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m Paper IF Citations

135 wumanHgermlineHmutationHinHtheHfactorHxXHgeneVH2001THbfeTHYUYe 39

134 PostUzygoticHmutationsHandHsomaticHmosaicismHinHandrogenHinsensitivityHsyndromeVH2001THYeTHdZf 1

133 PossibilityHofHsomaticHmosaicismHofHt—pZHmutationHoverlookedHinHanHasymptomaticHfatherH
transmittingHsevereHcongenitalHneutropeniaHtoHtwoHoffspringVH2002THYYfTHgZaiHauthorHreplyHgZaUb 6

132 SomaticHmosaicismHforHaHMtrPZHmutationHassociatedHwithHclassicHRettHsyndromeHinHaHboyVH2002THYXTHeeUfY 81

131 PaternalHmosaicismHprovesHtheHpathogenicHnatureHofHmutationsHinHneutrophilHelastaseHinHsevereH
congenitalHneutropeniaVH2002THYXXTHeXeUg 54

130 YYHwemophiliaHpHPatientsHwithoutHMutationsHinHtheHuactorHVxxxHtncodingHveneVHThrombosislandl
HaemostasisTH2002THffTHaceUadX 7 40

129 wighHthroughputHmutationHscreeningHofHtheHfactorHVxxxHgeneHPufrQHinHhemophiliaHphHaeHnovelH
mutationsHandHgenotypeUphenotypeHcorrelationVH2002THZXTHZdeUeb 33

128 TimeHforHaHredefinitionHofHtypeHZmHvonHwillebrandHdiseaseVH2002THYYfTHgZZUgZZ

127 PolyclonalHhypergammaglobulinaemiaHwithHhyperviscosityHsyndromeVH2002THYYfTHgZZUgZZ

126 PossibilityHofHsomaticHmosaicismHofHt—pZHmutationHoverlookedHinHanHasymptomaticHfatherH
transmittingHsevereHcongenitalHneutropeniaHtoHtwoHoffspringVH2002THYYfTHgZaUgZa 1

125 ReplyHtoHbensonHandHhorwitzVH2002THYYfTHgZaUgZb 6

124 TheHuseHofHvitaminHkHforHreversalHofHoverUwarfarinizationHinHchildrenVH2002THYYfTHgZbUgZc 7

123 ReversalHofHcoumarinUinducedHoverUanticoagulationVH2002THYYfTHgZcUgZd 5

122 ReplyHtoHescobarVH2002THYYfTHgZdUgZd 1

121 RegardingHtheHlossHofHcdZXHafterHrituximabHtherapyVH2002THYYfTHgZeUgZe

120 ronsequencesHatHmrnaHlevelHofHtheHpklrHgeneHsplicingHmutationsHxVSYXPSYQvUmrHandHxVSfPSZQTUmvH
causingHpyruvateHkinaseHdeficiencyVH2002THYYfTHgZeUgZf

119 SomaticHandHgerminalHmosaicismHforHtheHsteroidHsulfataseHgeneHdeletionHinHaHsteroidHsulfataseH
deficiencyHcarrierVH2002THYYgTHgeZUc 10
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118 üriginHofHamnionHandHimplicationsHforHevaluationHofHtheHfetalHgenotypeHinHcasesHofHmosaicismVH2002TH
ZZTHYXedUfc 45

117 MechanismsHandHconsequencesHofHsomaticHmosaicismHinHhumansVH2002THaTHebfUcf 280

116 venotypeHandHphenotypeHofHhaemophiliaHpHinHThaiHpatientsVHHaemophiliaTH2003THgTHYegUfd 3.3 7

115 txclusionHofHmosaicismHinHSpanishHhaemophiliaHpHfamiliesHwithHinversionHofHintronHZZVHHaemophiliaTH
2003THgTHcfbUe 3.3 5

114 ThirtyUfourHnovelHmutationsHdetectedHinHfactorHVxxxHgeneHbyHmultiplexHrSvthHmodelingHofHYaHnovelH
aminoHacidHsubstitutionsVH2003THYTHeeaUfY 37

