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i Paper IF Citations

134 tevelopmentJofJaJcomprehensiveJnoninvasiveJprenatalJtestXJGeneticslandlMolecularlBiologyVJ2018VJ
daVJedeWeed 2 7

133 TowardJhealthJtechnologyJassessmentJofJwholeWgenomeJsequencingJdiagnosticJtestsjJchallengesJ
andJsolutionsXJPersonalizedlMedicineVJ2017VJadVJbceWbdg 2.2 12

132 sriticalJpointsJforJanJaccurateJhumanJgenomeJanalysisXJHumanlMutationVJ2017VJchVJiabWiba 4.7 5

131 uuropeanJregistrationJprocessJforJslinicalJαaboratoryJweneticistsJinJgeneticJhealthcareXJEuropeanl
JournalloflHumanlGeneticsVJ2017VJbeVJeaeWeai 5.3 9

130 qJnovelJkeratinJacJvariantJinJaJfourWgenerationJfamilyJwithJwhiteJspongeJnevusXJClinicallCaselReportsl
udiscontinuedvVJ2017VJeVJaeZcWaeZi 0.7 7

129 wuidelinesJforJdiagnosticJnextWgenerationJsequencingXJEuropeanlJournalloflHumanlGeneticsVJ2016VJ
bdVJbWe 5.3 268

128 δovelJαeptinJReceptorJβutationsJydentifiedJinJTwoJwirlsJwithJSevereJObesityJqreJqssociatedJwithJ
yncreasedJroneJβineralJtensityXJHormonelResearchlinlPaediatricsVJ2016VJheVJdabWbZ 3.3 31

127 rroaderJspectrumJofJ˛†WthalassemiaJmutationsJinJOmanjJregionalJdistributionJandJcomparisonJwithJ
neighboringJcountriesXJHemoglobinVJ2015VJciVJaZgWaZ 0.6 2

126 δoninvasiveJprenatalJdiagnosisJofJxuntingtonJdiseasejJdetectionJofJtheJpaternallyJinheritedJ
expandedJsqwJrepeatJinJmaternalJplasmaXJPrenatallDiagnosisVJ2015VJceVJideWi 3.2 16

125 qJδovelJTargetedJqpproachJforJδoninvasiveJtetectionJofJPaternallyJynheritedJβutationsJinJ
βaternalJPlasmaXJJournalloflMolecularlDiagnosticsVJ2015VJagVJeiZWf 5.1 6

124 xemizygosityJforJSβsxtaJinJvacioscapulohumeralJβuscularJtystrophyJTypeJbjJsonsequencesJforJ
ahpJteletionJSyndromeXJHumanlMutationVJ2015VJcfVJfgiWhc 4.7 24

123 ynterWindividualJdifferencesJinJspwJmethylationJatJtdZdJcorrelateJwithJclinicalJvariabilityJinJvSxtaJ
andJvSxtbXJHumanlMolecularlGeneticsVJ2015VJbdVJfeiWfi 5.6 106

122 PopulationWbasedJincidenceJandJprevalenceJofJfacioscapulohumeralJdystrophyXJNeurologyVJ2014VJhcVJaZefWi6.5 203

121  nownJandJnewJ˛·WglobinJgeneJmutationsJandJotherJfactorsJinfluencingJxbJqbJmeasurementJinJtheJ
OmaniJpopulationXJHemoglobinVJ2014VJchVJbiiWcZb 0.6 4

120 weneticJepidemiologyJandJpreventiveJhealthcareJinJmultiethnicJsocietiesjJtheJhemoglobinopathiesXJ
InternationallJournalloflEnvironmentallResearchlandlPubliclHealthVJ2014VJaaVJfacfWdf 4.6 17

119 βolecularJspectrumJofJ˛–WglobinJgeneJdefectsJinJtheJOmaniJpopulationXJHemoglobinVJ2014VJchVJdbbWf 0.6 5

118 TheJvSxtbJgeneJSβsxtaJisJaJmodifierJofJdiseaseJseverityJinJfamiliesJaffectedJbyJvSxtaXJAmericanl
JournalloflHumanlGeneticsVJ2013VJicVJgddWea 11 126
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117 VanJruchemJdiseasejJclinicalVJbiochemicalVJandJdensitometricJfeaturesJofJpatientsJandJdiseaseJ
carriersXJJournalloflBonelandlMinerallResearchVJ2013VJbhVJhdhWed 6.3 89

