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n Paper IF Citations

176 RettKsyndromeKisKcausedKbyKmutationsKinKXXlinkedKMvtPcWKencodingKmethylXtpxXbindingKproteinKcYK
NatureiGeneticsWK1999WKcdWKbifXi 36.3 3780

175 zsolationKofKaKnovelKgeneKmutatedKinKWiskottXrldrichKsyndromeYKCellWK1994WKhiWKgdfXee 56.2 806

174 WiskottXrldrichKsyndromeKproteinWKaKnovelKeffectorKforKtheKxTPaseKtutecysWKisKimplicatedKinKactinK
polymerizationYKCellWK1996WKieWKhcdXde 56.2 772

173 TheKtueaKligandWKgpdjWKisKdefectiveKinKactivatedKTKcellsKfromKpatientsKwithKXXlinkedKhyperXzgMK
syndromeYKCellWK1993WKhcWKcjbXdaa 56.2 706

172 NwrTKdysregulationKbyKincreasedKdosageKofKuStRbKandKuYRKbrKonKchromosomeKcbYKNatureWK2006WK
eebWKfjfXgaa 50.4 534

171 rnKintronlessKgeneKencodingKaKpotentialKmemberKofKtheKfamilyKofKreceptorsKcoupledKtoKguanineK
nucleotideKregulatoryKproteinsYKNatureWK1987WKdcjWKhfXj 50.4 489

170 TheKgeneKforKtheKperipheralKmyelinKproteinKPMPXccKisKaKcandidateKforKtharcotXMarieXToothKdiseaseK
typeKbrYKNatureiGeneticsWK1992WKbWKbfjXgf 36.3 469

169 zdentificationKofKaKgeneKSxPRdaTKwithKhomologyKtoKtheKxXproteinXcoupledKreceptorKsuperfamilyK
associatedKwithKestrogenKreceptorKexpressionKinKbreastKcancerYKGenomicsWK1997WKefWKgahXbh 4.3 419

168 RettKsyndromeKandKbeyondkKrecurrentKspontaneousKandKfamilialKMvtPcKmutationsKatKtpxKhotspotsYK
AmericaniJournaliofiHumaniGeneticsWK1999WKgfWKbfcaXj 11 417

167 TremblerKmouseKcarriesKaKpointKmutationKinKaKmyelinKgeneYKNatureWK1992WKdfgWKcebXe 50.4 400

166 WebXbasedKgenomeXwideKassociationKstudyKidentifiesKtwoKnovelKlociKandKaKsubstantialKgeneticK
componentKforKParkinsonRsKdiseaseYKPLoSiGeneticsWK2011WKhWKebaacbeb 6 387

165 rKsystemKofKnomenclatureKforKbandKpatternsKofKmouseKchromosomesYKChromosomaWK1973WKebWKbefXfi 2.8 360

164 MolecularKanalysisKandKchromosomalKmappingKofKamplifiedKgenesKisolatedKfromKaKtransformedK
mouseKdTdKcellKlineYKSomaticiCelliandiMoleculariGeneticsWK1987WKbdWKcdfXee 258

163 rKmouseKmodelKforKPraderXWilliKsyndromeKimprintingXcentreKmutationsYKNatureiGeneticsWK1998WKbjWKcfXdb36.3 255

162 SmallKnuclearKribonucleoproteinKpolypeptideKNKSSNRPNTWKanKexpressedKgeneKinKtheKPraderXWilliK
syndromeKcriticalKregionYKNatureiGeneticsWK1992WKcWKcgfXj 36.3 242

161 MaternalKimprintingKofKtheKmouseKSnrpnKgeneKandKconservedKlinkageKhomologyKwithKtheKhumanK
PraderXWilliKsyndromeKregionYKNatureiGeneticsWK1992WKcWKcfjXge 36.3 238

160 QuantitativeKanalysisKofKhighXresolutionKtrypsinXgiemsaKbandsKonKhumanKprometaphaseK
chromosomesYKHumaniGeneticsWK1978WKefWKbdhXgf 6.3 235