113 SomaticHmosaicismHandHcancerhHinferenceHbasedHonHaHconditionalH—uriaUselbrˆ…ckHdistributionVH2003TH
ZZaTHbXcUYZ 20

112 SomaticHgeneHmutationHandHhumanHdiseaseHotherHthanHcancerVH2003THcbaTHYZcUad 82

111 veneticHcounselingHofHhemophiliaHcarriersVH2003THZgTHaYUd 12

110 RecurrentHfamilialHhypocalcemiaHdueHtoHgermlineHmosaicismHforHanHactivatingHmutationHofHtheH
calciumUsensingHreceptorHgeneVH2003THffTHadebUfY 39

109 äeutrophilHelastaseHmutationsHinHcongenitalHneutropeniaVH2003THfTHYdcUeY 13

108 ZMHwˆ⁄mophilieUpUPatientenHohneHMutationHimHuVxxxUvenVH2003THZaTHYUc 8

107 RecurrentHthirdUtrimesterHfetalHlossHandHmaternalHmosaicismHforHlongUQTHsyndromeVH2004THYXgTHaXZgUab 73

106 SomaticHmosaicismHisHrareHinHunaffectedHparentsHofHpatientsHwithHsporadicHtuberousHsclerosisVH2004TH
bYTHedg 21

105 MolecularHbasisHofHhaemophiliaHpVHHaemophiliaTH2004THYXHSupplHbTHYaaUg 3.3 80

104 vermlineHmosaicismHcomplicatesHmolecularHdiagnosisHofH—eschUäyhanHsyndromeVH2004THZbTHeaeUbX 5

103 veneticHanalysisHofHhaemophiliaHpHinHqulgariaVH2004THbTHZ 3

102 vermlineHmosaicismHresultingHinHtheHtransmissionHofHsevereHhemophiliaHqHfromHaHgrandfatherHwithHaH
mildHdeficiencyVH2004THYZgpTHYaUc 16

101 putoimmuneHlymphoproliferativeHsyndromeHwithHsomaticHuasHmutationsVH2004THacYTHYbXgUYf 224
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100 TheHmolecularHanalysisHofHhaemophiliaHphHaHguidelineHfromHtheHUzHhaemophiliaHcentreHdoctorsOH
organizationHhaemophiliaHgeneticsHlaboratoryHnetworkVHHaemophiliaTH2005THYYTHafeUge 3.3 51

99 uirstHdescriptionHofHsomaticHmosaicismHinHMYwgHdisordersVH2005THYZfTHadXUc 21

98 SpectrumHofHmolecularHdefectsHandHmutationHdetectionHrateHinHpatientsHwithHsevereHhemophiliaHpVH
2005THZdTHZbgUcb 36

97 TheHfundamentalHtheoremHofHneutralHevolutionhHratesHofHsubstitutionHandHmutationHshouldHfactorHinH
premeioticHclustersVH2005THYZcTHaaaUg 4

96 weterozygousHmutationsHofHüTXZHcauseHsevereHocularHmalformationsVHAmericanlJournalloflHumanl
GeneticsTH2005THedTHYXXfUZZ 11 237

95 TheHoriginHofHtuäqYHmutationsHinHcraniofrontonasalHsyndromehHfrequentHsomaticHmosaicismHandH
explanationHofHtheHpaucityHofHcarrierHmalesVHAmericanlJournalloflHumanlGeneticsTH2006THefTHgggUYXYX 11 82

94 veneticHdiagnosisHofHhaemophiliaHandHotherHinheritedHbleedingHdisordersVHHaemophiliaTH2006THYZH
SupplHaTHfZUg 3.3 102

93 SomaticHpPrHmosaicismhHanHunderestimatedHcauseHofHpolyposisHcoliVH2008THceTHeYUd 111

92 SomaticHpPrHmosaicismhHaHfrequentHcauseHofHfamilialHadenomatousHpolyposisHPupPQVH2007THZfTHgfcUgZ 108

91
RecurrentHinversionHwithHconcomitantHdeletionHandHinsertionHeventsHinHtheHcoagulationHfactorHVxxxH
geneHsuggestsHaHnewHmechanismHforHXUchromosomalHrearrangementsHcausingHhemophiliaHpVH2007TH
ZfTHYXbc