116 SuccessfulJnoninvasiveJtrisomyJahJdetectionJusingJsingleJmoleculeJsequencingXJClinicallChemistryVJ
2013VJeiVJgZeWi 5.5 9

115 qJvariantJinJvTOJshowsJassociationJwithJmelanomaJriskJnotJdueJtoJrβyXJNaturelGeneticsVJ2013VJdeVJ
dbhWcbVJdcbea 36.3 95

114 qnJurgentJneedJforJaJchangeJinJpolicyJrevealedJbyJaJstudyJonJprenatalJtestingJforJtuchenneJ
muscularJdystrophyXJEuropeanlJournalloflHumanlGeneticsVJ2013VJbaVJbaWf 5.3 30

113 βrassfaaWpapVJaJnovelJmethylationWbasedJassayJforJtheJdetectionJofJcellWfreeJfetalJtδqJinJmaternalJ
plasmaXJPLoSlONEVJ2013VJhVJehdZea 3.7 9

112 PhenotypicJcharacterizationJofJpatientsJwithJdeletionsJinJtheJcQWflanking´ SxOXJregionXJPeerJVJ2013VJ
aVJece 3.1 12

111 vineWtilingJarrayJswxJtoJimproveJdiagnosticsJforJ˛–WJandJ˛†WthalassemiaJrearrangementsXJHumanl
MutationVJ2012VJccVJbgbWhZ 4.7 31

110 tigenicJinheritanceJofJanJSβsxtaJmutationJandJanJvSxtWpermissiveJtdZdJalleleJcausesJ
facioscapulohumeralJmuscularJdystrophyJtypeJbXJNaturelGeneticsVJ2012VJddVJacgZWd 36.3 405

109
δonWinvasiveJprenatalJdiagnosisJofJbetaWthalassemiaJandJsickleWcellJdiseaseJusingJ
pyrophosphorolysisWactivatedJpolymerizationJandJmeltingJcurveJanalysisXJPrenatallDiagnosisVJ2012VJ
cbVJeghWhg

3.2 28

108 SingleJmoleculeJsequencingJofJfreeJtδqJfromJmaternalJplasmaJforJnoninvasiveJtrisomyJbaJ
detectionXJClinicallChemistryVJ2012VJehVJfiiWgZf 5.5 33

107 sandidateJgeneWbasedJassociationJstudyJofJantipsychoticWinducedJmovementJdisordersJinJlongWstayJ
psychiatricJpatientsjJaJprospectiveJstudyXJPLoSlONEVJ2012VJgVJecfefa 3.7 15

106 wenomeWwideJassociationJstudyJidentifiesJthreeJnewJmelanomaJsusceptibilityJlociXJNaturelGeneticsVJ
2011VJdcVJaaZhWac 36.3 203

105 ThreeJnewJcasesJwithJaJmosaicismJinvolvingJaJnormalJcellJlineJandJaJcrypticJunbalancedJautosomalJ
reciprocalJtranslocationXJEuropeanlJournalloflMedicallGeneticsVJ2011VJedVJedZiWab 2.6 15

104 uxperiencesJwithJarrayWbasedJsequenceJcapturekJtowardJclinicalJapplicationsXJEuropeanlJournallofl
HumanlGeneticsVJ2011VJaiVJeZWe 5.3 12

103 wenomeWwideJassociationJstudyJidentifiesJnovelJlociJpredisposingJtoJcutaneousJmelanomaXJHumanl
MolecularlGeneticsVJ2011VJbZVJeZabWbc 5.6 164

102 TheJjumpingJSxOXJgeneWWcrossoverJinJtheJpseudoautosomalJregionJresultingJinJunusualJinheritanceJ
ofJαeriWWeillJdyschondrosteosisXJJournalloflClinicallEndocrinologylandlMetabolismVJ2011VJifVJucefWi 5.6 14

