIcausedIbyIdefectsIinIenzymesIofItheI
·VserineIbiosynthesisIpathwayWIAmericandJournaldofdHumandGeneticsUI2014UIhdUIagdVhb 11 82

59 rlinicalIandIgeneticIfeaturesIofIpediatricIacuteIlymphoblasticIleukemiaIinIsownIsyndromeIinItheI
NordicIcountriesWIJournaldofdHematologydanddOncologyUI2014UIfUIba 22.4 9

58 putosomalIdominantIbrachyolmiaIinIaIlargeISwedishIfamilyiIphenotypicIspectrumIandInaturalI
courseWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2014UIZecpUIZebdVcZ 2.5 6

57 MutationIscreeningIandIarrayIcomparativeIgenomicIhybridizationIusingIaIZgYzIoligonucleotideI
arrayIinIVprTtR·IassociationWIPLoSdONEUI2014UIhUIegdbZb 3.7 21

56 TheIRootsIofIputismIandIpswsITwinIStudyIinISwedenIQRpTSSRWITwindResearchdanddHumandGeneticsUI
2014UIZfUIZecVfe 2.2 46

55 setectingIdicQhjaYRQpZbWajpZZWaRVpositiveIqVcellIprecursorIacuteIlymphoblasticIleukemiaIinIaIclinicalI
settingIusingIfluorescenceIinIsituIhybridizationWILeukemiaUI2014UIagUIZheVg 10.7 5

54 SmallImosaicIdeletionIencompassingItheIsnoRNpsIandISNURuVSNRPNIresultsIinIanIatypicalI
PraderVWilliIsyndromeIphenotypeWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2014UIZecpUIcadVbZ 2.5 20

53 TheItranscriptionalIregulatorIpsNPIlinksItheIqpuIQSWxXSNuRIcomplexesIwithIautismWIAmericand
JournaldofdMedicaldGeneticspdPartdC:dSeminarsdindMedicaldGeneticsUI2014UIZeerUIbZdVae 3.1 53

52
xdentificationIofIthreeInovelIuvuZeImutationsIinIXVlinkedIrecessiveIfusionIofItheIfourthIandIfifthI
metacarpalsIandIpossibleIcorrelationIwithIheartIdiseaseWIMoleculardGeneticsdjamp;dGenomicd
MedicineUI2014UIaUIcYaVZZ

2.3 15

51 NovelIuocalIveneIseletionsIinIPediatricIqVrellIPrecursorIpcuteI·ymphoblasticI·eukemiaIsetectedI
qyIprrayIromparativeIvenomicIwybridizationWIBloodUI2014UIZacUIZYgdVZYgd 2.2

50 sNpIMethylationVqasedISubtypeIPredictionIforIPediatricIpcuteI·ymphoblasticI·eukemiaIQp··RWI
BloodUI2014UIZacUIchYVchY 2.2

49 TheItTVeXRUNXZIfusionItranscriptIisInotIdetectedIinIRNpIisolatedIfromIneonatalIdriedIbloodIspotsI
fromIchildrenIlaterIdiagnosedIwithItheIcorrespondingIleukemiaWILeukemiadanddLymphomaUI2013UIdcUIafcaVc1.9 3
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48 PartialItetrasomyIZcIassociatedIwithImultipleImalformationsWIAmericandJournaldofdMedicaldGeneticspd
PartdAUI2013UIZeZpUIZagcVhY 2.5 4

47 MolecularIandIclinicalIdelineationIofItheIZfqaaImicrodeletionIphenotypeWIEuropeandJournaldofd
HumandGeneticsUI2013UIaZUIZYgdVha 5.3 8

46
wighImodalInumberIandItripleItrisomiesIareIhighlyIcorrelatedIfavorableIfactorsIinIchildhoodIqVcellI
precursorIhighIhyperdiploidIacuteIlymphoblasticIleukemiaItreatedIaccordingItoItheINOPwOIp··I
ZhhaXaYYYIprotocolsWIHaematologicaUI2013UIhgUIZcacVba

6.6 36

45 TheIphenotypeIrangeIofIachondrogenesisIZpWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2013UI
ZeZpUIaddcVg 2.5 4

44 pInovelIintellectualIdisabilityIsyndromeIcausedIbyIvPxIanchorIdeficiencyIdueItoIhomozygousI
mutationsIinIPxvTWIJournaldofdMedicaldGeneticsUI2013UIdYUIdaZVg 5.8 92

43
pdditionalIaberrationsIofItheItTVeIandIRUNXZIgenesIhaveInoIprognosticIimpactIinIaahI
tQZajaZRQpZbjqaaRVpositiveIqVcellIprecursorIacuteIlymphoblasticIleukaemiasItreatedIaccordingItoI
theINOPwOVp··VaYYYIprotocolWILeukemiadResearchUI2012UIbeUIhbeVg

