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130
™henotypeJandJgenotypeJofJaJcohortJofJfamiliesJhistoricallyJdiagnosedJwithJtypeJ[JvonJWillebrandJ
diseaseJinJtheJsuropeanJstudyVJ‘olecularJandJqlinicalJ‘arkersJforJtheJriagnosisJandJ‘anagementJ
ofJαypeJ[JvonJWillebrandJriseaseJR‘q‘r‘W[VWrSXJBloodVJ2007VJ[ZgVJ[[]W][

2.2 309

129 wdentificationJofJnovelJtzαWaJospfacJmutationsJinJadultJacuteJmyeloidJleukaemiaXJBritishlJournallofl
HaematologyVJ2001VJ[[aVJgfaWf 4.5 303

128 wncidenceJandJprognosisJofJcWywαJandJtzαaJmutationsJinJcoreJbindingJfactorJRqptSJacuteJmyeloidJ
leukaemiasXJBritishlJournalloflHaematologyVJ2003VJ[][VJeecWe 4.5 253

127 tzαaJinternalJtandemJduplicationJmutationsJinJadultJacuteJmyeloidJleukaemiaJdefineJaJhighWriskJ
groupXJBritishlJournalloflHaematologyVJ2000VJ[[[VJ[gZWc 4.5 227

126
αheJdiagnosisJandJmanagementJofJvonJWillebrandJdiseasehJaJβnitedJyingdomJvaemophiliaJqentreJ
roctorsJ–rganizationJguidelineJapprovedJbyJtheJpritishJqommitteeJforJ±tandardsJinJvaematologyXJ
BritishlJournalloflHaematologyVJ2014VJ[deVJbcaWdc

4.5 222

125 cWkitJprotoWoncogeneJexonJfJinWframeJdeletionJplusJinsertionJmutationsJinJacuteJmyeloidJleukaemiaXJ
BritishlJournalloflHaematologyVJ1999VJ[ZcVJfgbWgZZ 4.5 201

124 ®esponseJtoJdesmopressinJisJinfluencedJbyJtheJgenotypeJandJphenotypeJinJtypeJ[JvonJWillebrandJ
diseaseJRVWrShJresultsJfromJtheJsuropeanJ±tudyJ‘q‘r‘W[VWrXJBloodVJ2008VJ[[[VJaca[Wg 2.2 162

123 ™rinciplesJofJcareJforJtheJdiagnosisJandJtreatmentJofJvonJWillebrandJdiseaseXJHaematologicaVJ2013VJ
gfVJddeWeb 6.6 139

122 oJhighWthroughputJsequencingJtestJforJdiagnosingJinheritedJbleedingVJthromboticVJandJplateletJ
disordersXJBloodVJ2016VJ[]eVJ]eg[WfZa 2.2 135

121 vzoJqlassJwwJ™rofilehJoJWeakJreterminantJofJtactorJVwwwJwnhibitorJrevelopmentJinJ±evereJ
vaemophiliaJoXJThrombosislandlHaemostasisVJ1997VJeeVJ]abW]ae 7 129

120 ±omaticJmosaicismJinJhemophiliaJohJaJfairlyJcommonJeventXJAmericanlJournalloflHumanlGeneticsVJ
2001VJdgVJecWfe 11 125

119
wdentificationJofJtypeJ[JvonJWillebrandJdiseaseJpatientsJwithJreducedJvonJWillebrandJfactorJsurvivalJ
byJassayJofJtheJVWtJpropeptideJinJtheJsuropeanJstudyhJmolecularJandJclinicalJmarkersJforJtheJ
diagnosisJandJmanagementJofJtypeJ[JVWrJR‘q‘r‘W[VWrSXJBloodVJ2008VJ[[[VJbgegWfc

2.2 123

118 αheJgeneticJbasisJofJvonJWillebrandJdiseaseXJBloodlReviewsVJ2010VJ]bVJ[]aWab 11.1 114

117 αheJmolecularJbasisJofJhemophiliaJohJgenotypeWphenotypeJrelationshipsJandJinhibitorJdevelopmentXJ
SeminarslinlThrombosislandlHemostasisVJ2003VJ]gVJ]aWaZ 5.3 100

116
™reciseJqarrierJriagnosisJinJtamiliesJwithJvaemophiliaJohJβseJofJqonformationJ±ensitiveJuelJ
slectrophoresisJforJ‘utationJ±creeningJandJ™olymorphismJonalysisXJThrombosislandlHaemostasisVJ
1998VJegVJe]aWe]d