18

90 TheHmolecularHaetiologyHofHhaemophiliaHpHinHaHäewHZealandHpatientHgroupVHHaemophiliaTH2007THYaTHbZXUe 3.3 13

89 äewHefficientHextragenicHmicrosatelliteHmarkersHforHhemophiliaHaHcarrierHstateHdiagnosticsVH2007THbaTHdfgUdgd

88 venetikHundHzlinikHderHwˆ⁄mophilieHpHundHqVH2008THZXTHYgXUYgd

87 SomaticHmosaicismHforHaHPswpYHmutationHinHaHfemaleHwithHpyruvateHdehydrogenaseHdeficiencyVH
2008THYZbTHYfeUga 18

86 uamilialHrwpRvtHsyndromeHandHtheHrwseHgenehHaHrecurrentHmissenseHmutationTHintrafamilialH
recurrenceHandHvariabilityVHAmericanlJournalloflMedicallGenetics,lPartlATH2008THYbdpTHbaUcX 2.5 68

85 weterozygousHlargeHdeletionsHofHuactorHfHgeneHinHfemalesHidentifiedHbyHmultiplexHPrRU—rVH
HaemophiliaTH2008THYbTHcggUdXd 3.3 8

84 xmportanceHofHinvestigatingHsomaticHandHgermlineHmutationsHinHhemophiliaHphHaHpreliminaryHstudyH
fromHpllHxndiaHxnstituteHofHMedicalHSciencesTHxndiaVH2008THafgTHYXaUf 7

83 xdentificationHofHaYHnovelHmutationsHinHtheHufHgeneHinHSpanishHhemophiliaHpHpatientshHstructuralH
analysisHofHZXHmissenseHmutationsHsuggestsHnewHintermolecularHbindingHsitesVH2008THYYYTHabdfUef 13
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82 xäwtRxTtsHq—ttsxävHsxSüRstRSHxäHPRtväpärYVH2009THZXTHZXcUZZe 0

81 setectionHofHmosaicHRqYHmutationsHinHfamiliesHwithHretinoblastomaVH2009THaXTHfbZUcY 122

80 MosaicsHandHhaemophiliaVHHaemophiliaTH2009THYcTHYYfYUd 3.3 25

79 xmprovedHcriterionUreferencedHassessmentHinHindirectHtrackingHofHhaemophiliaHpHusingHaHXVZaH
cMUresolutionHdenseHpolymorphicHmarkerHsetVHHaemophiliaTH2009THYcTHYYacUbZ 3.3 6

78 UnderstandingHwhatHdeterminesHtheHfrequencyHandHpatternHofHhumanHgermlineHmutationsVH2009TH
YXTHbefUff 90

77 RecurrenceHriskHdueHtoHgermHlineHmosaicismhHsuchenneHandHqeckerHmuscularHdystrophyVH2009THecTHbdcUeZ 60

76 MosaicismHinHmenHinHhemophiliahHisHitHexceptionalnHxmpactHonHgeneticHcounsellingVH2009THeTHadeUg 11

75 MolecularHmechanismsHunderlyingHhemophiliaHpHphenotypeHinHsevenHfemalesVH2009THeTHgedUfZ 44

74 MolecularHdiagnosticsHinHhemostaticHdisordersVH2009THZgTHadeUgX 4

73 rarrierHanalysisHforHhemophiliaHphHidealHversusHacceptableVH2009THgTHZXaUe 4

72 UltraHdeepHsequencingHdetectsHaHlowHrateHofHmosaicHmutationsHinHtuberousHsclerosisHcomplexVH2010TH
YZeTHceaUfZ 61

71 SomaticHgeneHmutationHandHhumanHdiseaseHotherHthanHcancerhHanHupdateVH2010THeXcTHgdUYXd 132

70 SomaticHmosaicismHinHMenkesHdiseaseHsuggestsHchoroidHplexusUmediatedHcopperHtransportHtoHtheH
developingHbrainVHAmericanlJournalloflMedicallGenetics,lPartlATH2010THYcZpTHZcZgUab 2.5 33

69 SomaticHmosaicismHinHaHcaseHofHapparentlyHsporadicHrreutzfeldtUyakobHdiseaseHcarryingHaHdeHnovoH
sYefäHmutationHinHtheHPRäPHgeneVH2010THYcaqTHYZfaUgY 27