101 βelanocyticJneviVJnevusJgenesVJandJmelanomaJriskJinJaJlargeJcaseWcontrolJstudyJinJtheJUnitedJ
 ingdomXJCancerlEpidemiologylBiomarkerslandlPreventionVJ2010VJaiVJbZdcWed 4 83

100 qdditionalJcrypticJsδVsJinJmentallyJretardedJpatientsJwithJapparentlyJbalancedJkaryotypesXJ
EuropeanlJournalloflMedicallGeneticsVJ2010VJecVJbbgWcc 2.6 19

(2010-2013)
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99 δoJhaploinsufficiencyJbutJlossJofJheterozygosityJforJuXTJinJmultipleJosteochondromasXJAmericanl
JournalloflPathologyVJ2010VJaggVJaidfWeg 5.8 59

98  eratosisJvollicularisJSpinulosaJtecalvansJisJcausedJbyJmutationsJinJβrTPSbXJHumanlMutationVJ2010
VJcaVJaabeWcc 4.7 52

97 PreWJandJpostsynapticJneuromuscularJjunctionJabnormalitiesJinJmuskJmyastheniaXJMusclelandlNerveVJ
2010VJdbVJbhcWh 3.4 45

96 umergingJTechnologiesVJδeedJforJQualityJqssessmentJ2010VJcccWcdZ

95
βultipleJgenomicJaberrationsJinJaJpatientJwithJmentalJretardationJandJhypogonadismjJ
deVXYdfVXVpsuJdicRYSJkaryotypeVJthyroidJhormoneJreceptorJbetaJRTxRrSJmutationJandJ
heterozygosityJforJWilsonJdiseaseXJAmericanlJournalloflMedicallGeneticsylPartlAVJ2009VJadiqVJbbcaWe

2.5 2

94 yntronicJvariantsJinJrRsqaJandJrRsqbJthatJaffectJRδqJsplicingJcanJbeJreliablyJselectedJbyJspliceWsiteJ
predictionJprogramsXJHumanlMutationVJ2009VJcZVJaZgWad 4.7 88

93 tiagnosticJguidelinesJforJhighWresolutionJmeltingJcurveJRxRβSJanalysisjJanJinterlaboratoryJ
validationJofJrRsqaJmutationJscanningJusingJtheJifWwellJαightScannerXJHumanlMutationVJ2009VJcZVJhiiWiZi4.7 116

92 βultipleJosteochondromasjJmutationJupdateJandJdescriptionJofJtheJmultipleJosteochondromasJ
mutationJdatabaseJRβOdbSXJHumanlMutationVJ2009VJcZVJafbZWg 4.7 154

91 qJnewJdiagnosticJworkflowJforJpatientsJwithJmentalJretardationJandYorJmultipleJcongenitalJ
abnormalitiesjJtestJarraysJfirstXJEuropeanlJournalloflHumanlGeneticsVJ2009VJagVJacidWdZb 5.3 63

90 wenomeWwideJassociationJstudyJidentifiesJthreeJlociJassociatedJwithJmelanomaJriskXJNaturelGenetics
VJ2009VJdaVJibZWe 36.3 360

89 RapidJandJcostJeffectiveJdetectionJofJsmallJmutationsJinJtheJtβtJgeneJbyJhighJresolutionJmeltingJ
curveJanalysisXJNeuromuscularlDisordersVJ2009VJaiVJchcWiZ 2.9 28

88 SearchJforJcopyJnumberJalterationsJinJtheJβuvVJgeneJusingJmultiplexJligationJprobeJamplificationVJ
experienceJfromJthreeJdiagnosticJcentresXJEuropeanlJournalloflHumanlGeneticsVJ2008VJafVJadZdWf 5.3 16

87 qJdZZkbJduplicationVJbXdβbJtriplicationJandJacZkbJduplicationJofJiqcdXcJinJaJpatientJwithJsevereJ
mentalJretardationXJEuropeanlJournalloflMedicallGeneticsVJ2008VJeaVJdgiWhg 2.6 11

86 qJnovelJRαeuahcProWSmutationJinJtheJxvuWgeneJcoWinheritedJwithJtheJsysbhbTyrJmutationJinJtwoJ
unrelatedJtutchJhemochromatosisJpatientsXJBloodlCellsylMoleculesylandlDiseasesVJ2008VJdZVJccdWh 2.1 10