7 98

115 qlinicalJandJlaboratoryJvariabilityJinJaJcohortJofJpatientsJdiagnosedJwithJtypeJ[JVWrJinJtheJβnitedJ
±tatesXJBloodVJ2016VJ[]eVJ]bf[Wf 2.2 76

114 oberrantJmethylationJofJtheJnegativeJregulatorsJ®o±±twoVJ±v™W[JandJ±–q±W[JinJmyelodysplasticJ
syndromesJandJacuteJmyeloidJleukaemiaXJBritishlJournalloflHaematologyVJ2005VJ[]gVJdZWc 4.5 71
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113 VWtJpropeptideJandJratiosJbetweenJVWtVJVWtJpropeptideVJandJtVwwwJinJtheJcharacterizationJofJ
typeJ[JvonJWillebrandJdiseaseXJBloodVJ2013VJ[][VJ]aadWg 2.2 69

112 ‘ethylationJofJtheJsuppressorJofJcytokineJsignalingJaJgeneJR±–q±aSJinJmyeloproliferativeJdisordersXJ
HaematologicaVJ2008VJgaVJ[dacWbb 6.6 68

111 onalysisJofJintracellularJstorageJandJregulatedJsecretionJofJaJvonJWillebrandJdiseaseWcausingJ
variantsJofJvonJWillebrandJfactorXJBloodVJ2003VJ[Z]VJ]bc]Wf 2.2 67

110 αheJinternationalJsocietyJonJthrombosisJandJhaematosisJvonJWillebrandJdiseaseJdatabasehJanJ
updateXJSeminarslinlThrombosislandlHemostasisVJ2011VJaeVJbeZWg 5.3 61

109 oJstudyJofJWilsonJdiseaseJmutationsJinJpritainXJHumanlMutationVJ1999VJ[bVJaZbW[[ 4.7 61

108 vonJWillebrandJdiseaseXJGeneticslinlMedicineVJ2011VJ[aVJadcWed 8.1 60

107 uenomicJstructureJofJhumanJtzαahJimplicationsJforJmutationalJanalysisXJBritishlJournallofl
HaematologyVJ2001VJ[[aVJ[ZedWe 4.5 60

106 wdentificationJandJcharacterizationJofJaJnovelJ™]YJ[]JvariantJinJaJpatientJdiagnosedJwithJtypeJ[JvonJ
WillebrandJdiseaseJinJtheJsuropeanJ‘q‘r‘W[VWrJstudyXJBloodVJ2009VJ[[aVJb[[ZWa 2.2 59

105 αwoJnovelJtypeJ]’JvonJWillebrandJdiseaseâ��causingJmutationsJthatJresultJinJdefectiveJfactorJVwwwJ
bindingVJmultimerizationVJandJsecretionJofJvonJWillebrandJfactorXJBloodVJ2000VJgcVJ]ZZZW]ZZe 2.2 57

104 vemophilia´ phJmolecularJpathogenesisJandJmutationJanalysisXJJournalloflThrombosislandl
HaemostasisVJ2015VJ[aVJ[[fbWgc 15.4 56

103
®elationshipJbetweenJtactorJVwwwJ‘utationJαypeJandJwnhibitorJrevelopmentJinJaJqohortJofJ
™reviouslyJβntreatedJ™atientsJαreatedJwithJ®ecombinantJtactorJVwwwJR®ecombinateâ�¢SXJThrombosisl
andlHaemostasisVJ2000VJfaVJfbbWfbf

7 51

102 zateJ®elapsingJqhildhoodJzymphoblasticJzeukemiaXJBloodVJ1998VJg]VJ]aabW]aae 2.2 51

101 tactorJVwwwJgeneJrearrangementsJinJpatientsJwithJsevereJhaemophiliaJoXJLancet,lTheVJ1994VJabaVJa]gWaZ 40 51

100 oJnovelJvonJWillebrandJdiseaseâ��causingJmutationJRorg]eaαrpSJinJtheJvonJWillebrandJfactorJ
propeptideJthatJresultsJinJdefectiveJmultimerizationJandJsecretionXJBloodVJ2000VJgdVJcdZWcdf 2.2 49