68 PreimplantationHgeneticHdiagnosisHforHhemophiliaHpHusingHindirectHlinkageHanalysisHandHdirectH
genotypingHapproachesVH2010THfTHefaUg 28

67 RetractionVHMosaicismHandHhaemophiliaVHbyHrVzVHzasperHandHrVwVHquzinVHHaemophiliaTH2010THYdTHgeZ 3.3

66 veneticHcounselingHandHpreUnatalHdiagnosisHinHhemophiliaVHYgbUZXX

65 üccurenceHofHhaemophiliaHpHandHqHinHaHrhineseHfamilyHwithHmosaicismHofHtheHugHgeneHmutationHinH
theHwqHindexOsHmaternalHgrandfatherVHThrombosislandlHaemostasisTH2010THYXaTHYYXdUf 7 11

(2010-2009)
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64 MendelianHxnheritanceVH2010THZZUdc

63 wemophiliaHpHandHqVH2010THdYUeZ

62 venotypingHtheHfactorHVxxxHintronHZZHinversionHlocusHusingHfluorescentHinHsituHhybridizationVH2011THbdTHYcYUf 0

61 XUlinkedHadrenoleukodystrophyhHpqrsYHdeHnovoHmutationsHandHmosaicismVH2011THYXbTHYdXUd 36

60 MaternalHdeHnovoHtripleHmosaicismHforHtwoHsingleHürR—HnucleotideHsubstitutionsHPcVYeadpmTTH
cVYeadpmvQHinHaH—oweHsyndromeHfamilyVH2011THYZgTHcYaUg 17

59 venotypingHofHintronHZZUrelatedHrearrangementsHofHufHbyHinverseUshiftingHPrRHinHtgyptianH
hemophiliaHpHpatientsVH2011THgXTHcegUfb 18

58 ReadyTHSteadyTHvoâ��TheHrurrentHStateHofHrarriershipHStatusHseterminationHandHPrenatalHsiagnosisH
ofHwaemophiliaHaHinHqulgariaVH2011THZcTHZcddUZceY 1

57 RoleHofHmolecularHgeneticsHinHhemophiliahHfromHdiagnosisHtoHtherapyVH2012THafTHdbUef 21

56 ünHaHqreakHwithHtheHXhHTheHRoleHofHRepairHofHsoubleUStrandedHsäpHqreaksHinHXU—inkedHsiseaseVH
2012THZdTHZfZgUZfae

55 xnHsilicoHprofilingHofHdeleteriousHaminoHacidHsubstitutionsHofHpotentialHpathologicalHimportanceHinH
haemophliaHpHandHhaemophliaHqVH2012THYgTHaX 15

54 wemophiliaHpVH2012THYXXcUYXYZ

53 venotypeUPhenotypeHxnteractionHpnalysesHinHwemophiliaVH2012TH 0

52
pHnovelHdeHnovoHmissenseHmutationHinHTPdaHunderlyingHgermlineHmosaicismHinHptrHsyndromehH
implicationsHforHrecurrenceHriskHandHprenatalHdiagnosisVHAmericanlJournalloflMedicallGenetics,lPartlATH
2012THYcfpTHYgceUdY

2.5 15

51 TheHstatusHofHcarrierHandHprenatalHdiagnosisHofHhaemophiliaHinHrhinaVHHaemophiliaTH2012THYfTHZacUbX 3.3 13

50 ufHgeneHdosageHdefectsHinHatypicalHpatientsHwithHsevereHhaemophiliaHpVHHaemophiliaTH2012THYfTHeXfUYa 3.3 2

49 wemophiliasHandHütherHsisordersHofHwemostasisVH2013THYUaa 9

48 XUrhromosomeHxnactivationVH2013THdaUff 1

47 ufHgeneticHanalysisHstrategiesHwhenHstandardHapproachesHfailVH2014THabTHYdeUea 14
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46 wistoricalHreviewHonHgeneticHanalysisHinHhemophiliaHpVH2014THbXTHfgcUgXZ 20

45 uactorHVxxxHtherapyHforHhemophiliaHphHcurrentHandHfutureHissuesVH2014THeTHaeaUfc 24