85 ydentificationJofJcopyJnumberJvariantsJassociatedJwithJrPuSWlikeJphenotypesXJHumanlGeneticsVJ2008
VJabdVJdhiWih 6.3 14

84 wenomeWwideJlinkageJscanJinJtutchJhereditaryJnonWrRsqaYbJbreastJcancerJfamiliesJidentifiesJ
iqbaWbbJasJaJputativeJbreastJcancerJsusceptibilityJlocusXJGeneslChromosomeslandlCancerVJ2008VJdgVJidgWef5 14

83 YJchromosomeJdetectionJbyJRealJTimeJPsRJandJpyrophosphorolysisWactivatedJpolymerisationJusingJ
freeJfetalJtδqJisolatedJfromJmaternalJplasmaXJPrenatallDiagnosisVJ2007VJbgVJicbWg 3.2 24

82 RingJchromosomeJformationJasJaJnovelJescapeJmechanismJinJpatientsJwithJinvertedJduplicationJandJ
terminalJdeletionXJEuropeanlJournalloflHumanlGeneticsVJ2007VJaeVJedhWee 5.3 63
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81
qJtRdkfSRqabkpbcSJtranslocationJdisruptsJaJmembraneWassociatedJOWacetylJtransferaseJgeneJ
RβrOqTaSJinJaJpatientJwithJaJnovelJbrachydactylyWsyndactylyJsyndromeXJEuropeanlJournalloflHumanl
GeneticsVJ2007VJaeVJgdcWea

5.3 18

80 wenotypeWphenotypeJcorrelationsJinJaiJtutchJcasesJwithJqPsJgeneJdeletionsJandJaJliteratureJ
reviewXJEuropeanlJournalloflHumanlGeneticsVJ2007VJaeVJaZcdWdb 5.3 32

79 βolecularJdiagnosticsJofJβeckelWwruberJsyndromeJhighlightsJphenotypicJdifferencesJbetweenJ
β SaJandJβ ScXJHumanlGeneticsVJ2007VJabaVJeiaWi 6.3 62

78 ysJtheJtδqJsequenceJtheJgoldJstandardJinJgeneticJtestingoJQualityJofJmolecularJgeneticJtestsJ
assessedXJClinicallChemistryVJ2006VJebVJeegWh 5.5 38

77 xaplotypesJencodingJtheJfactorJVyyyJabdaJwluJvariationVJfactorJVyyyJlevelsJandJtheJriskJofJvenousJ
thrombosisXJThrombosislandlHaemostasisVJ2006VJieVJidbWh 7 15

76
qrrayWswxJdetectionJofJmicroJrearrangementsJinJmentallyJretardedJindividualsjJclinicalJsignificanceJ
ofJimbalancesJpresentJbothJinJaffectedJchildrenJandJnormalJparentsXJJournalloflMedicallGeneticsVJ
2006VJdcVJahZWf

5.8 161

75
βutationJscreeningJofJuXTaJandJuXTbJbyJdirectJsequenceJanalysisJandJβαPqJinJpatientsJwithJ
multipleJosteochondromasjJspliceJsiteJmutationsJandJexonicJdeletionsJaccountJforJmoreJthanJhalfJ
ofJtheJmutationsXJEuropeanlJournalloflHumanlGeneticsVJ2005VJacVJdgZWd

5.3 44

74 UnclassifiedJvariantsJinJdiseaseWcausingJgenesjJnonuniformityJofJgeneticJtestingJandJcounsellingVJaJ
proposalJforJguidelinesXJEuropeanlJournalloflHumanlGeneticsVJ2005VJacVJebeWg 5.3 25

73 tystrophinJanalysisJinJcarriersJofJtuchenneJandJreckerJmuscularJdystrophyXJNeurologyVJ2005VJfeVJaihdWf6.5 31

72 tuchenneJandJreckerJmuscularJdystrophyXJMethodslinlMolecularlMedicineVJ2004VJibVJcaaWda

71 SomaticJmosaicismJinJvSxtJoftenJgoesJundetectedXJAnnalsloflNeurologyVJ2004VJeeVJhdeWeZ 9.4 53

70 twwuWbasedJwholeWgeneJmutationJscanningJofJtheJdystrophinJgeneJinJtuchenneJandJreckerJ
muscularJdystrophyJpatientsXJHumanlMutationVJ2004VJbcVJegWff 4.7 45