99 oJ±tandardJ’omenclatureJforJvonJWillebrandJtactorJueneJ‘utationsJandJ™olymorphismsXJ
ThrombosislandlHaemostasisVJ2001VJfcVJg]gWga[ 7 43

98 ±pecificJandJglobalJcoagulationJassaysJinJtheJdiagnosisJofJdiscrepantJmildJhemophiliaJoXJ
HaematologicaVJ2013VJgfVJ[gfZWe 6.6 35

97 oJrapidJmethodJforJhaemophiliaJpJmutationJdetectionJusingJconformationJsensitiveJgelJ
electrophoresisXJBritishlJournalloflHaematologyVJ1999VJ[ZbVJg[cWf 4.5 34

96 vzoJclassJwwJprofilehJaJweakJdeterminantJofJfactorJVwwwJinhibitorJdevelopmentJinJsevereJhaemophiliaJ
oXJβyvqr–JwnhibitorJWorkingJ™artyXJThrombosislandlHaemostasisVJ1997VJeeVJ]abWe 7 34
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95 ±econdJhitJmutationsJinJtheJ®αyY®o±JsignalingJpathwayJinJacuteJmyeloidJleukemiaJwithJinvR[dSXJ
HaematologicaVJ2004VJfgVJ[Zd 6.6 34

94
˛–wwb˛†aJvariantsJdefinedJbyJnextWgenerationJsequencinghJpredictingJvariantsJlikelyJtoJcauseJ
ulanzmannJthrombastheniaXJProceedingsloflthelNationallAcademyloflSciencesloflthelUnitedlStateslofl
AmericaVJ2015VJ[[]VJs[fgfWgZe

11.5 33

93
αheJimpactJofJbleedingJhistoryVJvonJWillebrandJfactorJandJ™toW[ZZR´fiSJonJtheJdiagnosisJofJtypeJ[J
vonJWillebrandJdiseasehJresultsJfromJtheJsuropeanJstudyJ‘q‘r‘W[VWrXJBritishlJournallofl
HaematologyVJ2010VJ[c[VJ]bcWc[

4.5 32

92 αribblesW[JandJW]JareJtumourJsuppressorsVJdownWregulatedJinJhumanJacuteJmyeloidJleukaemiaXJ
ImmunologylLettersVJ2010VJ[aZVJ[[cW]b 4.1 32

91 vomeologousJrecombinationJbetweenJolu±xWsequencesJasJaJcauseJofJhemophiliaXJHumanlMutationVJ
2004VJ]bVJbbZ 4.7 32

90 quratedJdiseaseWcausingJgenesJforJbleedingVJthromboticVJandJplateletJdisordershJqommunicationJ
fromJtheJ±±qJofJtheJw±αvXJJournalloflThrombosislandlHaemostasisVJ2019VJ[eVJ[]caW[]dZ 15.4 31

89 pq®WopzJαranscriptJWithJanJe[ga]JRcaa]SJxunctionJinJqlassicalJqhronicJ‘yeloidJzeukemiaXJBloodVJ
1997VJfgVJaZdbWaZdb 2.2 31

88 ’omenclatureJofJgeneticJvariantsJinJhemostasisXJJournalloflThrombosislandlHaemostasisVJ2011VJgVJfc]Wc 15.4 29

87 oreJaberrantJpq®WWopzJtranscriptsJmoreJcommonJthanJpreviouslyJthoughtmXJBritishlJournallofl
HaematologyVJ2000VJ[[[VJ[[ZgW[[ 4.5 28

86 αheJincidenceJofJinhibitorJdevelopmentJaccordingJtoJspecificJmutationsWWandJtreatmentmXJBloodl
CoagulationlandlFibrinolysisVJ2003VJ[bJ±upplJ[VJ±[eW][ 1 27

85 ‘utationalJanalysisJofJclassJwwwJreceptorJtyrosineJkinasesJRqWywαVJqWt‘±VJtzαaSJinJidiopathicJ
myelofibrosisXJBritishlJournalloflHaematologyVJ2003VJ[]ZVJbdbWeZ 4.5 27

84
ossessmentJofJtheJtgJgenotypeWspecificJtwXJinhibitorJrisksJandJcharacterisationJofJ[ZJnovelJsevereJ
tgJdefectsJinJtheJfirstJmolecularJseriesJofJorgentinianJpatientsJwithJhaemophiliaJpXJThrombosislandl
HaemostasisVJ2013VJ[ZgVJ]bWaa