2.7 4

42 wighIfrequencyIofIqTvZIdeletionsIinIacuteIlymphoblasticIleukemiaIinIchildrenIwithIdownIsyndromeWI
GenesdChromosomesdanddCancerUI2012UIdZUIZheVaYe 5 19

41
womozygousIdeletionsIofIrszNapIareIpresentIinIallIdicQhjaYRQpZb´•ajqZZ´•aRVpositiveIqVcellIprecursorI
acuteIlymphoblasticIleukaemiasIandImayIbeIimportantIforIleukaemicItransformationWIBritishd
JournaldofdHaematologyUI2012UIZdhUIcggVhZ

4.5 5

40 pInovelIZbIbaseIpairIinsertionIinItheIsonicIhedgehogIZRSIlimbIenhancerIQZRSX·MqRZRIcausesI
preaxialIpolydactylyIwithItriphalangealIthumbWIHumandMutationUI2012UIbbUIZYebVe 4.7 26

39 MirrorIextremeIqMxIphenotypesIassociatedIwithIgeneIdosageIatItheIchromosomeIZepZZWaIlocusWI
NatureUI2011UIcfgUIhfVZYa 50.4 322

38
xnterphaseIfluorescentIinIsituIhybridizationIdeletionIanalysisIofItheIhpaZIregionIandIprognosisIinI
childhoodIacuteIlymphoblasticIleukaemiaIQp··RiIresultsIfromIaIprospectiveIanalysisIofIdZhINordicI
patientsItreatedIaccordingItoItheINOPwOVp··IaYYYIprotocolWIBritishdJournaldofdHaematologyUI2011UI
ZdaUIeZdVaa

4.5 14

37
PaediatricIqVcellIprecursorIacuteIlymphoblasticIleukaemiaIwithItQZjZhRQqabjpZbRiIclinicalIandI
cytogeneticIcharacteristicsIofIcfIcasesIfromItheINordicIcountriesItreatedIaccordingItoINOPwOI
protocolsWIBritishdJournaldofdHaematologyUI2011UIZddUIabdVcb

4.5 26

36 ropyInumberIvariationIcharacteristicsIinIsubpopulationsIofIpatientsIwithIautismIspectrumI
disordersWIAmericandJournaldofdMedicaldGeneticsdPartdB:dNeuropsychiatricdGeneticsUI2011UIZdeUIZZdVac 3.5 56

35 setailedImolecularIandIclinicalIcharacterizationIofIthreeIpatientsIwithIaZqIdeletionsWIClinicald
GeneticsUI2010UIffUIZcdVdc 4 47

34 xmprovedIstructuralIcharacterizationIofIchromosomalIbreakpointsIusingIhighIresolutionIcustomI
arrayVrvwWIClinicaldGeneticsUI2010UIffUIddaVea 4 10

33
rharacterisationIofIhairyIcellIleukaemiaIbyItilingIresolutionIarrayVbasedIcomparativeIgenomeI
hybridisationiIaIseriesIofIZbIcasesIandIreviewIofItheIliteratureWIEuropeandJournaldofdHaematologyUI
2010UIgcUIZfVad

3.8 13

32 MolecularIandIclinicalIcharacterizationIofIpatientsIwithIoverlappingIZYpIdeletionsWIAmericandJournald
ofdMedicaldGeneticspdPartdAUI2010UIZdapUIZabbVcb 2.5 48

31 rhimerismIresultingIfromIparthenogeneticIactivationIandIdispermicIfertilizationWIAmericandJournald
ofdMedicaldGeneticspdPartdAUI2010UIZdapUIaaffVge 2.5 21

(2010-2013)
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30 verminalIandISomaticITrisomyIaZIMosaicismiIwowIrommonIisIitUIWhatIareItheIxmplicationsIforI
xndividualIrarriersIandIwowIsoesIitIromeIpboutnWICurrentdGenomicsUI2010UIZZUIcYhVZh 2.6 34

29 yumpingItranslocationIinIaIphenotypicallyInormalImaleiIpIstudyIofImosaicismIinIspermatozoaUI
lymphocytesUIandIfibroblastsWIAmericandJournaldofdMedicaldGeneticspdPartdAUI2009UIZchpUIZfYeVZZ 2.5 7

28
rlinicalIandIcytogeneticIfeaturesIofIaIpopulationVbasedIconsecutiveIseriesIofIagdIpediatricITVcellI
acuteIlymphoblasticIleukemiasiIrareITVcellIreceptorIgeneIrearrangementsIareIassociatedIwithIpoorI
outcomeWIGenesdChromosomesdanddCancerUI2009UIcgUIfhdVgYd

5 31

27 QuantitationIofIRNpIdecayIinIdriedIbloodIspotsIduringIaYIyearsIofIstorageWIClinicaldChemistrydandd
LaboratorydMedicineUI2009UIcfUIZcefVh 5.9 23
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