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162 βrenatalGpiagnosisGofGtheGtemoglobinopathiesG2021SGXWWYTXW[]
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βhenotypeTdrivenGvariantGfiltrationGstrategyGinGexomeGsequencingGtowardGaGhighGdiagnosticGyieldG
andGidentificationGofGdaGnovelGvariantsGinG]WWGpatientsGwithGrareGyendelianGdisordersUGAmericang
JournalgofgMedicalgGeneticsugPartgASG2021SGXdaSGYabXTYacX

2.5 1

160 UnravellingGtheGseneticGnasisGofGmoTtTyediatedGmldosteroneGtypersecretionGinGtypertensiveG
βatientsGWithoutGβrimaryGmldosteronismUGJournalgofgthegEndocrinegSocietySG2021SGaSGmc[Tmc] 0.4 78

159 Y[eTkbGyicrodeletionGεpanningGinGaGohildGwithGpevelopmentalGpelayfGrurtherGpelineationGofGtheG
βhenotypeUGMoleculargSyndromologySG2021SGXYSG[YXT[Yb 1.5

158
oaseGδeportfGmGzovelGεynonymousGmδβoXnGseneGyutationGoausesGaGεyndromeGofGoombinedG
ummunodeficiencySGmsthmaSGandGmllergyGWithGεignificantGuntrafamilialGolinicalGteterogeneityUG
FrontiersgingImmunologySG2021SGXYSGb[][X[

8.4 4

157 qvaluationGofGsenotypesGandGqpidemiologyGofGεpinalGyuscularGmtrophyGinGsreecefGmGzationwideG
εtudyGεpanningGY]GYearsUGJournalgofgNeuromusculargDiseasesSG2020SGcSGY]cTYab 5 2

156 mGnewGgeneGassociatedGwithGaG˛†TthalassemiaGphenotypefGtheGobservationGofGvariantsGinGεUβTatUG
BloodSG2020SGX[bSGXcdeTXce[ 2.2 5

155 mnGeconomicGanalysisGofGpreimplantationGgeneticGtestingGforGaneuploidyGbyGpolarGbodyGbiopsyGinG
advancedGmaternalGageUGBJOG:gangInternationalgJournalgofgObstetricsgandgGynaecologySG2020SGXYcSGcXWTcXd3.7 6

154 mTδTXbGsyndromefGmechanismsGlinkingGmonosomyGtoGphenotypeUGJournalgofgMedicalgGeneticsSG2020SG
acSG]X]T]YX 5.8 3

153 βroliferativeGandGchondrogenicGpotentialGofGmesenchymalGstromalGcellsGfromGpluripotentGandGboneG
marrowGcellsUGHistologygandgHistopathologySG2020SG[aSGX]XaTX]Yb 1.4 2

152
δeprogrammingGofGboneGmarrowGderivedGmesenchymalGstromalGcellsGtoGhumanGinducedGpluripotentG
stemGcellsGfromGpediatricGpatientsGwithGhematologicalGdiseasesGusingGaGcommercialGmδzmGkitUGBloodg
CellsugMoleculesugandgDiseasesSG2019SGcbSG[YT[e

2.1 3

151 TwoGnovelGvariantsGinGtheGgeneGidentifiedGinGcasesGwithGcraniosynostosisUGThegApplicationgofgClinicalg
GeneticsSG2019SGXYSGXeTYa 3.1 2

150 mdultTonsetGbetaTthalassaemiaGintermediaGcausedGbyGaGaTybGsomaticGclonalGsegmentalGdeletionGinG
haemopoieticGstemGcellsGinvolvingGtheG˛†TglobinGlocusUGBritishgJournalgofgHaematologySG2019SGXdbSGeXbaTeXcW4.5 3

149 mGzovelG˛µ˛‡˛· ˛†TThalassemiaGpeletionGmssociatedGwithGεevereGmnemiaGatGnirthGandGaG˛†TThalassemiaG
untermediaGβhenotypeGxaterGinGxifeGinGThreeGsenerationsGofGaGsreekGramilyUGHemoglobinSG2019SGXT] 0.6 2

148 δapidGpetectionGofGretalGyendelianGpisordersfGThalassemiaGandGεickleGoellGεyndromesUGMethodsging
MoleculargBiologySG2019SGXddaSGYWcTYXe 1.4

147 TheGclinicalGutilityGofGβspGwithGtxmGmatchingfGaGcollaborativeGmultiTcentreGqεtδqGstudyUGHumang
ReproductionSG2018SG[[SGaYWTa[W 5.7 15

146 βrenatalGandGpreimplantationGdiagnosisGofGhemoglobinopathiesUGInternationalgJournalgofgLaboratoryg
HematologySG2018SG]WGεupplGXSGc]TdY 2.5 17
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145 βreconceptionGcarrierGscreeningGandGprenatalGdiagnosisGinGthalassemiaGandGhemoglobinopathiesfG
challengesGandGfutureGperspectivesUGExpertgReviewgofgMoleculargDiagnosticsSG2017SGXcSGYdXTYeX 3.8 18

144 oriticalGpointsGforGanGaccurateGhumanGgenomeGanalysisUGHumangMutationSG2017SG[dSGeXYTeYX 4.7 5

143 βreTimplantationGtxmGmatchingfGTheGproductionGofGaGεaviourGohildUGBestgPracticegandgResearchging
ClinicalgObstetricsgandgGynaecologySG2017SG]]SGcbTde 4.6 14

142 εensitiveGyonogenicGzoninvasiveGβrenatalGpiagnosisGbyGTargetedGtaplotypingUGAmericangJournalgofg
HumangGeneticsSG2017SGXWXSG[YbT[[e 11 50