7 26

83 qharacterisationJofJαypeJ]’JvonJWillebrandJriseaseJβsingJ™henotypicJandJ‘olecularJαechniquesXJ
ThrombosislandlHaemostasisVJ1996VJecVJgcgWgdb 7 26

82 xoy]JVd[etJ‘utationJisJuncommonJinJchronicJmyelomonocyticJleukaemiaXJBritishlJournallofl
HaematologyVJ2005VJ[aZVJgdf 4.5 25

81 ueneticJtestingJforJvonJWillebrandJdiseasehJtheJcaseJforXJJournalloflThrombosislandlHaemostasisVJ
2010VJfVJ[aWd 15.4 24

80 ueneJstructureVJexpressionJprofilingJandJmutationJanalysisJofJtheJtumourJsuppressorJ±vw™[JinJ
qaucasianJacuteJmyeloidJleukaemiaXJLeukemiaVJ2007VJ][VJ]agZWa 10.7 24

79 ±ixteenJnovelJhemophiliaJoJcausativeJmutationsJinJtheJfirstJorgentinianJseriesJofJsevereJmolecularJ
defectsXJHaematologicaVJ2007VJg]VJfb]Wc 6.6 24

78
sndoplasmicJreticulumJretentionJandJprolongedJassociationJofJaJvonJWillebrandQsJdiseaseWcausingJ
vonJWillebrandJfactorJvariantJwithJs®pceJandJcalnexinXJBiochemicallandlBiophysicallResearchl
CommunicationsVJ2001VJ]fZVJbbfWca

3.4 24
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77
svaluationJofJaJsemiWautomatedJvonJWillebrandJfactorJmultimerJassayVJtheJvydragelJcJvonJ
WillebrandJmultimerVJbyJtwoJsuropeanJqentersXJResearchlandlPracticelinlThrombosislandl
HaemostasisVJ2018VJ]VJegZWegg

5.1 23

76 zaboratoryJmethodsJforJtheJgeneticJdiagnosisJofJbleedingJdisordersXJInternationallJournallofl
LaboratorylHematologyVJ1998VJ]ZVJaW[g 21

75 αypeJ[JvonJWillebrandJdiseasehJapplicationJofJemergingJdataJtoJclinicalJpracticeXJHaemophiliaVJ2008VJ
[bVJdfcWgd 3.3 19

74 αheJβyJ’ationalJsxternalJ ualityJossessmentJ±chemeJRβyJ’s o±SJforJmolecularJgeneticJtestingJinJ
haemophiliaXJThrombosislandlHaemostasisVJ2006VJgdVJcgeWdZ[ 7 19

73 ‘utationsJinJ™α™’[[JareJuncommonJinJadultJmyelodysplasticJsyndromesJandJacuteJmyeloidJ
leukaemiaXJBritishlJournalloflHaematologyVJ2004VJ[]bVJfbaWb 4.5 19

72 ‘olecularJgeneticJtestingJofJhemophiliaJoXJSeminarslinlThrombosislandlHemostasisVJ2008VJabVJbg[WcZ[ 5.3 18

71 oJnovelJvonJWillebrandJdiseaseWcausingJmutationJRorg]eaαrpSJinJtheJvonJWillebrandJfactorJ
propeptideJthatJresultsJinJdefectiveJmultimerizationJandJsecretionXJBloodVJ2000VJgdVJcdZWf 2.2 18

70 pXαyradcqysJchangeJinJfactorJVwwwhJhaemophiliaJoVJbutJnotJasJweJknowJitXJBritishlJournallofl
HaematologyVJ2011VJ[cbVJd[fW]c 4.5 16

69  ualityJinJmolecularJbiologyJtestingJforJinheritedJthrombophiliaJdisordersXJSeminarslinlThrombosisl
andlHemostasisVJ2012VJafVJdZZW[] 5.3 16

68 qlonalJstabilityJinJlateWrelapsingJchildhoodJlymphoblasticJleukaemiaXJBritishlJournalloflHaematologyVJ
1997VJgfVJgg]Wb 4.5 15

67 oJnovelJvonJWillebrandJdiseaseâ��causingJmutationJRorg]eaαrpSJinJtheJvonJWillebrandJfactorJ
propeptideJthatJresultsJinJdefectiveJmultimerizationJandJsecretionXJBloodVJ2000VJgdVJcdZWcdf 2.2 15

