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j Paper IF Citations

225 ßrogenitorKcellsKderivedKfromKgeneXengineeredKhumanKinducedKpluripotentKstemKcellsKasKsyntheticK
cancerKcellKalternativesKforKinKvitroKpharmacologyYYKBiotechnologyeJournalWK2022WKe2][[dga 5.6 1

224  tpX[aYK eurologicalKmanifestationsKinKchildrenKandKadolescentsKwithK eurofibromatosisKtypeK]KXK
wmplicationsKforKmanagementKandKsurveillanceYKNeurotOncologyWK2022WK2bWKi]2fXi]2f 1

223 ocuteKmyeloidKleukemiaXinducedKfunctionalKinhibitionKofKhealthyKqrabVKhematopoieticKstemKandK
progenitorKcellsYKStemeCellsWK2021WKagWK]2e[X]2fb 5.8 0

222 ßrofoundKinhibitionKofKqreaXdependentKformationKofKantiXinflammatoryKadenosineKinKpKcellsKofKüzsK
patientsYKEBioMedicineWK2021WKeaWK][ad]d 8.8 3

221 oKr oKrepairKdisorderKcausedKbyKdeKnovoKmonoallelicKrrp]KvariantsKisKassociatedKwithKaK
neurodevelopmentalKsyndromeYKAmericaneJournaleofeHumaneGeneticsWK2021WK][fWKebgXecd 11 1

220 o yör]]KvariantshKypuKsyndromeKandKbeyondYKClinicaleGeneticsWK2021WK][[WK]feX2[[ 4 4

219 üwarmKzearningKforKdecentralizedKandKconfidentialKclinicalKmachineKlearningYKNatureWK2021WKcgbWK2dcX2e[50.4 89

218 q2orfdgKmutationsKdisruptKmitochondrialKfunctionKandKcauseKaKmultisystemKhumanKdisorderKwithK
recurringKautoinflammationYKJournaleofeClinicaleInvestigationWK2021WK]a]WK 15.9 2

217 refiningKtheKphenotypicalKspectrumKassociatedKwithKvariantsKinYKJournaleofeMedicaleGeneticsWK2021WK
cfWKaaXb[ 5.8 3

216 èöwqv]KvariantsKinKδerveriXpradyKsyndromeXdelineationKofKtheKgenotypicKandKphenotypicKspectrumYK
ClinicaleGeneticsWK2021WKggWK]ggX2[e 4 1

215 refiningKtheKgenotypicKandKphenotypicKspectrumKofKXXlinkedK–üzaXrelatedKdisorderYKGeneticseine
MedicineWK2021WK2aWKafbXagc 8.1 0

214 ßontocerebellarKhypoplasiaKdueKtoKbiXallelicKvariantsKinK–w ßß]YKEuropeaneJournaleofeHumane
GeneticsWK2021WK2gWKb]]Xb2] 5.3 5

213 ocademicKapplicationKofKuoodKqellKqultureKßracticeKforKinducedKpluripotentKstemKcellsYKALTEX:e
AlternativeseToeAnimaleExperimentationWK2021WKafWKcgcXd]b 4.3 4

212
wntellectualKdisabilityKassociatedKwithKcraniofacialKdysmorphismWKcleftKpalateWKandKcongenitalKheartK
defectKdueKtoKaKdeKnovoK–swü2KmutationhKoKclinicalKlongitudinalKstudyYKAmericaneJournaleofeMedicale
GeneticsseParteAWK2021WK]fcWK]2]dX]22]

2.5 1

211 –utationsKinKoreKaK ovelKqauseKofKuallowayX–owatKüyndromeYKJournaleofetheeAmericaneSocietyeofe
Nephrology:eJASNWK2021WKa2WKcf[Xcgd 12.7 3

210 γniqueKvariantsKinKqzq aWKencodingKanKendosomalKanionZprotonKexchangerWKunderlieKaKspectrumKofK
neurodevelopmentalKdisordersYKAmericaneJournaleofeHumaneGeneticsWK2021WK][fWK]bc[X]bdc 11 0