Uta Francke

2



159 yumanKchromosomalKmappingKofKgenesKforKinsulinXlikeKgrowthKfactorsKzKandKzzKandKepidermalK
growthKfactorYKNatureWK1984WKdbaWKhibXe 50.4 234

158 zdentificationKofKaKnovelKpaternallyKexpressedKgeneKinKtheKPraderXWilliKsyndromeKregionYKHumani
MoleculariGeneticsWK1994WKdWKbihhXic 5.6 229

157 SnoRNrKSnordbbgKSPwcrbZMszzXifTKdeletionKcausesKgrowthKdeficiencyKandKhyperphagiaKinKmiceYK
PLoSiONEWK2008WKdWKebhaj 3.7 218

156 yumanKdystroglycankKskeletalKmuscleKcuNrWKgenomicKstructureWKoriginKofKtissueKspecificKisoformsK
andKchromosomalKlocalizationYKHumaniMoleculariGeneticsWK1993WKcWKbgfbXh 5.6 213

155
WidespreadKchangesKinKdendriticKandKaxonalKmorphologyKinKMecpcXmutantKmouseKmodelsKofKRettK
syndromekKevidenceKforKdisruptionKofKneuronalKnetworksYKJournaliofiComparativeiNeurologyWK2009WK
fbeWKceaXfi

3.4 194

154 xenomeXwideKanalysisKpointsKtoKrolesKforKextracellularKmatrixKremodelingWKtheKvisualKcycleWKandK
neuronalKdevelopmentKinKmyopiaYKPLoSiGeneticsWK2013WKjWKebaadcjj 6 190

153 yereditaryKspherocytosisKassociatedKwithKdeletionKofKhumanKerythrocyteKankyrinKgeneKonK
chromosomeKiYKNatureWK1990WKdefWKhdgXj 50.4 179

152 TransformingKgrowthKfactorKbetaKgeneKmapsKtoKhumanKchromosomeKbjKlongKarmKandKtoKmouseK
chromosomeKhYKSomaticiCelliandiMoleculariGeneticsWK1986WKbcWKcibXi 170

151 tloningKofKMzTwWKtheKhumanKhomologKofKtheKmouseKmicrophthalmiaKgeneKandKassignmentKtoK
chromosomeKdpbeYbXpbcYdYKHumaniMoleculariGeneticsWK1994WKdWKffdXh 5.6 164

150 yumanKtyrosinaseKgeneWKmappedKtoKchromosomeKbbKSqbeXXXXqcbTWKdefinesKsecondKregionKofK
homologyKwithKmouseKchromosomeKhYKGenomicsWK1988WKdWKbhXce 4.3 150

149 RobertsKsyndromekKaKreviewKofKbaaKcasesKandKaKnewKratingKsystemKforKseverityYKAmericaniJournaliofi
MedicaliGeneticsiPartiAWK1993WKehWKbbaeXcd 149

148 SilentKmutationKinducesKexonKskippingKofKfibrillinXbKgeneKinKMarfanKsyndromeYKNatureiGeneticsWK1997
WKbgWKdciXj 36.3 147

147 uigitizedKandKdifferentiallyKshadedKhumanKchromosomeKideogramsKforKgenomicKapplicationsYK
CytogeneticiandiGenomeiResearchWK1994WKgfWKcagXbi 1.9 144

146 peiKrctivatesKaKUVXdamagedXuNrKbindingKfactorKandKisKdefectiveKinKxerodermaKpigmentosumK
groupKvKcellsKthatKlackKbindingKactivityYKMoleculariandiCellulariBiologyWK1998WKbiWKedjbXj 4.8 142

145 NwrTcdWKaKlymphoidXspecificKNwrTcKfamilyKmemberKthatKisKcalciumXregulatedKandKexhibitsKdistinctK
uNrKbindingKspecificityYKJournaliofiBiologicaliChemistryWK1995WKchaWKbjijiXjah 5.4 142