66 onalysisJofJfactorJVwwwJgeneJintronJ[JinversionJinJorgentinianJfamiliesJwithJsevereJhaemophiliaJoJandJ
aJreviewJofJtheJliteratureXJBloodlCoagulationlandlFibrinolysisVJ2004VJ[cVJcdgWce] 1 15

65 riagnosingJvonJWillebrandJdiseasehJgeneticJanalysisXJHematologylAmericanlSocietyloflHematologyl
EducationlProgramVJ2016VJ]Z[dVJdefWdf] 3.1 15

64 cWt‘±JmutationalJanalysisJinJacuteJmyeloidJleukaemiaXJBritishlJournalloflHaematologyVJ2003VJ[]aVJebgWcZ4.5 14

63 ’extJuenerationJ±equencingJinJ’ewbornJ±creeningJinJtheJβnitedJyingdomJ’ationalJvealthJ±erviceXJ
InternationallJournalloflNeonatallScreeningVJ2019VJcVJbZ 2.6 14

62
™olymorphicJvariationJwithinJtheJVWtJgeneJcontributesJtoJtheJfailureJtoJdetectJmutationsJinJ
patientsJhistoricallyJdiagnosedJwithJtypeJ[JvonJWillebrandJdiseaseJfromJtheJ‘q‘r‘W[VWrJcohortXJ
HaematologicaVJ2010VJgcVJ][daWc

6.6 13

61 oJrapidJandJcostJeffectiveJmethodJforJanalysisJofJdinucleotideJrepeatJpolymorphismsJinJtheJfactorJ
VwwwJgeneXJBloodlCoagulationlandlFibrinolysisVJ1996VJeVJde]We 1 13

60
‘utationalJanalysisJofJtheJvonJWillebrandJfactorJgeneJinJtypeJ[JvonJWillebrandJdiseaseJusingJ
conformationJsensitiveJgelJelectrophoresishJaJcomparisonJofJfluorescentJandJmanualJtechniquesXJ
HaematologicaVJ2007VJg]VJccZWa

6.6 13

(2007-2018)
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59
™reciseJcarrierJdiagnosisJinJfamiliesJwithJhaemophiliaJohJuseJofJconformationJsensitiveJgelJ
electrophoresisJforJmutationJscreeningJandJpolymorphismJanalysisXJThrombosislandlHaemostasisVJ
1998VJegVJe]aWd

7 13

58 wdentificationJandJcharacterisationJofJmutationsJassociatedJwithJvonJWillebrandJdiseaseJinJaJαurkishJ
patientJcohortXJThrombosislandlHaemostasisVJ2013VJ[[ZVJ]dbWeb 7 12

57 odvancesJinJcarrierJdetectionJinJhaemophiliaXJHaemophiliaVJ1998VJbVJacfWdb 3.3 12

56 αheJcommonJsingleJnucleotideJvariantsJcX]adcoluJandJcX]afcαlqJmodifyJVWtJbiosynthesisJandJ
clearanceXJBloodlAdvancesVJ2018VJ]VJ[cfcW[cgb 7.8 12

55 riagnosisJandJmanagementJofJvonJWillebrandJdiseaseJinJtheJβnitedJyingdomXJSeminarslinl
ThrombosislandlHemostasisVJ2011VJaeVJbffWgb 5.3 11

54 vaemophiliaJoJandJvonJWillebrandQsJdiseaseXJHaemophiliaVJ2010VJ[dJ±upplJcVJegWfb 3.3 10

53 ®eassortantsJofJinfluenzaJpJvirusesJforJuseJinJvaccineshJanJevaluationXJArchivesloflVirologyVJ1985VJfaVJ[dgWeg2.6 10

52
pleedingJsymptomsJinJpatientsJdiagnosedJasJtypeJaJvonJWillebrandJdiseasehJ®esultsJfromJ
aWw’αs®±Ww™±VJanJinternationalJandJcollaborativeJcrossWsectionalJstudyXJJournalloflThrombosislandl
HaemostasisVJ2020VJ[fVJ][bcW][cb

15.4 9

51 uenomicsJofJbleedingJdisordersXJHaemophiliaVJ2014VJ]ZJ±upplJbVJcZWa 3.3 9

50 ueneticsJofJtypeJ[JvonJWillebrandJdiseaseXJCurrentlOpinionlinlHematologyVJ2007VJ[bVJbbbWg 3.3 9