141
piagnosisGandGmolecularGcharacterizationGofGaGnovelG˛–GTthalassemiaGdeletionGOTwozaniPGfoundGinGaG
sreekGchildGwithGunexplainedGmicrocyticGhypochromicGanemiaUGInternationalgJournalgofgLaboratoryg
HematologySG2017SG[eSGeXY]TeXYb

2.5

140 βreTimplantationGgeneticGdiagnosisUGBestgPracticegandgResearchgingClinicalgObstetricsgandgGynaecology
SG2017SG[eSGc]Tdd 4.6 34

139 oomplexGpreimplantationGgeneticGdiagnosisGforGbetaTthalassaemiaSGsideroblasticGanaemiaSGandG
humanGleukocyteGantigenGOtxmPTtypingUGSystemsgBiologygingReproductivegMedicineSG2016SGbYSGbeTcb 2.9 9

138 εingleTcellGhighGresolutionGmeltingGanalysisfGmGnovelSGgenericSGpreTimplantationGgeneticGdiagnosisG
OβspPGmethodGappliedGtoGcysticGfibrosisGOtδymGorTβspPUGJournalgofgCysticgFibrosisSG2016SGXaSGXb[TcW 4.1 1

137 tbGεouliSGaGbGbpGinTframeGdeletionGonGtheGtnmYGgeneGOtnmYfGcU[]XT]bdelooTsss]PGleadsGtoG
˛–TthalassemiaGintermediaSGwhenGinGtransGtoGaGsingleG˛–TglobinGgeneGdeletionUGHemoglobinSG2015SG[eSGaaTc 0.6 2

136 qεtδqGβspGoonsortiumGdataGcollectionGXuuufGcyclesGfromGvanuaryGtoGpecemberGYWXWGwithGpregnancyG
followTupGtoGαctoberGYWXXUGHumangReproductionSG2015SG[WSGXcb[Tde 5.7 107

135
yultiTalleleGpzmGbiosensorGforGtheGrapidGgenotypingGofGNnondeletionNGalphaGthalassaemiaGmutationsG
inGtnmXGandGtnmYGgenesGbyGmeansGofGmultiplexGprimerGextensionGreactionUGClinicagChimicagActaSG
2015SG]]bSGY]XTc

6.2 2

134 qyγzGnestGβracticeGsuidelinesGforGmolecularGandGhaematologyGmethodsGforGcarrierGidentificationG
andGprenatalGdiagnosisGofGtheGhaemoglobinopathiesUGEuropeangJournalgofgHumangGeneticsSG2015SGY[SG]YbT[c5.3 50

133 εcreeningGnonTdeletionG˛–TthalassaemiaGmutationsGinGtheGtnmXGandGtnmYGgenesGbyGhighTresolutionG
meltingGanalysisUGClinicalgChemistrygandgLaboratorygMedicineSG2015SGa[SGXeaXTe 5.9 2

132 qεtδqGβspGoonsortiumGdataGcollectionGXuufGcyclesGfromGvanuaryGtoGpecemberGYWWeGwithGpregnancyG
followTupGtoGαctoberGYWXWUGHumangReproductionSG2014SGYeSGddWTeW[ 5.7 74

131 mdvancesGinGtechnologiesGforGscreeningGandGdiagnosisGofGhemoglobinopathiesUGBiomarkersging
MedicineSG2014SGdSGXXeT[X 2.3 35

130 mGsimplifiedGapproachGforGrεtpGmolecularGtestingUGClinicagChimicagActaSG2014SG]YeSGebTXW[ 6.2 1

129
mGgenericSGflexibleGprotocolGforGpreimplantationGhumanGleukocyteGantigenGtypingGaloneGorGinG
combinationGwithGaGmonogenicGdiseaseSGforGrapidGcaseGworkTupGandGapplicationUGHemoglobinSG2014SG
[dSG]eTaa

0.6 6

128 qvaluationGofGβoδTbasedGpreimplantationGgeneticGdiagnosisGappliedGtoGmonogenicGdiseasesfGaG
collaborativeGqεtδqGβspGconsortiumGstudyUGEuropeangJournalgofgHumangGeneticsSG2014SGYYSGXWXYTd 5.3 51
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127 mGminimalGsetGofGεzβsGforGtheGnoninvasiveGprenatalGdiagnosisGofG˛†TthalassaemiaUGAnnalsgofgHumang
GeneticsSG2013SGccSGXXaTY] 2.2 13

126 βreimplantationGgeneticGdiagnosisSGanGalternativeGtoGconventionalGprenatalGdiagnosisGofGtheG
hemoglobinopathiesUGInternationalgJournalgofgLaboratorygHematologySG2013SG[aSGacXTe 2.5 7

125 zovelGandGknownGnephrinGgeneGOzβtεXPGmutationsGinGtwoGsreekGcasesGwithGcongenitalGnephroticG
syndromeGincludingGaGcomplexGgenotypeUGJournalgofgGeneticsSG2013SGeYSGaccTdX 1.2 1

124 petectionGofGacquiredGhemoglobinopathyGinGchildrenGwithGhematologicalGmalignanciesGatGdiseaseG
onsetfGresultsGformGaGnationalGreferralGcentreUGInternationalgJournalgofgHematologySG2013SGedSGab[Td 2.3

123 mbnormalGpxwXVyqs[GimprintingGcorrelatesGwithGdecreasedGtqδVTwGmethylationGafterGassistedG
reproductionGandGpreimplantationGgeneticGdiagnosisUGStressSG2013SGXbSGbdeTec 3 11

122 TheGexperienceGofG[GyearsGofGexternalGqualityGassessmentGofGpreimplantationGgeneticGdiagnosisGforG
cysticGfibrosisUGEuropeangJournalgofgHumangGeneticsSG2013SGYXSGdWWTb 5.3 10