144 rKphysicalKmapWKincludingKaKsrtZPrtKcloneKcontigWKofKtheKWilliamsXseurenKsyndromeXXdeletionK
regionKatKhqbbYcdYKAmericaniJournaliofiHumaniGeneticsWK2000WKggWKehXgi 11 141

143 MolecularKanalysisKofKtheKcuNrKforKhumanKSPrRtZosteonectinZsMXeakKsequenceWKexpressionWKandK
localizationKofKtheKgeneKtoKchromosomeKfqdbXqddYKGenomicsWK1988WKcWKdhXeh 4.3 138

142 rKnovelKhumanKhomologueKofKtheKurosophilaKfrizzledKwntKreceptorKgeneKbindsKwinglessKproteinKandK
isKinKtheKWilliamsKsyndromeKdeletionKatKhqbbYcdYKHumaniMoleculariGeneticsWK1997WKgWKegfXhc 5.6 135
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141 uiffuseKpolyclonalKsXcellKlymphomaKduringKprimaryKinfectionKwithKvpsteinXsarrKvirusYKNewiEnglandi
JournaliofiMedicineWK1980WKdacWKbcjdXh 59.2 135

140 TheKgenesKforKgrowthKhormoneKandKchorionicKsomatomammotropinKareKonKtheKlongKarmKofKhumanK
chromosomeKbhKinKregionKqcbKtoKqterYKHumaniGeneticsWK1981WKfhWKbdiXeb 6.3 130

139
SmallKevolutionarilyKconservedKRNrWKresemblingKtZuKboxKsmallKnucleolarKRNrWKisKtranscribedKfromK
PWtRbWKaKnovelKimprintedKgeneKinKtheKPraderXWilliKdeletionKregionWKwhichKzsKhighlyKexpressedKinK
brainYKAmericaniJournaliofiHumaniGeneticsWK2000WKghWKbaghXic

11 125

138 rKpartialKdeletionKofKtheKmuscularKdystrophyKgeneKtransmittedKtwiceKbyKanKunaffectedKmaleYKNatureWK
1987WKdcjWKffgXi 50.4 125

137 tonservationKofKautosomalKgeneKsyntenyKgroupsKinKmouseKandKmanYKNatureWK1978WKcheWKbgaXd 50.4 123

136
rKduplicatedKgeneKinKtheKbreakpointKregionsKofKtheKhqbbYcdKWilliamsXseurenKsyndromeKdeletionK
encodesKtheKinitiatorKbindingKproteinKTwzzXzKandKsrPXbdfWKaKphosphorylationKtargetKofKsTKYKHumani
MoleculariGeneticsWK1998WKhWKdcfXde

5.6 122

135 xuidelinesKforKreportingKclinicalKfeaturesKinKcasesKwithKMvtPcKmutationsYKBrainiandiDevelopmentWK
2001WKcdWKcaiXbb 2.2 121

134
tlinicalKandKmolecularKstudyKofKdcaKchildrenKwithKMarfanKsyndromeKandKrelatedKtypeKzK
fibrillinopathiesKinKaKseriesKofKbaajKprobandsKwithKpathogenicKwsNbKmutationsYKPediatricsWK2009WK
bcdWKdjbXi

7.4 120

133 TheKaniridiaXWilmsKtumorKassociationkKTheKcriticalKroleKofKchromosomeKbandKbbpbdYKCanceriGeneticsi
andiCytogeneticsWK1980WKcWKbdbXbdh 120

132 PrematureKterminationKmutationsKinKwsNbkKdistinctKeffectsKonKdifferentialKallelicKexpressionKandKonK
proteinKandKclinicalKphenotypesYKAmericaniJournaliofiHumaniGeneticsWK2002WKhbWKccdXdh 11 113