49 tzαaJinternalJtandemJduplicationJmutationsJareJrareJinJagnogenicJmyeloidJmetaplasiaXJBloodVJ2002VJ
[ZZVJadb 2.2 9

48
oJcomparisonJofJtheJallelicJfrequenciesJofJtenJr’oJpolymorphismsJassociatedJwithJfactorJVwwwJandJ
factorJwXJgenesJinJαhaiJandJWesternJsuropeanJpopulationsXJBloodlCoagulationlandlFibrinolysisVJ1994VJ
cVJ]gWac

1 9

47
®elationshipJbetweenJfactorJVwwwJmutationJtypeJandJinhibitorJdevelopmentJinJaJcohortJofJpreviouslyJ
untreatedJpatientsJtreatedJwithJrecombinantJfactorJVwwwJR®ecombinateSXJ®ecombinateJ™β™J±tudyJ
uroupXJThrombosislandlHaemostasisVJ2000VJfaVJfbbWf

7 9

46 αheJmolecularJbasisJofJvonJWillebrandJdiseasehJtheJunderJinvestigatedVJtheJunexpectedJandJtheJ
overlookedXJHaematologicaVJ2011VJgdVJegfWfZZ 6.6 8

45 αwoJnovelJtypeJ]’JvonJWillebrandJdiseaseWcausingJmutationsJthatJresultJinJdefectiveJfactorJVwwwJ
bindingVJmultimerizationVJandJsecretionJofJvonJWillebrandJfactorXJBloodVJ2000VJgcVJ]ZZZWe 2.2 8

44 tzαaJinternalJtandemJduplicationJmutationsJinJadultJacuteJmyeloidJleukaemiaJdefineJaJhighWriskJ
groupXJBritishlJournalloflHaematologyVJ2000VJ[[[VJ[gZW[gc 4.5 7

43 oJstandardJnomenclatureJforJvonJWillebrandJfactorJgeneJmutationsJandJpolymorphismsXJ–nJbehalfJ
ofJtheJw±αvJ±±qJ±ubcommitteeJonJvonJWillebrandJfactorXJThrombosislandlHaemostasisVJ2001VJfcVJg]gWa[ 7 7

42 αheJβyJ’ationalJsxternalJ ualityJossessmentJ±chemeJforJheritableJbleedingJdisordersXJSeminarslinl
ThrombosislandlHemostasisVJ2014VJbZVJ]d[Wf 5.3 6
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41 wsJroutineJmolecularJscreeningJforJcommonJalphaWthalassaemiaJdeletionsJnecessaryJasJpartJofJanJ
antenatalJscreeningJprogrammemXJJournalloflMedicallScreeningVJ2007VJ[bVJdZW[ 1.4 6

40 ’ullJollelesJoreJnotJaJqommonJqauseJofJαypeJ[JvonJWillebrandJriseaseJinJtheJpritishJ™opulationXJ
ThrombosislandlHaemostasisVJ1999VJf]VJ[aeaW[aec 7 6

39 ueneticsJofJhaemostasisXJHaemophiliaVJ2012VJ[fJ±upplJbVJeaWfZ 3.3 5

38 octivatingJloopJmutationsJinJtheJ™rut®JalphaJandJbetaJgenesJareJrareJinJcoreJbindingJfactorJacuteJ
myeloidJleukaemiaXJBritishlJournalloflHaematologyVJ2004VJ[]eVJ[]aWb 4.5 5

37 oJstandardJnomenclatureJforJvonJWillebrandJfactorJgeneJmutationsJandJpolymorphismsXJBestl
PracticelandlResearchlinlClinicallHaematologyVJ2001VJ[bVJ]acWbZ 4.2 5

36
αheJqompleteJαypeJwJVWrJqohortJ–fJαheJZimmermanJ™rogramJtorJαheJ‘olecularJandJqlinicalJ
piologyJ–fJVWrJWJ™henotypicJossignmentVJ‘utationJtrequencyVJandJpleedingJossessmentXJBloodVJ
2013VJ[]]VJaa]Waa]

2.2 5

35
wdentificationJandJqharacterizationJofJ’ovelJVariationsJinJ™lateletJuW™roteinJqoupledJ®eceptorJ
Ru™q®SJuenesJinJ™atientsJvistoricallyJriagnosedJwithJαypeJ[JvonJWillebrandJriseaseXJPLoSlONEVJ
2015VJ[ZVJeZ[bag[a