69 TwoWcolorJmultiplexJligationWdependentJprobeJamplificationjJdetectingJgenomicJrearrangementsJinJ
hereditaryJmultipleJexostosesXJHumanlMutationVJ2004VJbdVJhfWib 4.7 136

68 somprehensiveJdetectionJofJgenomicJduplicationsJandJdeletionsJinJtheJtβtJgeneVJbyJuseJofJ
multiplexJamplifiableJprobeJhybridizationXJAmericanlJournalloflHumanlGeneticsVJ2002VJgaVJcfeWgd 11 155

67 βolecularJqnalysisJofJvacioscapulohumeralJβuscularJtystrophyJRvSxtaSJ2001VJcZeWcaf

66 tδqWrasedJTechniquesJforJtetectionJofJsarriersJofJtuchenneJandJreckerJβuscularJtystrophyJ2001
VJaaaWace 1

65 sompleteJalleleJinformationJinJtheJdiagnosisJofJfacioscapulohumeralJmuscularJdystrophyJbyJtripleJ
tδqJanalysisXJAnnalsloflNeurologyVJ2001VJeZVJhafWi 9.4 80

64 qnJextensiveJanalysisJofJYWchromosomalJmicrosatelliteJhaplotypesJinJgloballyJdispersedJhumanJ
populationsXJAmericanlJournalloflHumanlGeneticsVJ2001VJfhVJiiZWaZah 11 167

(2001-2007)
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63 tystrophinJnonsenseJmutationJinducesJdifferentJlevelsJofJexonJbiJskippingJandJleadsJtoJvariableJ
phenotypesJwithinJoneJrβtJfamilyXJEuropeanlJournalloflHumanlGeneticsVJ2000VJhVJgicWf 5.3 75

62
teJnovoJfacioscapulohumeralJmuscularJdystrophyjJfrequentJsomaticJmosaicismVJsexWdependentJ
phenotypeVJandJtheJroleJofJmitoticJtranschromosomalJrepeatJinteractionJbetweenJchromosomesJdJ
andJaZXJAmericanlJournalloflHumanlGeneticsVJ2000VJffVJbfWce

11 118

61 slinicalJandJweneticJqspectsJofJxereditaryJserebralJxemorrhageJwithJqmyloidosisJtutchJTypeJ
RxsxWJqWtSJ2000VJaZcWaai 1

60 qJuuropeanJpilotJqualityJassessmentJschemeJforJmolecularJdiagnosisJofJxuntingtonQsJdiseaseXJ
EuropeanlJournalloflHumanlGeneticsVJ1999VJgVJbagWbb 5.3 26

59 uXTWmutationJanalysisJandJlossJofJheterozygosityJinJsporadicJandJhereditaryJosteochondromasJandJ
secondaryJchondrosarcomasXJAmericanlJournalloflHumanlGeneticsVJ1999VJfeVJfhiWih 11 151

58 qJproteinJtruncationJtestJforJumeryWtreifussJmuscularJdystrophyJRuβtSjJdetectionJofJδWterminalJ
truncatingJmutationsXJNeuromuscularlDisordersVJ1999VJiVJbdgWeZ 2.9 4

57 δewJpossibilitiesJforJprenatalJdiagnosisJofJmuscularJdystrophiesjJforcedJmyogenesisJwithJanJ
adenoviralJβyotWvectorXJLancetylTheVJ1999VJcecVJgbgWh 40 15

56 qsnedZThrJsubstitutionJinJtheJfibroblastJgrowthJfactorJreceptorJcJtyrosineJkinaseJdomainJcausingJ
hypochondroplasiaXJHumanlMutationVJ1998VJSupplJaVJSfbWe 4.7 26

55 βutationsJinJtheJuXTaJandJuXTbJgenesJinJhereditaryJmultipleJexostosesXJAmericanlJournalloflHumanl
GeneticsVJ1998VJfbVJcdfWed 11 149