131 TheKTSxbabKtumorKsusceptibilityKgeneKisKlocatedKinKchromosomeKbbKbandKpbfKandKisKmutatedKinK
humanKbreastKcancerYKCellWK1997WKiiWKbedXfe 56.2 109

130 znactivatingKmutationsKinKvStOcKcauseKStKphocomeliaKandKRobertsKsyndromekKnoK
phenotypeXgenotypeKcorrelationYKAmericaniJournaliofiHumaniGeneticsWK2005WKhhWKbbbhXci 11 108

129 MutationKcreatingKaKnewKspliceKsiteKinKtheKgrowthKhormoneKreceptorKgenesKofKdhKvcuadoreanK
patientsKwithKLaronKsyndromeYKHumaniMutationWK1992WKbWKceXdc 4.7 107

128 NovelKassociationsKforKhypothyroidismKincludeKknownKautoimmuneKriskKlociYKPLoSiONEWK2012WKhWKedeeec 3.7 105

127 vvidenceKforKtheKroleKofKPWtRbZyszzXifKtZuKboxKsmallKnucleolarKRNrsKinKPraderXWilliKsyndromeYK
AmericaniJournaliofiHumaniGeneticsWK2002WKhbWKggjXhi 11 104

126 vfficientKreplicationKofKoverKbiaKgeneticKassociationsKwithKselfXreportedKmedicalKdataYKPLoSiONEWK
2011WKgWKecdehd 3.7 101

125 rKnewKRettKsyndromeKfamilyKconsistentKwithKXXlinkedKinheritanceKexpandsKtheKXKchromosomeK
exclusionKmapYKAmericaniJournaliofiHumaniGeneticsWK1997WKgbWKgdeXeb 11 100

124 tardiovascularKmanifestationsKinKmenKandKwomenKcarryingKaKwsNbKmutationYKEuropeaniHearti
JournalWK2010WKdbWKcccdXj 9.5 98
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123 tomparativeKstudyKofKbrainKmorphologyKinKMecpcKmutantKmouseKmodelsKofKRettKsyndromeYKJournali
ofiComparativeiNeurologyWK2008WKfaiWKbieXjf 3.4 98

122 MolecularKevolutionKofKtheKhumanKinterleukinXiKreceptorKgeneKclusterYKNatureiGeneticsWK1992WKcWKdbXg 36.3 98

121 terebellarKgeneKexpressionKprofilesKofKmouseKmodelsKforKRettKsyndromeKrevealKnovelKMetPcK
targetsYKBMCiMedicaliGeneticsWK2007WKiWKdg 2.1 97

120 rKseverelyKaffectedKmaleKbornKintoKaKRettKsyndromeKkindredKsupportsKXXlinkedKinheritanceKandK
allowsKextensionKofKtheKexclusionKmapYKAmericaniJournaliofiHumaniGeneticsWK1998WKgdWKcghXj 11 95

119 RsMdWKaKnovelKhumanKgeneKinKXpbbYcdKwithKaKputativeKRNrXbindingKdomainYKHumaniMoleculari
GeneticsWK1995WKeWKcdahXbb 5.6 92

118 MutationKscreeningKofKcompleteKfibrillinXbKcodingKsequencekKreportKofKfiveKnewKmutationsWKincludingK
twoKinKiXcysteineKdomainsYKHumaniMoleculariGeneticsWK1993WKcWKbibdXcb 5.6 91

117 SporadicKbilateralKretinoblastomaKandKbdqXKchromosomalKdeletionYKMedicaliandiPediatriciOncologyWK
1976WKcWKdhjXif 89

116 znvertedKtandemKSMmirrorMTKduplicationsKinKhumanKchromosomeskKXnvKdupKipWKeqWKccqYKAmericani
JournaliofiMedicaliGeneticsiPartiAWK1977WKbWKdXbj 88

115
zntrachromosomalKgeneKmappingKinKmankKassignmentKofKnucleosideKphosphorylaseKtoKregionKbecenK
leadsKtoKbeqcbKbyKinterspecificKhybridizationKofKcellsKwithKaKtSXlbeTKSpcclqcbTKtranslocationYKSomatici
CelliGeneticsWK1976WKcWKchXea