44 ParentHofHoriginTHmosaicismTHandHrecurrenceHriskhHprobabilisticHmodelingHexplainsHtheHbrokenH
symmetryHofHtransmissionHgeneticsVHAmericanlJournalloflHumanlGeneticsTH2014THgcTHabcUcg 11 76

43 PaternalHSomaticHMosaicismHofHaHäovelHurameshiftHMutationHinHt—pätHrausingHSevereHrongenitalH
äeutropeniaVH2015THdZTHZZZgUaY 7

42 MaternalHlowUlevelHsomaticHmosaicismHofHrysYccTyrHofHugHinHsevereHhemophiliaHqVH2015THZdTHfddUf 7

41 rombinedHcoagulationHfactorHVxxxHandHfactorHxXHdeficiencyHPrsufugQHinHaHpatientHfromH—ithuaniaVH
2016THadTHSZgUSaa 3

40 xdentificationHofHmutationsHinHtheHufHandHugHgeneHinHfamiliesHwithHhaemophiliaHusingHtargetedH
highUthroughputHsequencingVHHaemophiliaTH2016THZZTHebZeUab 3.3 6

39 üriginHofHmutationHinHsporadicHcasesHofHsevereHhaemophiliaHpHinHSwedenVH2016THgXTHdaUf 18

38 wemophiliaHpHandHqVH2016THegUga 1

37 pccuropyHquantificationHcombinedHwithHpreUamplificationHofHlongUdistanceHPrRHforHfastHanalysisHofH
intronHZZHinversionHinHhaemophiliaHpVH2016THbcfTHefUfa 5

36 äovelHcalciumUsensingHreceptorHcytoplasmicHtailHdeletionHmutationHcausingHautosomalHdominantH
hypocalcemiahHmolecularHandHclinicalHstudyVH2016THYebTHzYUzYY 5

35 TheHsecondHTeamHwaemophiliaHtducationHMeetingTHZXYdTHurankfurtTHvermanyVHEuropeanlJournallofl
HaematologyTH2017THgfHSupplHfcTHYUYc 3.8 2

34 SomaticHmosaicismHinHaHsevereHhaemophiliaHqHfamilyHdetectedHbyHalleleHspecificHPrRhHpnHalertHtoHtheH
geneticHdiagnosticHlaboratoriesVHThrombosislResearchTH2017THYcfTHYafUYag 8.2 1

33
PanelUbasedHwholeHexomeHsequencingHidentifiesHnovelHmutationsHinHmicrophthalmiaHandH
anophthalmiaHpatientsHshowingHcomplexHMendelianHinheritanceHpatternsVHMolecularlGeneticslsamp;l
GenomiclMedicineTH2017THcTHeXgUeYg

2.3 21

32 TypeHZHvaucherHdiseaseHinHanHinfantHdespiteHaHnormalHmaternalHglucocerebrosidaseHgeneVHAmericanl
JournalloflMedicallGenetics,lPartlATH2017THYeaTHaZYYUaZYc 2.5 4

31 wemophiliaHpVH2017THYaYgUYaZg

30 romplexHrecombinationHwithHdeletionHinHtheHufHandHduplicationHinHtheHTM—wtHmediatedHbyHintZZhH
copiesHduringHearlyHembryogenesisVHThrombosislandlHaemostasisTH2017THYYeTHYbefUYbfc 7 4

29 MolecularHsiagnosticsHforHroagulopathiesVH2017THZZYUZaa

(2017-2014)
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28 veneticHrounselingHandHPrenatalHsiagnosisHofHrongenitalHqleedingHsisordersVHZccUZdb

27 SomaticWverminalHMosaicismHofHaHufHPromoterHseletionHronfoundsHrlinicalHPredictionsHinHaHuamilyH
withHwaemophiliaHphHzeyHRoleHofHvenotypeHQuantitationVHThrombosislandlHaemostasisTH2018THYYfTHdYeUdZX7 1