54 slinicalJfindingsJwithJimplicationsJforJgeneticJtestingJinJfamiliesJwithJclusteringJofJcolorectalJcancerXJ
NewlEnglandlJournalloflMedicineVJ1998VJcciVJeaaWh 59.2 346

53 SomaticJTripleJβosaicismJinJaJsarrierJofJXWαinkedJshronicJwranulomatousJtiseaseXJBloodVJ1998VJiaVJbebWbeg2.2 10

52 SomaticJTripleJβosaicismJinJaJsarrierJofJXWαinkedJshronicJwranulomatousJtiseaseXJBloodVJ1998VJiaVJbebWbeg2.2

51 ustimatingJYJchromosomeJspecificJmicrosatelliteJmutationJfrequenciesJusingJdeepJrootingJ
pedigreesXJHumanlMolecularlGeneticsVJ1997VJfVJgiiWhZc 5.6 218

50
xereditaryJnonpolyposisJcolorectalJcancerJfamiliesJnotJcomplyingJwithJtheJqmsterdamJcriteriaJ
showJextremelyJlowJfrequencyJofJmismatchWrepairWgeneJmutationsXJAmericanlJournalloflHumanl
GeneticsVJ1997VJfaVJcbiWce

11 204

49 rRsqaJgenomicJdeletionsJareJmajorJfounderJmutationsJinJtutchJbreastJcancerJpatientsXJNaturel
GeneticsVJ1997VJagVJcdaWe 36.3 379

48
βolecularJgeneticJanalysisJofJtwoJfamiliesJwithJkeratosisJfollicularisJspinulosaJdecalvansjJ
refinementJofJgeneJlocalizationJandJevidenceJforJgeneticJheterogeneityXJHumanlGeneticsVJ1997VJ
aZZVJebZWd

6.3 23

47 uvolutionJofJcardiacJabnormalitiesJinJreckerJmuscularJdystrophyJoverJaJacWyearJperiodXJJournallofl
NeurologyVJ1997VJbddVJfegWfc 5.5 55

46 TheJtutchJUniformJβulticenterJRegistrationJsystemJforJgeneticJdisordersJandJmalformationJ
syndromesXJAmericanlJournalloflMedicallGeneticslPartlAVJ1997VJgZVJdddWg 6
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45 αocationJonJtheJxumanJweneticJαinkageJβapJofJbfJwenesJynvolvedJinJrloodJsoagulationXJ
ThrombosislandlHaemostasisVJ1997VJggVJZhgcWZhgh 7 13

44 qnalysisJofJmolecularJvarianceJRqβOVqSJofJYWchromosomeWspecificJmicrosatellitesJinJtwoJcloselyJ
relatedJhumanJpopulationsXJHumanlMolecularlGeneticsVJ1996VJeVJaZbiWcc 5.6 126

43 qnJXpbbXaWpbbXbJYqsJcontigJencompassingJtheJdiseaseJlociJforJRSVJ vStVJsαSVJxYPJandJRPaejJ
refinedJlocalizationJofJRSXJEuropeanlJournalloflHumanlGeneticsVJ1996VJdVJaZaWd 5.3 17

42 RapidJdetectionJofJrRsqaJmutationsJbyJtheJproteinJtruncationJtestXJNaturelGeneticsVJ1995VJaZVJbZhWab 36.3 283

41 sonfirmationJofJtheJbpJlocusJforJtheJmildJautosomalJrecessiveJlimbWgirdleJmuscularJdystrophyJgeneJ
RαwβtbrSJinJthreeJfamiliesJallowsJrefinementJofJtheJcandidateJregionXJGenomicsVJ1995VJbgVJaibWe 4.3 39

40 tenaturingJandJnonWdenaturingJgelJelectrophoresisJasJmethodsJforJtheJdetectionJofJjunctionalJ
diversityJinJrearrangedJTJcellJreceptorJsequencesXJJournalloflImmunologicallMethodsVJ1995VJahaVJaZaWad 2.5 12

39 TheJvSxtWlinkedJlocusJtdvaZdSaJRpacuWaaSJOδJdqceJhasJaJhomologueJonJaZqterXJMusclelandlNerveVJ
1995VJahVJSciWSdd 3.4 79