3.7 5

34 αheJβyJ’ationalJsxternalJ ualityJossessmentJ±chemeJRβyJ’s o±SJforJmolecularJgeneticJtestingJinJ
haemophiliaXJThrombosislandlHaemostasisVJ2006VJgdVJcgeWdZ[ 7 5

33 pX™]Zda±hJaJneutralJVWtJvariantJmasqueradingJasJaJmutationXJAnnalsloflHematologyVJ2014VJgaVJcZcWd 3 3

32 VWtJsequenceJvariantshJaJdataJgoldmineXJBloodVJ2013VJ[]]VJbe[Wa 2.2 3

31 oJsecondJcaseJofJvbJ®enertJ[beta[aaRv[[SValJWWlJola]XJHemoglobinVJ2001VJ]cVJaaeWbZ 0.6 3

30 qharacterizationJofJlargeJinWframeJvonJWillebrandJfactorJdeletionsJhighlightsJdifferingJpathogenicJ
mechanismsXJBloodlAdvancesVJ2020VJbVJ]gegW]ggZ 7.8 2

29 WhenJ[JplusJ[JequalsJaJinJVWrXJBloodVJ2009VJ[[bVJgaaWb 2.2 2

28
VicenzaJdecipheredhJmodelingJtheJvonJWillebrandJdiseaseJenigmahJcommentaryJonJacceleratedJ
clearanceJaloneJexplainsJultralargeJmultimersJinJVWrJVicenzaXJJournalloflThrombosislandl
HaemostasisVJ2010VJfVJ[]e[W]

15.4 2

27
®eWevaluationJofJthreeJwsraeliJfamiliesJinitiallyJdiagnosedJwithJtypeJ[JvonJWillebrandJdiseaseJinJlightJ
ofJtheJw±αvJupdateJonJvonJWillebrandJfactorJpathophysiologyJandJclassificationXJHaemophiliaVJ2008VJ
[bVJd][Wb

3.3 2

26 ‘olecularJriagnosisJofJvonJWillebrandJriseasehJαheJuenotype[[bW[]d 2

25 oJcommonJspliceJsiteJmutationJisJsharedJbyJtwoJfamiliesJwithJdifferentJtypeJ]’JvonJWillebrandJ
diseaseJmutationsXJThrombosislandlHaemostasisVJ1999VJf]VJ[Zd[Wb 7 2

24 ueneticJanalysisJofJbleedingJdisordersXJHaemophiliaVJ2016VJ]]J±upplJcVJegWfa 3.3 1

(2016-2007)
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23 vonJWillebrandJriseasehJ‘olecularJospectsJ2010VJ]efW]fc 1

22
wntracellularJ®etentionVJsnhancedJqlearanceVJandJrefectiveJtVwwwJpindingJoreJqommonJteaturesJofJ
VonJWillebrandJtactorJrQWraJromainJ‘utationsJinJ™atientsJwithJVonJWillebrandJriseaseJαypeJ[J
tromJtheJsuropeanJ‘cmdmW[VWrJ±tudyXJBloodVJ2012VJ[]ZVJggWgg

2.2 1

21 qharacterisationJofJtypeJ]’JvonJWillebrandJdiseaseJusingJphenotypicJandJmolecularJtechniquesXJ
ThrombosislandlHaemostasisVJ1996VJecVJgcgWdb 7 1

20
outhorsQJresponseJtoJrongWZhiJziQsJletterhJâ��®outineJmolecularJscreeningJforJcommonJ´–WαhalassaemiaJ
deletionsJisJnecessaryJasJpartJofJanJantenatalJscreeningJprogrammeâ��XJJournalloflMedicallScreeningVJ
2008VJ[cVJbeWbe

1.4 0

19 oreJaberrantJpq®â��opzJtranscriptsJmoreJcommonJthanJpreviouslyJthoughtmXJBritishlJournallofl
HaematologyVJ2000VJ[[[VJ[[ZgW[[[[ 4.5 0

18 uenotypesJofJsuropeanJandJwranianJpatientsJwithJtypeJaJvonJWillebrandJdiseaseJenrolledJinJ
aWw’αs®±Ww™±XJBloodlAdvancesVJ2021VJcVJ]gfeWaZZ[ 7.8 0