87

114 wrizzledKjKknockXoutKmiceKhaveKabnormalKsXcellKdevelopmentYKBloodWK2005WKbafWKceihXje 2.2 86

113 tontrolKofKboneKformationKbyKtheKserpentineKreceptorKwrizzledXjYKJournaliofiCelliBiologyWK2011WKbjcWKbafhXhc7.3 84

112
uenaturingKyPLtXidentifiedKnovelKwsNbKmutationsWKpolymorphismsWKandKsequenceKvariantsKinK
MarfanKsyndromeKandKrelatedKconnectiveKtissueKdisordersYKGeneticiTestingiandiMoleculariBiomarkers
WK1997WKbWKcdhXec

82

111 rnKatypicalKdeletionKofKtheKWilliamsXseurenKsyndromeKintervalKimplicatesKgenesKassociatedKwithK
defectiveKvisuospatialKprocessingKandKautismYKJournaliofiMedicaliGeneticsWK2007WKeeWKbdgXed 5.8 82

110 yumanKgenesKforKUcKsmallKnuclearKRNrKmapKtoKaKmajorKadenovirusKbcKmodificationKsiteKonK
chromosomeKbhYKNatureWK1985WKdbeWKbbfXg 50.4 80

109 xeneKexpressionKpatternsKvaryKinKclonalKcellKculturesKfromKRettKsyndromeKfemalesKwithKeightK
differentKMvtPcKmutationsYKBMCiMedicaliGeneticsWK2002WKdWKbc 2.1 79

108 tomparisonKofKfamilyKhistoryKandKSNPsKforKpredictingKriskKofKcomplexKdiseaseYKPLoSiGeneticsWK2012WK
iWKebaacjhd 6 78

107 rKnovelKxtXrichKhumanKmacrosatelliteKVNTRKinKXqceKisKdifferentiallyKmethylatedKonKactiveKandK
inactiveKXKchromosomesYKNatureiGeneticsWK1992WKbWKbdhXed 36.3 78

106
MosaicKtetrasomyKbcpkKfourKnewKcasesWKandKconfirmationKofKtheKchromosomalKoriginKofKtheK
supernumeraryKchromosomeKinKoneKofKtheKoriginalKPallisterXMosaicKsyndromeKcasesYKAmericani
JournaliofiMedicaliGeneticsiPartiAWK1987WKchWKchfXid

78
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105 thromosomeKassignmentKofKaKmurineKglucocorticoidKreceptorKgeneKSxrlXbTKusingKintraspeciesK
somaticKcellKhybridsYKCellWK1980WKccWKgfhXge 56.2 77

104 tharacterizationKandKexpressionKpatternKofKtheKfrizzledKgeneKwzdjWKtheKmouseKhomologKofKwZujK
whichKisKdeletedKinKWilliamsXseurenKsyndromeYKGenomicsWK1999WKfhWKcdfXei 4.3 75

103 znducedKchromosomeKdeletionsKcauseKhypersociabilityKandKotherKfeaturesKofKWilliamsXseurenK
syndromeKinKmiceYKEMBOiMoleculariMedicineWK2009WKbWKfaXgf 12 74

102 wibrillinKabnormalitiesKandKprognosisKinKMarfanKsyndromeKandKrelatedKdisordersYKAmericaniJournaliofi
MedicaliGeneticsiPartiAWK1995WKfiWKbgjXhg 73

101 cuNrKcloningKofKhumanKoxysterolXbindingKproteinKandKlocalizationKofKtheKgeneKtoKhumanK
chromosomeKbbKandKmouseKchromosomeKbjYKGenomicsWK1990WKhWKgfXhe 4.3 72