26 SpectrumHandHoriginHofHmutationsHinHsporadicHcasesHofHhaemophiliaHpHinHrhinaVHHaemophiliaTH2018TH
ZbTHZgYUZgf 3.3 12

25 RtTHsomaticHmutationsHareHunderrecognizedHinHwirschsprungHdiseaseVHGeneticslinlMedicineTH2018THZXTHeeXUeee8.1 20

24 rarriersHofHwemophiliaHpHandHwemophiliaHqVH2018THdcUfZ

23 TheHmolecularHbasisHofHhemophiliaVH2019THZZYUZab

22 TheHcharacteristicsHandHspectrumHofHugHmutationsHinHrhineseHsporadicHhaemophiliaHqHpedigreesVH
HaemophiliaTH2019THZcTHaYdUaZa 3.3 2

21 venomicHmosaicismhHpHneglectedHfactorHthatHpromotesHvariabilityHinHasthmaHdiagnosisVHMedicall
HypothesesTH2019THYZeTHYYZUYYc 3.8

20 UnexpectedHrelevantHroleHofHgeneHmosaicismHinHpatientsHwithHprimaryHimmunodeficiencyHdiseasesVH
JournalloflAllergylandlClinicallImmunologyTH2019THYbaTHacgUadf 11.5 29

19 veneticHanalysisHforHcarrierHdiagnosisHinHhemophiliaHpHandHqHinHtheHMexicanHpopulationhHZcHyearsHofH
experienceVHAmericanlJournalloflMedicallGenetics,lPartlC:lSeminarslinlMedicallGeneticsTH2020THYfbTHgagUgcb3.1 1

18 setectionHofHmosaicsHinHhemophiliaHpHbyHdeepHxonHTorrentHsequencingHandHdropletHdigitalHPrRVH
ResearchlandlPracticelinlThrombosislandlHaemostasisTH2020THbTHYYZYUYYaX 5.1 0

17 xdentificationHofHtheHxntronHZZHandHxntronHYHxnversionsHofHtheHuactorHVxxxHveneHinHxraqiHzurdishH
PatientsHWithHwemophiliaHpVHClinicallandlAppliedlThrombosis/HemostasisTH2020THZdTHYXedXZgdYgfffZga 3.3 2

16 veneticHmosaicismHinHhaemophiliahHpHpracticalHreviewHtoHhelpHevaluateHtheHriskHofHtransmittingHtheH
diseaseVHHaemophiliaTH2020THZdTHaecUafa 3.3 7

15 WomenHwithHwemophiliahHraseHSeriesHofHReproductiveHrhoicesHandHReviewHofH—iteratureVHTHlOpenTH
2021THcTHeYfaUeYfe 2.7 2

14 waemophiliaVHNaturelReviewslDiseaselPrimersTH2021THeTHbc 51.1 10

13 relatedHrongenitalHStationaryHäightHqlindnessHinHTwoHSiblingsHdueHtoHProbableHMaternalHvermlineH
MosaicismVHOphthalmiclGeneticsTH2021THbZTHcffUcgZ 1.2 0

12 xdentificationHofHufHrearrangementsHinHcarrierHandHnonUcarrierHmothersHofHhaemophiliaHpHpatientsVH
HaemophiliaTH2021THZeTHedcbUedcf 3.3

11 venomicHandHtpigeneticHromplexityHofHtheHuüXuYH—ocusHinHYdqZbVYhHxmplicationsHforHsevelopmentH
andHsiseaseVHCurrentlGenomicsTH2015THYdTHYXeUYd 2.6 41
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10 veneticHxnheritanceVH2004THaYUcd

9 wemophiliaVH

8 MosaicismHandHhaemophiliaVHHaemophiliaTH2009TH 3.3

7 ütherHxssuesHinHwemophiliaHrareVHgeUYXb

6 wemophiliaHpVH2016THYUYY

5 wemophiliaHpVH2006THbedUbfY

4 SpectrumHandHtissueHdistributionHofHRqYHpathogenicHallelesHinHmosaicHretinoblastomaHpatientsVHYUYY

3 sisordersHofHwemostasisHandHThrombosisVH2023THYeaUZYY

2 raseHReporthHäovelHpathogenicHvariantHinHäuxXHinHtwoHsistersHwithHMalanHsyndromeHdueHtoHgermlineH
mosaicismVHYaTH 0

1 xnsightsHintoHtheHMolecularHveneticHofHwemophiliaHpHandHwemophiliaHqhHTheHRelevanceHofHveneticH
TestingHinHRoutineHrlinicalHPracticeVH2022THbZTHagXUagg 0
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