121 yqoβYGmutationsGandGclinicalGcorrelationsGinGsreekGchildrenGwithGδettGsyndromeGandGassociatedG
neurodevelopmentalGdisordersUGBraingandgDevelopmentSG2012SG[]SG]dcTea 2.2 15

120 mGnovelG˛–OWPGTthalassemiaGdeletionGinGaGsreekGpatientGwithGtbtGdiseaseGandG˛†TthalassemiaGtraitUG
EuropeangJournalgofgHaematologySG2012SGddSG[abTbY 3.8 5

119 yicrosatelliteGmarkersGwithinGtheG˛–TglobinGgeneGclusterGforGrobustGpreimplantationGgeneticG
diagnosisGofGsevereG˛–TthalassemiaGsyndromesGinGyediterraneanGpopulationsUGHemoglobinSG2012SG[bSGYa[Tb]0.6 6

118 xateralGflowGdipstickGtestGforGgenotypingGofGXaGbetaTglobinGgeneGOtnnPGmutationsGwithGnakedTeyeG
detectionUGAnalyticagChimicagActaSG2012SGcYcSGbXTb 6.6 6

117 senotypingGofG˛†TglobinGgeneGmutationsGinGsingleGlymphocytesfGaGpreliminaryGstudyGforG
preimplantationGgeneticGdiagnosisGofGmonogenicGdisordersUGHemoglobinSG2012SG[bSGY[WT][ 0.6 3

116 βsychomotorGdevelopmentGofGchildrenGbornGafterGpreimplantationGgeneticGdiagnosisGandGparentalG
stressGevaluationUGWorldgJournalgofgPediatricsSG2012SGdSG[WeTXb 4.6 12

115 εertoliGcellGtumorGandGgonadoblastomaGinGanGuntreatedGYeTyearToldG]bSXYGphenotypicGmaleGwithG
rrasierGsyndromeGcarryingGaGWTXGuVεeR]ojTGmutationUGHormonesSG2012SGXXSG[bXTc 3.1 7

114 yolecularGbasisGofGaTthalassaemiaUGThalassemiagReportsSG2012SGXSG 2 1

113 TheGqεtδqGβspGoonsortiumfGXWGyearsGofGdataGcollectionUGHumangReproductiongUpdateSG2012SGXdSGY[]T]c 15.8 223

112 qεtδqGβspGoonsortiumGdataGcollectionGXufGcyclesGfromGvanuaryGtoGpecemberGYWWdGwithGpregnancyG
followTupGtoGαctoberGYWWeUGHumangReproductionSG2012SGYcSGXddcTeXX 5.7 66

111
mbsoluteGquantificationGofGtheGallelesGinGsomaticGpointGmutationsGbyGbioluminometricGmethodsG
basedGonGcompetitiveGpolymeraseGchainGreactionGinGtheGpresenceGofGaGlockedGnucleicGacidGblockerGorG
anGalleleTspecificGprimerUGAnalyticalgChemistrySG2011SGd[SGba]aTaX

7.8 5

110 γuadrupleTalleleGdipstickGtestGforGsimultaneousGvisualGgenotypingGofGmdebsGOmspYeeslyPGandG
oXXebTGOThr[eeulePGpolymorphismsGinGtheGtollTlikeGreceptorT]GgeneUGClinicagChimicagActaSG2011SG]XYSGXebdTcY6.2 7
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109 εystematicGdocumentationGandGanalysisGofGhumanGgeneticGvariationGinGhemoglobinopathiesGusingG
theGmicroattributionGapproachUGNaturegGeneticsSG2011SG][SGYeaT[WX 36.3 125

108 qεtδqGβspGconsortiumGbestGpracticeGguidelinesGforGamplificationTbasedGβspUGHumangReproductionSG
2011SGYbSG[[T]W 5.7 174

107
nroadGandGunexpectedGphenotypicGexpressionGinGsreekGchildrenGwithGsteroidTresistantGnephroticG
syndromeGdueGtoGmutationsGinGtheGWilmsNGtumorGXGOWTXPGgeneUGEuropeangJournalgofgPediatricsSG2011SG
XcWSGXaYeT[]

4.1 11

106 pzmGamplificationGtechniquesGinGpharmacogenomicsUGPharmacogenomicsSG2011SGXYSGd]aTbW 2.6 4

105
zovelGandGknownGmicrosatelliteGmarkersGwithinGtheG˛†TglobinGclusterGtoGsupportGrobustG
preimplantationGgeneticGdiagnosisGofG˛†TthalassemiaGandGsickleGcellGsyndromesUGHemoglobinSG2011SG
[aSGabTbb

0.6 15

104 qεtδqGβspGconsortiumGbestGpracticeGguidelinesGforGorganizationGofGaGβspGcentreGforG
βspVpreimplantationGgeneticGscreeningUGHumangReproductionSG2011SGYbSGX]TY] 5.7 117

103 ˛†RTThalassemiaGtraitGdueGtoGaGnovelGmutationGinGtheG˛†TglobinGgeneGpromoterfGTYbGOmjoPG[tnnG
cUTcbmjo]UGHemoglobinSG2011SG[aSGd]Tb 0.6 3

102 βrenatalSGnoninvasiveGandGpreimplantationGgeneticGdiagnosisGofGinheritedGdisordersfG
hemoglobinopathiesUGExpertgReviewgofgMoleculargDiagnosticsSG2011SGXXSGYeeT[XY 3.8 15

101 TheGcUaW]TjoGOpUmsnXbdmsnPGpolymorphismGinGtheGmnon]GgeneGasGaGpredisposingGfactorGforG
intrahepaticGcholestasisGofGpregnancyGinGsreeceUGLivergInternationalSG2010SG[WSG]deTeX 7.9 7