38 uarlyJonsetJfacioscapulohumeralJmuscularJdystrophyXJMusclelandlNerveVJ1995VJahVJSfgWSgb 3.4 44

37 PointJmutationJscreeningJforJafJexonsJofJtheJdystrophinJgeneJbyJmultiplexJsingleWstrandJ
conformationJpolymorphismJanalysisXJHumanlMutationVJ1995VJeVJbceWdb 4.7 24

36 TheJapolipoproteinJuJepsilonJdJalleleJdoesJnotJinfluenceJtheJclinicalJexpressionJofJtheJamyloidJ
precursorJproteinJgeneJcodonJficJorJfibJmutationsXJAnnalsloflNeurologyVJ1994VJcfVJdcdWg 9.4 52

35 uvidenceJforJtheJabsenceJofJintronJxJofJtheJhistidineWrichJglycoproteinJRxRwSJgenejJgeneticJ
mappingJandJinJsituJlocalizationJofJxRwJtoJchromosomeJcqbhWqbiXJGenomicsVJ1994VJaiVJaieWg 4.3 14

34 tefiningJtheJproximalJborderJofJtheJxuntingtonJdiseaseJcandidateJregionJbyJmultipointJ
recombinationJanalysesXJGenomicsVJ1993VJafVJeiiWfZd 4.3 2

33 weneticJheterogeneityJforJtuchenneWlikeJmuscularJdystrophyJRtαβtSJbasedJonJlinkageJandJeZJtqwJ
analysisXJHumanlMolecularlGeneticsVJ1993VJbVJaideWg 5.6 44

32 δoJevidenceJofJgeneticJheterogeneityJinJrrazilianJfacioscapulohumeralJmuscularJdystrophyJfamiliesJ
RvSxtSJwithJdqJmarkersXJHumanlMolecularlGeneticsVJ1993VJbVJeegWfb 5.6 20

31
SevereJnonspecificJXWlinkedJmentalJretardationJcausedJbyJaJproximallyJXpJlocatedJgenejJintragenicJ
heterogeneityJorJaJnewJformJofJXWlinkedJmentalJretardationoXJAmericanlJournalloflMedicallGeneticsl
PartlAVJ1993VJdfVJagbWe

22

30 βappingJaroundJtheJXqacXaJbreakpointsJofJtwoJXYqJtranslocationsJinJhypohidroticJectodermalJ
dysplasiaJRutqSJfemaleJpatientsXJGenomicsVJ1992VJadVJebcWe 4.3 8

29 ParentalJoriginJandJgermlineJmosaicismJofJdeletionsJandJduplicationsJofJtheJdystrophinJgenejJaJ
uuropeanJstudyXJHumanlGeneticsVJ1992VJhhVJbdiWeg 6.3 92

28
qlzheimerQsJdiseaseJandJhereditaryJcerebralJhemorrhageJwithJamyloidosisWtutchJtypeJshareJaJ
decreaseJinJcerebrospinalJfluidJlevelsJofJamyloidJbetaWproteinJprecursorXJAnnalsloflNeurologyVJ1992VJ
cbVJbaeWh

9.4 27

(1992-1997)
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27 PresymptomaticVJprenatalVJandJexclusionJtestingJforJxuntingtonJdiseaseJusingJsevenJcloselyJlinkedJ
tδqJmarkersXJAmericanlJournalloflMedicallGeneticslPartlAVJ1991VJciVJbagWbb 19

26 qnJinfrequentJtδqJpolymorphismJassociatedJwithJsevereJvonJWillebrandQsJdiseaseXJBritishlJournall
oflHaematologyVJ1990VJgeVJghWha 4.5 8

25 SomaticJoriginJofJinheritedJhaemophiliaJqXJHumanlGeneticsVJ1990VJheVJbhhWib 6.3 49

24 qnJunusualJvariantJofJreckerJmuscularJdystrophyXJAnnalsloflNeurologyVJ1990VJbgVJeghWha 9.4 19

23 TwoJstepJprocedureJforJearlyJdiagnosisJofJpolycysticJkidneyJdiseaseJwithJpolymorphicJtδqJmarkersJ
onJbothJsidesJofJtheJgeneXJJournalloflMedicallGeneticsVJ1990VJbgVJfadWg 5.8 18
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