100 uirectKmethodKforKprenatalKdiagnosisKandKcarrierKdetectionKinKuuchenneZseckerKmuscularKdystrophyK
usingKtheKentireKdystrophinKcuNrYKAmericaniJournaliofiMedicaliGeneticsiPartiAWK1988WKcjWKhbdXcg 72

99 MutantKfibrillinXbKmonomersKlackingKvxwXlikeKdomainsKdisruptKmicrofibrilKassemblyKandKcauseKsevereK
marfanKsyndromeYKHumaniMoleculariGeneticsWK1996WKfWKbfibXh 5.6 70

98 LackKofKPwcrbZMszzXifKsnoRNrKisKcriticalKforKneonatalKlethalityKinKPraderXWilliKsyndromeKmouseK
modelsYKMammalianiGenomeWK2005WKbgWKeceXdb 3.2 69

97 thromosomalKmappingKofKtheKgeneKforKtheKtypeKzzKinsulinXlikeKgrowthKfactorK
receptorZcationXindependentKmannoseKgXphosphateKreceptorKinKmanKandKmouseYKGenomicsWK1988WKdWKcceXj4.3 69

96 rssignmentKofKtheKgeneKforKcystathionineKbetaXsynthaseKtoKhumanKchromosomeKcbKinKsomaticKcellK
hybridsYKHumaniGeneticsWK1984WKgfWKcjbXe 6.3 68

95 TheKcXyaXrasbWKinsulinKandKbetaXglobinKlociKmapKoutsideKtheKdeletionKassociatedKwithKaniridiaXWilmsRK
tumourYKNatureWK1983WKdafWKgebXd 50.4 67

94 TheKmyelinXassociatedKglycoproteinKgenekKmappingKtoKhumanKchromosomeKbjKandKmouseK
chromosomeKhKandKexpressionKinKquiveringKmiceYKGenomicsWK1987WKbWKbahXbc 4.3 65

93
rssignmentKofKtheKhumanKgeneKforKmuscleXtypeKphosphofructokinaseKSPwKMTKtoKchromosomeKbK
SregionKcenKleadsKtoKqdcTKusingKsomaticKcellKhybridsKandKmonoclonalKantiXMKantibodyYKSomaticiCelli
GeneticsWK1982WKiWKjfXbae

65

92 SerotoninKreceptorKbcKgeneKassignedKtoKXKchromosomeKinKhumanKSbandKqceTKandKmouseKSbandsK
uXweTYKHumaniMoleculariGeneticsWK1992WKbWKgibXe 5.6 63

91 PartialKtriplicationKandKdeletionKofKbdqkKstudyKofKaKfamilyKpresentingKwithKbilateralKretinoblastomasYK
ClinicaliGeneticsWK1979WKbfWKddcXef 4 62

90
SkeletogenicKphenotypeKofKhumanKMarfanKembryonicKstemKcellsKfaithfullyKphenocopiedKbyK
patientXspecificKinducedXpluripotentKstemKcellsYKProceedingsiofitheiNationaliAcademyiofiSciencesiofi
theiUnitediStatesiofiAmericaWK2012WKbajWKcbfXca

11.5 60

89 ManifestationsKandKlinkageKanalysisKinKXXlinkedKautoimmunityXimmunodeficiencyKsyndromeYK
AmericaniJournaliofiMedicaliGeneticsiPartiAWK2000WKjaWKdjaXh 59

88 NovelKmutationsKinKtheKWiskottXrldrichKsyndromeKproteinKgeneKandKtheirKeffectsKonKtranscriptionalWK
translationalWKandKclinicalKphenotypesYKHumaniMutationWK1999WKbeWKfeXgg 4.7 58
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87 yumanKluteinizingKhormoneXreleasingKhormoneKgeneKSLyRyTKisKlocatedKonKshortKarmKofK
chromosomeKiKSregionKipbbYcXXXXpcbTYKSomaticiCelliandiMoleculariGeneticsWK1986WKbcWKjfXbaa 58

86 rniridiaKcausedKbyKaKheritableKchromosomeKbbKdeletionYKOphthalmologyWK1979WKigWKbbhdXid 7.3 58