100 βhenotypicGandGgenotypicGvariabilityGinGfourGmalesGwithGyqoβYGgeneGsequenceGaberrationsG
includingGaGnovelGdeletionUGPediatricgResearchSG2010SGbcSGaaXTb 3.2 21

99 WhatGnextGforGpreimplantationGgeneticGscreeningGOβsεPkGmGpositionGstatementGfromGtheGqεtδqGβspG
oonsortiumGεteeringGoommitteeUGHumangReproductionSG2010SGYaSGdYXT[ 5.7 140

98
εuccessfulGlongTtermGimmunologicGreconstitutionGbyGallogeneicGhematopoieticGstemGcellG
transplantationGcuresGpatientsGwithGautosomalGdominantGhyperTugqGsyndromeUGJournalgofgAllergygandg
ClinicalgImmunologySG2010SGXYbSG[eYT]

11.5 54

97 VariableGandGoftenGsevereGphenotypicGexpressionGinGpatientsGwithGtheG˛–TthalassemicGvariantGtbG
mgrinioG[˛–YeOnXWPxeuTjβroGO˛–YP]UGHemoglobinSG2010SG[]SG][WTd 0.6 6

96 qεtδqGβspGoonsortiumGdataGcollectionGXfGcyclesGfromGvanuaryGtoGpecemberGYWWcGwithGpregnancyG
followTupGtoGαctoberGYWWdUGHumangReproductionSG2010SGYaSGYbdaTcWc 5.7 113

95 VisualGscreeningGforGvmwYVbXcrGmutationGbyGaGdisposableGdipstickUGAnalyticalgandgBioanalyticalg
ChemistrySG2010SG[ecSGXeXXTb 4.4 9

94 mGnovelGpUmrgecWXGmutationGinGtheGlastGexonGofGtheGopwxaGgeneGresultingGinGlateTonsetGseizureG
disorderUGEuropeangJournalgofgPaediatricgNeurologySG2010SGX]SGXddTeX 3.8 20

93 βspGforGglycogenGstorageGdiseaseGtypeGuVfGbirthGofGhealthyGtwinsGfollowingGsuccessfulGclinicalG
applicationGofGaGmutationTspecificGprotocolUGPrenatalgDiagnosisSG2010SG[WSGXdWTY 3.2

92 TheGcausesGofGmisdiagnosisGandGadverseGoutcomesGinGβspUGHumangReproductionSG2009SGY]SGXYYXTd 5.7 175
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91 zucleotideGvariationsGinGtheGzβtεYGgeneGinGsreekGchildrenGwithGsteroidTresistantGnephroticG
syndromeUGGeneticgTestinggandgMoleculargBiomarkersSG2009SGX[SGY]eTab 1.6 13

90 yultianalyteSGdipstickTtypeSGnanoparticleTbasedGpzmGbiosensorGforGvisualGgenotypingGofG
singleTnucleotideGpolymorphismsUGBiosensorsgandgBioelectronicsSG2009SGY]SG[X[aTe 11.8 45

89 βrenatalGdiagnosisGofGhemoglobinGdisordersfGpresentGandGfutureGstrategiesUGClinicalgBiochemistrySG
2009SG]YSGXcbcTce 3.5 18

88 qεtδqGβspGoonsortiumGdataGcollectionGuXfGcyclesGfromGvanuaryGtoGpecemberGYWWbGwithGpregnancyG
followTupGtoGαctoberGYWWcUGHumangReproductionSG2009SGY]SGXcdbTdXW 5.7 103

87 nioluminometricGassayGforGrelativeGquantificationGofGmutantGalleleGburdenfGapplicationGtoGtheG
oncogenicGsomaticGpointGmutationGvmwYGVbXcrUGAnalyticalgChemistrySG2009SGdXSGdaebTbWY 7.8 7

86 βspGforGXTlinkedGandGgenderTdependentGdisordersGusingGaGrobustSGflexibleGsingleTtubeGβoδGprotocolUG
ReproductivegBioMedicinegOnlineSG2009SGXeSG]XdTYa 4 4

85 mnGelectronicGinfrastructureGforGresearchGandGtreatmentGofGtheGthalassemiasGandGotherG
hemoglobinopathiesfGtheGquroTmediterraneanGuTtmzqTGprojectUGHemoglobinSG2009SG[[SGXb[Tcb 0.6 19

84 mssociationGofGTxδ]GsingleTnucleotideGpolymorphismsGandGsarcoidosisGinGsreekGpatientsUGGeneticg
TestinggandgMoleculargBiomarkersSG2009SGX[SGd]eTa[ 1.6 6

83 oellTfreeGpzmGlevelsGinGacuteGmyocardialGinfarctionGpatientsGduringGhospitalizationUGActag
CardiologicaSG2009SGb]SGaXTc 0.9 31

82 TwoGnewGbetaTthalassemiaGdeletionsGcompromisingGprenatalGdiagnosisGinGanGutalianGandGaGTurkishG
coupleGseekingGpreventionUGHaematologicaSG2009SGe]SGXYdeTeY 6.6 10

81
rurtherGidentificationGofGtheGhyperunstableGalphaTglobinGchainGvariantGtbGteraklionG[codonsG[bV[cG
OToooPgGβroTTjWGOalphaXP]GinGsreekGcasesGwithGcoTinheritedGalphaRTthalassemiaGmutationsUG
HemoglobinSG2008SG[YSG[ceTda