209 uenotypeXphenotypeKcorrelationsKinKüq foXrelatedKdisordersKrevealKprognosticKandKtherapeuticK
implicationsYKBrainWK2021WK 11.2 8
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208 sarlyKwt X˛–KsignaturesKandKpersistentKdysfunctionKareKdistinguishingKfeaturesKofK yKcellsKinKsevereK
qOδwrX]gYKImmunityWK2021WKcbWK2dc[X2ddgYe]b 32.3 31

207 αheKrecurrentKmissenseKmutationKpYSorgadeαrpTKinKYoöü]KcausesKaKdistinctKneurodevelopmentalK
phenotypeYKJournaleofeMoleculareMedicineWK2021WKggWK]eccX]edf 5.5 0

206 ueneticsKofKcraniofacialKmalformationsYKSeminarseineFetaleandeNeonataleMedicineWK2021WK2dWK][]2g[ 3.7

205 piallelicKvariantsKinKYörqKcauseKaKdevelopmentalKdisorderKwithKprogeroidKfeaturesYKHumaneGeneticsWK
2021WK]b[WK]degX]dga 6.3 1

204 qaseKöeporthKüevereK eonatalKqourseKinKßaternallyKrerivedKtamilialKvypocalciuricKvypercalcemiaYK
FrontierseineEndocrinologyWK2021WK]2WKe[[d]2 5.7 0

203  ineKnewlyKidentifiedKindividualsKrefineKtheKphenotypeKassociatedKwithK–Yα]zKmutationsYKAmericane
JournaleofeMedicaleGeneticsseParteAWK2020WK]f2WK][2]X][a] 2.5 7

202
qharacterizationKandKapplicationKofKelectricallyKactiveKneuronalKnetworksKestablishedKfromKhumanK
inducedKpluripotentKstemKcellXderivedKneuralKprogenitorKcellsKforKneurotoxicityKevaluationYKSteme
CelleResearchWK2020WKbcWK][]ed]

1.6 14

201 üelteneKαumorerkrankungenYKOnkologeWK2020WK2dWK2[2X2[b 0.1

200 üoöüXqoδX2KtargetsKneuronsKofKarKhumanKbrainKorganoidsYKEMBOeJournalWK2020WKagWKe][d2a[ 13 206

199
piXallelicKδariantsKinKöozuoßo]KqauseKßrofoundK eurodevelopmentalKrisabilityWK–uscularK
vypotoniaWKwnfantileKüpasmsWKandKteedingKobnormalitiesYKAmericaneJournaleofeHumaneGeneticsWK2020WK
][dWK2bdX2cc

11 6

198 qholineKtransporterXlikeK]KdeficiencyKcausesKaKnewKtypeKofKchildhoodXonsetKneurodegenerationYK
BrainWK2020WK]baWKgbX]]] 11.2 7

197 zongitudinalK–ultiXomicsKonalysesKwdentifyKöesponsesKofK–egakaryocytesWKsrythroidKqellsWKandK
ßlasmablastsKasKvallmarksKofKüevereKqOδwrX]gYKImmunityWK2020WKcaWK]2gdX]a]bYeg 32.3 109

196 üevereKqOδwrX]gKwsK–arkedKbyKaKrysregulatedK–yeloidKqellKqompartmentYKCellWK2020WK]f2WK]b]gX]bb[Ye2a56.2 558

195 αheKSTKßromoterKßolymorphismsKSrsa[daadfWKrseccd22TKßredictKocuteKyidneyKwnjuryKandKreathKafterK
qardiacKüurgeryYKJournaleofeClinicaleMedicineWK2020WKgWK 5.1 5

194  ovelKsXOüqaKpathogenicKvariantKresultsKinKaKmildKcourseKofKneurologicKdiseaseKwithKcerebellumK
involvementYKEuropeaneJournaleofeMedicaleGeneticsWK2020WKdaWK][adbg 2.6 5

193 ßOzö]pKandKneuralKcrestKcellKanomaliesKinKαreacherKqollinsKsyndromeKtypeKbYKGeneticseineMedicineWK
2020WK22WKcbeXccd 8.1 26