85 MvtPcKtruncatingKmutationsKcauseKhistoneKyeKhyperacetylationKinKRettKsyndromeYKHumani
MoleculariGeneticsWK2001WKbaWKbaifXjc 5.6 57

84 uealingKwithKtheKunexpectedkKconsumerKresponsesKtoKdirectXaccessKsRtrKmutationKtestingYKPeerJWK
2013WKbWKei 3.1 55

83 zdentificationKofKcisXregulatoryKelementsKforKMvtPcKexpressionYKHumaniMoleculariGeneticsWK2006WK
bfWKbhgjXic 5.6 55

82
znKvivoKnucleaseKhypersensitivityKstudiesKrevealKmultipleKsitesKofKparentalKoriginXdependentK
differentialKchromatinKconformationKinKtheKbfaKkbKSNRPNKtranscriptionKunitYKHumaniMoleculari
GeneticsWK1999WKiWKfffXgg

5.6 54

81 MouseKchromosomeKfKcodesKforKecotropicKmurineKleukaemiaKvirusKcellXsurfaceKreceptorYKNatureWK
1978WKcheWKgaXc 50.4 53

80 xeneKforKlymphoidKenhancerXbindingKfactorKbKSLvwbTKmappedKtoKhumanKchromosomeKeKSqcdXqcfTK
andKmouseKchromosomeKdKnearKvgfYKGenomicsWK1991WKbbWKbaeaXi 4.3 51

79 LocalisationKofKtheKxKgammaXWKrKgammaXWKdeltaXKandKbetaXglobinKgenesKonKtheKshortKarmKofKhumanK
chromosomeKbbYKNatureWK1979WKcibWKgagXi 50.4 51

78 uuplicationKbcqKmosaicismKinKtwoKunrelatedKpatientsKwithKaKsimilarKsyndromeYKAmericaniJournaliofi
MedicaliGeneticsiPartiAWK1980WKhWKbcdXj 51

77 xeneticKvariantsKassociatedKwithKbreastKsizeKalsoKinfluenceKbreastKcancerKriskYKBMCiMedicaliGeneticsWK
2012WKbdWKfd 2.1 50

76 zsolationWKchromosomalKmappingWKandKexpressionKofKtheKmouseKtyrosinaseKgeneYKJournaliofi
InvestigativeiDermatologyWK1989WKjdWKfijXje 4.3 50

75 StructuralWKfunctionalKanalysisKandKlocalizationKofKtheKhumanKtrPbiKgeneYKFEBSiLettersWK1996WKdjiWKheXia 3.8 49

74 PrognosisKfactorsKinKprobandsKwithKanKwsNbKmutationKdiagnosedKbeforeKtheKageKofKbKyearYKPediatrici
ResearchWK2011WKgjWKcgfXha 3.2 48

73 MolecularKbreakpointKcloningKandKgeneKexpressionKstudiesKofKaKnovelKtranslocationK
tSelbfTSqchlqbbYcTKassociatedKwithKPraderXWilliKsyndromeYKBMCiMedicaliGeneticsWK2005WKgWKbi 2.1 48

72 WilliamsKSWilliamsKseurenTKsyndromekKaKdistinctKneurobehavioralKdisorderYKJournaliofiChildi
NeurologyWK2001WKbgWKbhhXja 2.5 47

71 xrowthKhormoneKreceptorKdeficiencyKinKvcuadorYKJournaliofiClinicaliEndocrinologyiandiMetabolismWK
1999WKieWKeedgXed 5.6 47

70 MechanismsKofKdiseasekKneurogeneticsKofKMetPcKdeficiencyYKNatureiClinicaliPracticeiNeurologyWK
2006WKcWKcbcXcb 45

(2006-1986)

7



69 uLXfKandKuLXgKexpressionKisKbiallelicKandKnotKmodulatedKbyKMetPcKdeficiencyYKAmericaniJournaliofi
HumaniGeneticsWK2007WKibWKejcXfag 11 44