0.6 4

80
rirstGobservationGofGtbGTaybeG[oodonsG[dV[eGOTmccPGThrTTjWGOalphaXP]GinGsreecefGclinicalGandG
hematologicalGfindingsGinGpatientsGwithGcoTinheritedGalphaRTthalassemiaGmutationsUGHemoglobinSG
2008SG[YSG[cXTd

0.6 9

79 mGrareGthalassemicGsyndromeGcausedGbyGinteractionGofGtbGmdanaG[alphaaeOqdPslyTTjmsp]GwithGanG
alphaRTthalassemiaGdeletionfGclinicalGaspectsGinGtwoGcasesUGHemoglobinSG2008SG[YSG[bXTe 0.6 18

78 UnstableGandGthalassemicGalphaGchainGhemoglobinGvariantsfGaGcauseGofGtbGtGdiseaseGandGthalassemiaG
intermediaUGHemoglobinSG2008SG[YSG[YcT]e 0.6 101

77 oxuzuomxGεTUpuqεGmzpGmzmxYεuεGαrGTtqGδqTTGεYzpδαyqGsqzqGOGyqoβYGPGuzGotuxpδqzGWuTtG
yqzTmxGδqTmδpmTuαzGuzGTtqGsδqqwGβαβUxmTuαzUGPediatricsSG2008SGXYXSGεXXcUYTεXXd 7.4

76
mssociationGofGmildGandGseverelyGunstableGalphaGchainGvariantsfGtheGfirstGobservationGofGaGcompoundG
heterozygoteGwithGtbGεetifG[alphae]OsXPmspTTjTyrGOalphaYP]GandGtbGmgrinioG[alphaYeOnXWPxeuTTjβroG
OalphaYP]GinGaGsreekGfamilyUGHemoglobinSG2008SG[YSGaeYTa

0.6 3

75 qεtδqGβspGconsortiumGdataGcollectionGVuufGcyclesGfromGvanuaryGtoGpecemberGYWW]GwithGpregnancyG
followTupGtoGαctoberGYWWaUGHumangReproductionSG2008SGY[SGc]XTaa 5.7 79

74 qεtδqGβspGoonsortiumGdataGcollectionGVuuufGcyclesGfromGvanuaryGtoGpecemberGYWWaGwithGpregnancyG
followTupGtoGαctoberGYWWbUGHumangReproductionSG2008SGY[SGYbYeT]a 5.7 72

JanyTraeger-Synodinos

6



73 yutationsGinGtheGchromatinTassociatedGproteinGmTδXUGHumangMutationSG2008SGYeSGcebTdWY 4.7 127

72 tighTthroughputGmicrotiterGwellTbasedGbioluminometricGgenotypingGofGtwoGsingleTnucleotideG
polymorphismsGinGtheGtollTlikeGreceptorT]GgeneUGAnalyticalgBiochemistrySG2008SG[cbSGY[aT]X 3.1 10

71 δapidGdetectionGofGfetalGyendelianGdisordersfGthalassemiaGandGsickleGcellGsyndromesUGMethodsging
MoleculargBiologySG2008SG]]]SGX[[T]a 1.4 3

70 senotypingGofGsingleTnucleotideGpolymorphismsGbyGprimerGextensionGreactionGinGaGdryTreagentG
dipstickGformatUGAnalyticalgChemistrySG2007SGceSG[eaT]WY 7.8 55

69 nlastocystGbiopsyGversusGcleavageGstageGbiopsyGandGblastocystGtransferGforGpreimplantationGgeneticG
diagnosisGofGbetaTthalassaemiafGaGpilotGstudyUGHumangReproductionSG2007SGYYSGX]][Te 5.7 127

68 zoninvasiveGprenatalGdiagnosisGofGbetaTthalassaemiaGusingGindividualGfetalGerythroblastsGisolatedG
fromGmaternalGbloodGafterGenrichmentUGPrenatalgDiagnosisSG2007SGYcSGXYYdT[Y 3.2 23

67
ooinheritanceGofGmutatedGεyzXGandGyqoβYGgenesGinGaGchildGwithGphenotypicGfeaturesGofGspinalG
muscularGatrophyGOεymPGtypeGuuGandGδettGsyndromeUGEuropeangJournalgofgPaediatricgNeurologySG2007SG
XXSGY[aTe

3.8 5

66 qεtδqGβspGoonsortiumGdataGcollectionGVufGcyclesGfromGvanuaryGtoGpecemberGYWW[GwithGpregnancyG
followTupGtoGαctoberGYWW]UGHumangReproductionSG2007SGYYSG[Y[T[b 5.7 98

65 mnGoverviewGofGcurrentGmicroarrayTbasedGhumanGglobinGgeneGmutationGdetectionGmethodsUG
HemoglobinSG2007SG[XSGYdeT[XX 0.6 31

64 tighTthroughputGmicrotiterGwellTbasedGchemiluminometricGgenotypingGofGXaGtnnGgeneGmutationsG
inGaGdryTreagentGformatUGClinicalgChemistrySG2007SGa[SG[d]TeX 5.5 19

63 βhotoproteinGaequorinGasGaGnovelGreporterGforGεzβGgenotypingGbyGprimerGextensionTapplicationGtoG
theGvariantsGofGmannoseTbindingGlectinGgeneUGHumangMutationSG2006SGYcSGYceTda 4.7 22

62 qεtδqGβspGoonsortiumGdataGcollectionGVfGcyclesGfromGvanuaryGtoGpecemberGYWWYGwithGpregnancyG
followTupGtoGαctoberGYWW[UGHumangReproductionSG2006SGYXSG[TYX 5.7 94

61
αbservationGofGaGrareGhemoglobinGvariantG[tbGxuluGislandSGbetaXWcOsePslyTTjmspSGssoTTjsmo]G
coTinheritedGwithGaGbetaRTthalassemiaGmutationG[uVεTuTXXWGOsTTjmP]GorGinGtheGheterozygousGstateGinGaG
sreekTmlbanianGfamilyUGHemoglobinSG2006SG[WSG]WeTXd