192 tatalKmetabolicKdecompensationKinKcarbonicKanhydraseKδoKdeficiencyKdespiteKearlyKtreatmentKandK
controlKofKhyperammonemiaYKGeneticseineMedicineWK2020WK22WKdcbXdcc 8.1 5

191 tragileKXKmentalKretardationKproteinKprotectsKagainstKtumourKnecrosisKfactorXmediatedKcellKdeathK
andKliverKinjuryYKGutWK2020WKdgWK]aaX]bc 19.2 6

(2020-2021)
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190 reKnovoKvariantsKinKßoy]KleadKtoKintellectualKdisabilityKwithKmacrocephalyKandKseizuresYKBrainWK2019WK
]b2WKaac]Xaacg 11.2 9

189 piXallelicKδariantsKinK–sααzcKqauseKoutosomalXöecessiveKwntellectualKrisabilityKandK–icrocephalyYK
AmericaneJournaleofeHumaneGeneticsWK2019WK][cWKfdgXfef 11 33

188  extXgenerationKsequencingKofKa2KgenesKassociatedKwithKhereditaryKaortopathiesKandKrelatedK
disordersKofKconnectiveKtissueKinKaKcohortKofK]ggKpatientsYKGeneticseineMedicineWK2019WK2]WK]fa2X]fb] 8.1 16

187 –oyamoyaKangiopathyKinKßvoqsKsyndromeKnotKassociatedKwithKö t2]aKvariantsYKChildmseNervouse
SystemWK2019WKacWK]2a]X]2ae 1.7 2

186 üO KhaploinsufficiencyKcausesKimpairedKpreXmö oKsplicingKofKqoyγαKgenesKandKheterogeneousK
renal´ phenotypesYKKidneyeInternationalWK2019WKgcWK]bgbX]c[b 9.9 9

185 –utationsKinKü–oöqp]KandKinKotherKqoffinXüirisKsyndromeKgenesKleadKtoKvariousKbrainKmidlineK
defectsYKNatureeCommunicationsWK2019WK][WK2gdd 17.4 9

184 vowKwKapproachKhereditaryKcancerKpredispositionKinKaKchildKwithKcancerYKPediatriceBloodeandeCancerWK
2019WKddWKe2eg]d 3 3

183 uenomeXWideKonalysisKofKtheK ucleosomeKzandscapeKinKwndividualsKwithKqoffinXüirisKüyndromeYK
CytogeneticeandeGenomeeResearchWK2019WK]cgWK]X]] 1.9 3

182 svolutionaryKconservedKnetworksKofKhumanKheightKidentifyKmultipleK–endelianKcausesKofKshortK
statureYKEuropeaneJournaleofeHumaneGeneticsWK2019WK2eWK][d]X][e] 5.3 7

181
reK ovoK–utationsKoffectingKtheKqatalyticKq˛–KüubunitKofKßß2oWKßßß2qoWKqauseKüyndromicK
wntellectualKrisabilityKöesemblingKOtherKßß2oXöelatedK eurodevelopmentalKrisordersYKAmericane
JournaleofeHumaneGeneticsWK2019WK][bWK]agX]cd

11 18

180 γpèz bKöepressesKvomologousKöecombinationKandKwsKOverexpressedKinKoggressiveKαumorsYKCellWK
2019WK]edWKc[cXc]gYe22 56.2 68

179 ueneKexpressionKprofilingKinKaggressiveKdigitalKpapillaryKadenocarcinomaKshedsKlightKonKtheK
architectureKofKaKrareKsweatKglandKcarcinomaYKBritisheJournaleofeDermatologyWK2019WK]f[WK]]c[X]]d[ 4 13

178 αheKoöwr]pKspectrumKinK]baKpatientshKfromKnonsyndromicKintellectualKdisabilityKtoKqoffinXüirisK
syndromeYKGeneticseineMedicineWK2019WK2]WK]2gcX]a[e 8.1 36

177 tamilyXbasedKgermlineKsequencingKinKchildrenKwithKcancerYKOncogeneWK2019WKafWK]adeX]af[ 9.2 17