17 vonJWillebrandJriseasehJ‘olecularJospectsJ2014VJacaWad[

16 onotherJstepJtowardsJunderstandingJhemophiliaJoJmolecularJpathogenesisXJJournalloflThrombosisl
andlHaemostasisVJ2010VJfVJ]dgaWc 15.4

15 snhancedJcarrierJandJprenatalJdiagnosisJinJtheJwtalianJhaemophiliaJpJpopulationXJBloodlTransfusionVJ
2007VJcVJ[[eWg 3.6

14 qomparisonJofJ™henotypicJossessmentJandJ‘utationJretectionJinJtheJriagnosisJofJqarrierJ±tateJinJ
vemophiliahJwdentificationJofJ[ZJ’ovelJ‘utationsXXJBloodVJ2004VJ[ZbVJbZ]ZWbZ]Z 2.2

13 ™romoterJ‘ethylationJofJ®o±±twoVJ±v™[JandJ±–q±[JuenesJinJocuteJ‘yeloidJzeukaemiaJRo‘zSJandJ
‘yelodysplasticJ±yndromesJR‘r±SXXJBloodVJ2004VJ[ZbVJ]gggW]ggg 2.2

12 wnvestigationJofJβnderlyingJ®easonsJofJtactorJVwwwJreficiencyJinJvaemophiliaJoJ™atientsJwithJ
βndetectableJ‘utationsJinJtheJtactorJVwwwJueneXXJBloodVJ2006VJ[ZfVJ[Zb]W[Zb] 2.2

11 ™rofileJofJ‘utationsJwdentifiedJinJtheJaWw’αs®±Ww™±J™rojectJonJsuropeanJPJwranianJ™atientsJwithJ
™reviouslyJriagnosedJαypeJaJVonJWillebrandJriseaseXXJBloodVJ2018VJ[a]VJ[[fbW[[fb 2.2

10
qlusteringJofJpleedingJ±ymptomsJinJ™atientsJ™reviouslyJriagnosedJosJαypeJaJVonJWillebrandJ
riseasehJ®esultsJfromJaJzargeJqohortJofJαypeJaJVonJWillebrandJriseaseJRtheJaWintersWwpsJ™rojectSXJ
BloodVJ2018VJ[a]VJ]bdcW]bdc

2.2

9 vonJWillebrandJtactorYtactorJVwwwJpindingJwsJnotJoffectedJbyJtheJorgfgulnJ™olymorphismJinJvonJ
WillebrandJtactorXJThrombosislandlHaemostasisVJ1996VJedVJf]ZWf][ 7

8 zateJ®elapsingJqhildhoodJzymphoblasticJzeukemiaXJBloodVJ1998VJg]VJ]aabW]aae 2.2

7 qharacterizationJandJsxpressionJofJanJwnWtrameJsxonJaaWabJreletionJqausingJαypeJ[JVWrXJBloodVJ
2014VJ[]bVJ[c]cW[c]c 2.2

6 wdentificationJofJ’ovelJ‘utationsJwithJ‘olecularJ‘odellingJofJ‘issenseJ‘utationsJofJqongenitalJ
ofibrinogenemiaJ™atientsJinJ™akistanXJBloodVJ2015VJ[]dVJbddbWbddb 2.2
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5 wnvestigationJofJtheJ®oleJofJqopyJ’umberJVariationJwnJtheJ™athogenesisJofJαypeJ[JVonJWillebrandJ
riseaseXJBloodVJ2010VJ[[dVJ]][fW]][f 2.2

4 zaboratoryJonalysisJofJVonJWillebrandJriseasehJ‘olecularJonalysis]ZbW][c

3 wnJsilicoJanalysisJhighlightsJtheJcopyJnumberJvariationJmechanismJresponsibleJforJtheJhistoricallyJ
reportedJVWtJexonJb]JdeletionXJHaemophiliaVJ2016VJ]]VJebfbWe 3.3

2 ueneticJandJzaboratoryJriagnosisJ2018VJ[caW[dd

1
™henotypicJandJuenotypicJ±ignaturesJofJVWtJsxonJ[fJinJsasternJ±audiJ™atientsJ™reviouslyJ
riagnosedJwithJαypeJ[JvonJWillebrandJriseaseXJInternationallJournalloflGenerallMedicineVVolumeJ
[cVJcafcWcagb

2.3

List of Publications
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