0.6

60 δealTtimeGβoδGforGprenatalGandGpreimplantationGgeneticGdiagnosisGofGmonogenicGdiseasesUG
MoleculargAspectsgofgMedicineSG2006SGYcSGXcbTeX 16.7 22

59
TheGhomozygousGstateGforGtbGoreteG[betaXYeGOtcPGmlaTTjβro]GisGassociatedGwithGaGcomplexG
phenotypeGincludingGerythrocytosisGandGfunctionalGanemiaUGBloodgCellsugMoleculesugandgDiseasesSG
2005SG[]SGYYeT[]

2.1 6

58 xowGtotalGantioxidantGstatusGisGimplicatedGwithGhighGdThydroxyTYTdeoxyguanosineGserumG
concentrationsGinGphenylketonuriaUGClinicalgBiochemistrySG2005SG[dSGY[eT]Y 3.5 35

57 nirthGofGaGhealthyGinfantGfollowingGtrophectodermGbiopsyGfromGblastocystsGforGβspGofG
betaTthalassaemiaGmajorUGHumangReproductionSG2005SGYWSGXdaaTe 5.7 66

56 mGrareG[[GbpGinTframeGdeletionGOalphab[Tc]GorGalphab]Tc]GorGalphabaTcaPGinGtheGalphaXTglobinGgeneG
causingGalphaORPTthalassemiafGaGsecondGobservationUGHemoglobinSG2004SGYdSGX[cT][ 0.6 7

(2004-2008)
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55 εevereGhypertriglyceridaemiaGinGdiabeticGketoacidosisfGclinicalGandGgeneticGstudyUGDiabeticgMedicineSG
2004SGYXSG[dWTY 3.5 13

54 εcanningGofGbetaTglobinGgeneGforGidentificationGofGbetaTthalassemiaGmutationGinGδomanianG
populationUGJournalgofgCellulargandgMoleculargMedicineSG2004SGdSGY[YT]W 5.6 15

53 εevereGhypertriglyceridaemiaGinGaGsreekGinfantfGaGclinicalSGbiochemicalGandGgeneticGstudyUGEuropeang
JournalgofgPediatricsSG2004SGXb[SG]bYTb 4.1 7

52
δealTtimeGβoδGforGsingleTcellGgenotypingGinGsickleGcellGandGthalassemiaGsyndromesGasGaGrapidSG
accurateSGreliableSGandGwidelyGapplicableGprotocolGforGpreimplantationGgeneticGdiagnosisUGHumang
MutationSG2004SGY[SGaX[TYX

4.7 57

51
δareGthalassemicGsyndromeGcausedGbyGinteractionGofGtbGγuestembertGOalphaXGcodonGX[XSGToTjooTSG
εerjβroPGwithGanGalphaTthalassemiaTYGdeletionfGimplicationsGforGdiagnosisGandGmanagementUGBloodg
CellsugMoleculesugandgDiseasesSG2004SG[YSGXXdTY[

2.1 5

50
mGrareGexampleGthatGcoinheritanceGofGaGsevereGformGofGbetaTthalassemiaGandGalphaTthalassemiaG
interactGinGaGIsynergisticIGmannerGtoGbalanceGtheGphenotypeGofGclassicGthalassemicGsyndromesUGBloodg
CellsugMoleculesugandgDiseasesSG2004SG[YSG[XeTY]

2.1 26

49 oysticGfibrosisGinGsreecefGmolecularGdiagnosisSGhaplotypesSGprenatalGdiagnosisGandGcarrierG
identificationGamongstGhighTriskGindividualsUGClinicalgGeneticsSG2003SGb[SG]WWTe 4 38

48
δapidGscreeningGofGmultipleGbetaTglobinGgeneGmutationsGbyGrealTtimeGβoδGonGtheGxightoyclerfG
applicationGtoGcarrierGscreeningGandGprenatalGdiagnosisGofGthalassemiaGsyndromesUGClinicalgChemistry
SG2003SG]eSGcbeTcb

5.5 67

47 mnGevaluationGofGβspGinGclinicalGgeneticGservicesGthroughG[GyearsGapplicationGforGpreventionGofG
betaTthalassaemiaGmajorGandGsickleGcellGthalassaemiaUGMoleculargHumangReproductionSG2003SGeSG[WXTc 4.4 19

46
qrythroidGboneGmarrowGactivityGandGredGcellGhemoglobinizationGinGironGsufficientGbetaTthalassemiaG
heterozygotesGasGreflectedGbyGsolubleGtransferrinGreceptorGandGreticulocyteGhemoglobinGinGcontentUG
oorrelationGwithGgenotypesGandGtbGmOYPGlevelsUGHaematologicaSG2003SGddSGb[XTb

6.6 30

45
UnusualGphenotypicGobservationsGassociatedGwithGaGrareGtbtGdiseaseGgenotypeGOTG
TyedValphaTεaudialphaPfGimplicationsGforGclinicalGmanagementUGBritishgJournalgofgHaematologySG
2002SGXXeSGYbaTc

4.5 9

44 βregnanciesGfollowingGblastocystGstageGtransferGinGβspGcyclesGatGriskGforGbetaTthalassaemicG
haemoglobinopathiesUGHumangReproductionSG2002SGXcSGYaT[X 5.7 18

43 βreimplantationGgeneticGdiagnosisGinGclinicalGpracticeUGJournalgofgMedicalgGeneticsSG2002SG[eSGbTXX 5.8 30