176 ueneticsKofKintellectualKdisabilityKinKconsanguineousKfamiliesYKMolecularePsychiatryWK2019WK2bWK][2eX][ag 15.1 79

175 αheKepilepsyKphenotypicKspectrumKassociatedKwithKaKrecurrentKqγX2KvariantYKAnnalseofeNeurologyWK
2018WKfaWKg2dXgab 9.4 11

174 –utationsKinKtheKpotXqomplexKüubunitKrßt2KoreKossociatedKwithKqoffinXüirisKüyndromeYKAmericane
JournaleofeHumaneGeneticsWK2018WK][2WKbdfXbeg 11 37

173 ueneticKpredispositionKinKchildrenKwithKcancerKXKaffectedKfamiliesRKacceptanceKofKαrioXWsüYKEuropeane
JournaleofePediatricsWK2018WK]eeWKcaXd[ 4.1 20

Dagmar Wieczorek

4



172 qlinicalKrelevanceKofKsystematicKphenotypingKandKexomeKsequencingKinKpatientsKwithKshortKstatureYK
GeneticseineMedicineWK2018WK2[WKda[Xdaf 8.1 68

171
turtherKevidenceKforKcomplexKinheritanceKofKholoprosencephalyhKzessonsKlearnedKfromKpreXKandK
postnatalKdiagnosticKtestingKinKuermanyYKAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseine
MedicaleGeneticsWK2018WK]efWK]gfX2[c

3.1 2

170 pqz]]pKmutationsKinKpatientsKaffectedKbyKaKneurodevelopmentalKdisorderKwithKreducedKtypeK2K
innateKlymphoidKcellsYKBrainWK2018WK]b]WK22ggX2a]] 11.2 36

169
ongelmanKüyndromeXoffectedKwndividualKwithKaK umericallyK ormalKyaryotypeKandKwsodisomicK
ßaternalKγniparentalKrisomyKofKqhromosomeK]cKdueKtoK–aternalKöobertsonianKαranslocationK
S]bi]cTKbyK–onosomyKöescueYKCytogeneticeandeGenomeeResearchWK2018WK

1.9 1

168
reK ovoKandKwnheritedKzossXofXtunctionKδariantsKinKαzy2hKqlinicalKandKuenotypeXßhenotypeK
svaluationKofKaKristinctK eurodevelopmentalKrisorderYKAmericaneJournaleofeHumaneGeneticsWK2018WK
][2WK]]gcX]2[a

11 24

167 üevereKneurocognitiveKandKgrowthKdisordersKdueKtoKvariationKinKαvOq2WKanKessentialKcomponentKofK
nuclearKmö oKexportKmachineryYKHumaneMutationWK2018WKagWK]]2dX]]af 4.7 8

166 ristinctiveKfacialKfeaturesKinKidiopathicK–oyamoyaKdiseaseKinKqaucasianshKaKfirstKsystematicKanalysisYK
PeerJWK2018WKdWKebeb[ 3.1 7

165 uenetikKvonKwntelligenzKundKkognitivenKütˆ¶rungenKâ��KeinKkomplexesWKaberKrelevantesKαhemaKnichtK
nurKfˆ…rKdieKvumangenetikYKMedizinischeeGenetikWK2018WKa[WKa[cXa[c 0.5

164 outosomalKdominantKintellectualKdisabilityYKMedizinischeeGenetikWK2018WKa[WKa]fXa22 0.5 18

163 ßenetranceKandKsxpressivityKinKwnheritedKqancerKßredisposingKüyndromesYKTrendseineCancerWK2018WKbWKe]fXe2f12.5 21

162 ueneticKvariantsKinKcomponentsKofKtheK ozq Xγ qf[Xγ qegKionKchannelKcomplexKcauseKaKbroadK
clinicalKphenotypeKS ozq KchannelopathiesTYKHumaneGeneticsWK2018WK]aeWKecaXedf 6.3 19