68
wourKcontiguousKaminoKacidKsubstitutionsWKidentifiedKinKpatientsKwithKLaronKsyndromeWKdifferentlyK
affectKtheKbindingKaffinityKandKintracellularKtraffickingKofKtheKgrowthKhormoneKreceptorYKJournaliofi
ClinicaliEndocrinologyiandiMetabolismWK1998WKidWKeeibXj

5.6 43

67 UtilizationKofKpurinesKbyKanKyPRTKvariantKinKanKintelligentWKnonmutilativeKpatientKwithKfeaturesKofK
theKLeschXNyhanKsyndromeYKPediatriciResearchWK1979WKbdWKbdgfXha 3.2 43

66 MultiXexonKdeletionsKofKtheKwsNbKgeneKinKMarfanKsyndromeYKBMCiMedicaliGeneticsWK2001WKcWKbb 2.1 42

65 xenesKforKtheKtPvKreceptorKStPvTRbTKandKtheKhumanKhomologKofKRVPbKStPvTRcTKareKlocalizedK
withinKtheKWilliamsXseurenKsyndromeKdeletionYKGenomicsWK1998WKfeWKefdXj 4.3 41

64 TheKquestionKofKheterogeneityKinKMarfanKsyndromeYKNatureiGeneticsWK1995WKjWKcciXdb 36.3 41

63 TheKhumanKtyrosineKaminotransferaseKgeneKmappedKtoKtheKlongKarmKofKchromosomeKbgKSregionK
bgqccXXXXqceTKbyKsomaticKcellKhybridKanalysisKandKinKsituKhybridizationYKHumaniGeneticsWK1986WKhcWKccbXe 6.3 41

62
RegionalKassignmentKofKtheKhumanKgeneKforKplateletXtypeKphosphofructokinaseKSPwKPTKtoK
chromosomeKbapkKnovelKuseKofKpolyspecificKrodentKantiseraKtoKlocalizeKhumanKenzymeKgenesYK
HumaniGeneticsWK1983WKgdWKdheXj

6.3 41

61 TheKbetaXglobinKgeneKisKonKtheKshortKarmKofKhumanKchromosomeKbbYKNatureWK1980WKcidWKgidXg 50.4 41

60 TheKmouseKhomologKofKtheKWiskottXrldrichKsyndromeKproteinKSWrSPTKgeneKisKhighlyKconservedKandK
mapsKnearKtheKscurfyKSsfTKmutationKonKtheKXKchromosomeYKGenomicsWK1995WKcjWKehbXh 4.3 40

59 rKmouseKsingleXcopyKgeneWKxtfciWKtheKhomologKofKhumanKxTwczWKthatKisKduplicatedKinKtheK
WilliamsXseurenKsyndromeKdeletionKregionYKGenomicsWK1998WKeiWKbgdXha 4.3 39

58 uiagnosticKtestKforKtheKPraderXWilliKsyndromeKbyKSNRPNKexpressionKinKbloodYKLancetwiTheWK1996WK
deiWKbagiXj 40 36

57 thromosomalKmappingKofKbrainXderivedKneurotrophicKfactorKandKneurotrophinXdKgenesKinKmanKandK
mouseYKGenomicsWK1991WKbaWKfgjXhf 4.3 35

56 TheKNXrasKoncogeneKassignedKtoKtheKshortKarmKofKhumanKchromosomeKbYKNucleiciAcidsiResearchWK
1983WKbbWKfcghXhf 20.1 34

55
tomparativeKanalysisKofKmouseXhumanKhybridsKwithKrearrangedKchromosomesKbKbyKinKsituK
hybridizationKandKSouthernKblottingkKhighXresolutionKmappingKofKNRrSWKNxwsWKandKrMYKonKhumanK
chromosomeKbYKSomaticiCelliandiMoleculariGeneticsWK1984WKbaWKfijXjj

34
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