42
yultiplexGsequenceGvariationGdetectionGthroughoutGtheGorTδGgeneGappropriateGforGpreimplantationG
geneticGdiagnosisGinGpopulationsGwithGheterogeneityGofGcysticGfibrosisGmutationsUGMoleculargHumang
ReproductionSG2002SGdSGddWTb

4.4 10

41 βreimplantationGgeneticGdiagnosisGOβspPSGaGcollaborativeGactivityGofGclinicalGgeneticGdepartmentsG
andGuVrGcentresUGPrenatalgDiagnosisSG2001SGYXSGXWdbTeY 3.2 25

40 tbGyontGεaintGmignanG[betaXYdOtbPmlaTTjβro]fGaGnewGunstableGvariantGleadingGtoGchronicGmicrocyticG
anemiaUGHemoglobinSG2001SGYaSGacTba 0.6 9

39 tbGεitiaG[betaXYdOtbPmlaTTjVal]fGanGunstableGvariantGwithGaGsubstitutionGinGtheGalphaXbetaXG
interfaceUGHemoglobinSG2001SGYaSG]aTab 0.6 4

38 qrythroidGmarrowGactivityGandGfunctionalGanemiaGinGpatientsGwithGtheGrareGinteractionGofGaGsingleG
functionalGaTglobinGandGbetaTglobinGgeneUGHaematologicaSG2001SGdbSG[b[Tc 6.6 13
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37 βhenotypicGandGmolecularGdiversityGofGhaemoglobinGtGdiseasefGaGsreekGexperienceUGBritishgJournalg
ofgHaematologySG2000SGXXXSGeXaTeY[ 4.5 2

36 yolecularGstudiesGofGbetaTthalassemiaGheterozygotesGwithGraisedGtbGrGlevelsUGHemoglobinSG2000SGY]SGYW[TYW0.6 17

35
pistinctGphenotypicGexpressionGassociatedGwithGaGnewGhyperunstableGalphaGglobinGvariantGOtbG
heraklionSGalphaXcd[cOoYPβrojWPfGcomparisonGtoGotherGalphaTthalassemicGhemoglobinopathiesUG
BloodgCellsugMoleculesugandgDiseasesSG2000SGYbSGYcbTd]

2.1 20

34 βhenotypicGandGmolecularGdiversityGofGhaemoglobinGtGdiseasefGaGsreekGexperienceUGBritishgJournalg
ofgHaematologySG2000SGXXXSGeXaTeY[ 4.5 25

33 βhenotypicGandGmolecularGdiversityGofGhaemoglobinGtGdiseasefGaGsreekGexperienceUGBritishgJournalg
ofgHaematologySG2000SGXXXSGeXaTY[ 4.5 57

32 tbGmghiaGεophiaG[alphabYOqXXPValTTjWGOalphaXP]SGanGIinTframeIGdeletionGcausingGalphaTthalassemiaUG
HemoglobinSG1999SGY[SG[XcTY] 0.6 14

31
yolecularSGhaematologicalGandGclinicalGstudiesGofGtheGTXWXGoGTTjGTGsubstitutionGofGtheGbetaTglobinG
geneGpromoterGinGYaGbetaTthalassaemiaGintermediaGpatientsGandG]aGheterozygotesUGBritishgJournalg
ofgHaematologySG1999SGXWcSGbeeTcWb

4.5 28

30 mGwidelyGapplicableGstrategyGforGsingleGcellGgenotypingGofG˛†TthalassaemiaGmutationsGusingGpssqG
analysisfGapplicationGtoGpreimplantationGgeneticGdiagnosisG1999SGXeSGXYWeTXYXb 27

29 βreimplantationGgeneticGdiagnosisGinGXWGcouplesGatGriskGforGtransmittingGbetaTthalassaemiaGmajorfG
clinicalGexperienceGincludingGtheGinitiationGofGsixGsingletonGpregnanciesUGPrenatalgDiagnosisSG1999SGXeSGXYXcTYY3.2 38

28 mssociationGofGunstableGhemoglobinGvariantsGandGheterozygousGbetaTthalassemiafGexampleGofGaGnewG
variantGtbGmcharnesGorG[betaa[Op]PGmlaGTTjGThr]UGAmericangJournalgofgHematologySG1999SGbYSGXdbTeY 7.1 8

27
δapidGandGaccurateGquantitationGofGtbGnartNsGandGtbGtGusingGweakGcationGexchangeGhighG
performanceGliquidGchromatographyfGcorrelationGwithGtheGalphaTthalassemiaGgenotypeUGHemoglobinSG
1999SGY[SGYW[TXX

0.6 26

26
unteractionGofGanGalphaORPTthalassemiaGdeletionGwithGeitherGaGhighlyGunstableGalphaTglobinGvariantG
OalphaYSGcodonGaeSGssoTTjsmoPGorGaGnondeletionalGalphaTthalassemiaGmutationG
OmmTmmmTTjmmTmmsPfGcomparisonGofGphenotypesGillustratingGIdominantIGalphaTthalassemiaUG
HemoglobinSG1999SGY[SG[YaT[c

0.6 18

25 mGwidelyGapplicableGstrategyGforGsingleGcellGgenotypingGofGbetaTthalassaemiaGmutationsGusingGpssqG
analysisfGapplicationGtoGpreimplantationGgeneticGdiagnosisUGPrenatalgDiagnosisSG1999SGXeSGXYWeTXb 3.2 3

24
mnalysisGofGlowGdensityGlipoproteinGreceptorGgeneGmutationsGandGmicrosatelliteGhaplotypesGinGsreekG
rtGheterozygousGchildrenfGsixGindependentGancestorsGaccountGforGbWLGofGprobandsUGHumangGenetics
SG1998SGXWYSG[][Tc

6.3 24

23
yolecularSGhaematologicalGandGclinicalGstudiesGofGaGsilentGbetaTgeneGoTTjsGmutationGatGbGbpG[NGtoGtheG
terminationGcodonGORX]dWGoTTjsPGinGtwelveGsreekGfamiliesUGBritishgJournalgofgHaematologySG1998SG
XW[SG]aTaX

4.5 11

22 δareGbetaTthalassemiaGallelesGinGtheGsreekGandGsreekGoypriotGpopulationsUGHemoglobinSG1998SGYYSGdeTe] 0.6 8

21 mnGalphaTthalassemicGhemoglobinopathyfGhomozygosityGforGtheGtnGmgrinioGalphaGYTglobinGchainG
variantUGHemoglobinSG1998SGYYSGYWeTXa 0.6 13

20 qrythroidGyarrowGmctivityGandGtemoglobinGtGxevelsGinGtemoglobinGtGpiseaseUGJournalgofgPediatricg
HematologyxOncologySG1998SGYWSGa[eTa]] 1.2 20

(1998-2000)
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19
εynthesizedGallostericGeffectorsGofGtheGhemoglobinGmoleculefGaGpossibleGmechanismGforGimprovedG
erythrocyteGoxygenGreleaseGcapabilityGinGhemoglobinopathyGtGdiseaseUGExperimentalgHematologySG
1998SGYbSGeYYTb

3.1 4

18 qrythroidGmarrowGactivityGandGhemoglobinGtGlevelsGinGhemoglobinGtGdiseaseUGJournalgofgPediatricg
HematologyxOncologySG1998SGYWSGa[eT]] 1.2 4

17 βrenatalGdiagnosisGofGtheGthalassaemiaGsyndromesGbyGrapidGpzmGanalyticalGmethodsUGMolecularg
HumangReproductionSG1997SG[SGaY[Td 4.4 48

16 mGhighGincidenceGofGmutationsGinGexonGbGofGtheGlowTdensityGlipoproteinGreceptorGgeneGinGsreekG
familialGhypercholesterolemiaGpatientsSGincludingGaGnovelGmutationUGHumangMutationSG1997SGeSGYc]Tb 4.7 14

15 TheGinteractionGofGalphaGzeroGthalassaemiaGwithGtbGucariafGthreeGunusualGcasesGofG
haemoglobinopathyGtUGBritishgJournalgofgHaematologySG1996SGeYSG[[YTa 4.5 16

14 TheGtriplicatedGalphaTglobinGgeneGlocusGinGbetaTthalassaemiaGheterozygotesfGclinicalSG
haematologicalSGbiosyntheticGandGmolecularGstudiesUGBritishgJournalgofgHaematologySG1996SGeaSG]bcTcX 4.5 67

13 yutationGanalysisGofGtenGexonsGofGtheGorTδGgeneGinGsreekGcysticGfibrosisGpatientsfGcharacterizationG
ofGc]UaLGofGorGallelesGincludingGoneGnovelGmutationUGHumangGeneticsSG1995SGebSG[b]Tb 6.3 14

12 yolecularGcharacterizationGofGhomozygousGOhighGtbmYPGbetaTthalassemiaGintermediaGinGsreeceUG
PediatricgHematologygandgOncologySG1995SGXYSG[cT]a 1.7 11

11 udentificationGofGtwoGnovelGmutationsGOYebGRGXsToGandGm]bpPGinGexonGYGofGtheGorTδGgeneGinGsreekG
cysticGfibrosisGpatientsUGMoleculargandgCellulargProbesSG1995SGeSGYd[Ta 3.3 0

10 βreliminaryGmutationGanalysisGinGtheGphenylalanineGhydroxylaseGgeneGinGsreekGβwUGandGtβmG
patientsUGHumangGeneticsSG1994SGe]SGac[Ta 6.3 12

9 tematologicGphenotypeGofGtheGmutationsGuVεXTnbGOTTTjoPSGuVεXTnXXWGOsTTjmPSGandGop[eGOoTTjTPGinG
carriersGofGbetaTthalassemiaGinGsreeceUGPediatricgHematologygandgOncologySG1994SGXXSGaWeTXc 1.7 9

8 TheGmolecularGbasisGofGnormalGtbmYGOtypeGYPGbetaTthalassemiaGinGsreeceUGHematologicgPathologySG
1994SGdSGYaT[] 15

7 mGbaseGsubstitutionGOTTTjoPGinGcodonGYeGofGtheGalphaGYTglobinGgeneGcausesGalphaGthalassaemiaUGBritishg
JournalgofgHaematologySG1993SGdaSGa]bTaY 4.5 40

6 oharacterizationGofGnondeletionGalphaTthalassemiaGmutationsGinGtheGsreekGpopulationUGAmericang
JournalgofgHematologySG1993SG]]SGXbYTc 7.1 44

5 TheGoorfuGdeltaGbetaGthalassaemiaGmutationGinGsreecefGhaematologicalGphenotypeGandGprevalenceUG
BritishgJournalgofgHaematologySG1991SGceSG[WYTa 4.5 15

4 unstabilityGofGbetaGqTmessengerGδzmGduringGerythroidGcellGmaturationGinGhemoglobinGqG
homozygotesUGJournalgofgClinicalgInvestigationSG1982SGbeSGXWaWT[ 15.9 23

3 pefectiveGsynthesisGofGtbqGisGdueGtoGreducedGlevelsGofGbetaGqGmδzmUGNatureSG1980SGYddSG]ecTe 50.4 96

2 βreimplantationGgeneticGdiagnosisXacTXcX 5
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1 uTtmzqTfGunformationGandGdatabaseGcommunityGportalGforGhaemoglobinopathies 4
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