161
WilmsRKαumorK]KueneKsxpressionKγsingKaKütandardizedKsuropeanKzeukemia etXqertifiedKossayK
qomparedKtoKOtherK–ethodsKforKretectionKofK–inimalKöesidualKriseaseKinK–yelodysplasticK
üyndromeKandKocuteK–yelogenousKzeukemiaKafterKollogeneicKploodKütemKqellKαransplantationYK
BiologyeofeBloodeandeMarroweTransplantationWK2018WK2bWK2aaeX2aba

4.7 36

160 reKnovoKtpXO]]KmutationsKareKassociatedKwithKintellectualKdisabilityKandKbehaviouralKanomaliesYK
HumaneGeneticsWK2018WK]aeWKb[]Xb]] 6.3 20

159 wsolatedKßösßzKdeficiencyKassociatedKwithKcongenitalKmyasthenicKsyndromeX22YKKlinischeePadiatrieWK
2018WK2a[WK2f]X2fa 0.9 6

158 slucidatingKtheKgeneticKarchitectureKofKodamsXOliverKsyndromeKinKaKlargeKsuropeanKcohortYKHumane
MutationWK2018WKagWK]2bdX]2d] 4.7 21

157 veterozygosityKforKoöwr2KlossXofXfunctionKmutationsKinKindividualsKwithKaKqoffinXüirisKsyndromeXlikeK
phenotypeYKHumaneGeneticsWK2017WK]adWK2geXa[c 6.3 33

156 riagnosticKYieldKandK ovelKqandidateKuenesKbyKsxomeKüequencingKinK]c2KqonsanguineousKtamiliesK
WithK eurodevelopmentalKrisordersYKJAMAePsychiatryWK2017WKebWK2gaX2gg 14.5 116

155 –utationsKinKchromatinKregulatorsKfunctionallyKlinkKqorneliaKdeKzangeKsyndromeKandKclinicallyK
overlappingKphenotypesYKHumaneGeneticsWK2017WK]adWKa[eXa2[ 6.3 40

(2017-2018)
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154 veterozygousKv ö ßγKvariantsKcauseKearlyKonsetKepilepsyKandKsevereKintellectualKdisabilityYK
HumaneGeneticsWK2017WK]adWKf2]Xfab 6.3 39

153 δariantsKinKqßzX]KinKtwoKfamiliesKwithKautosomalXrecessiveKsevereKinfantileKmyoclonicKepilepsyKandK
wrYKEuropeaneJournaleofeHumaneGeneticsWK2017WK2cWKffgXfga 5.3 19

152 outosomalKdominantKfrontometaphysealKdysplasiahKrelineationKofKtheKclinicalKphenotypeYKAmericane
JournaleofeMedicaleGeneticsseParteAWK2017WK]eaWK]eagX]ebd 2.5 16

151  ewKinsightsKintoKtheKimprintedK–sufXr–öKinK]bqa2KandKclinicalKandKmolecularKdescriptionKofK
novelKpatientsKwithKαempleKsyndromeYKEuropeaneJournaleofeHumaneGeneticsWK2017WK2cWKgacXgbc 5.3 21

150 qentralKnervousKsystemKanomaliesKinKtwoKfemalesKwithKporjesonXtorssmanXzehmannKsyndromeYK
EpilepsyeandeBehaviorWK2017WKdgWK][bX][g 3.2 4

149 painbridgeXöopersKsyndromeKcausedKbyKlossXofXfunctionKvariantsKinKoüXzahKaKrecognizableK
conditionYKEuropeaneJournaleofeHumaneGeneticsWK2017WK2cWK]faX]g] 5.3 28

148 –utationsKinKtheKhistoneKmethyltransferaseKgeneKy–α2pKcauseKcomplexKearlyXonsetKdystoniaYK
NatureeGeneticsWK2017WKbgWK22aX2ae 36.3 116

147 outismKspectrumKdisorderKandKziXtraumeniKsyndromehKpurelyKcoincidentalKorKmechanisticallyK
associatedmYKMoleculareandeCellularePediatricsWK2017WKbWKf 3.3

146 ueneticKscreeningKconfirmsKheterozygousKmutationsKinKoqo KasKaKmajorKcauseKofKidiopathicKshortK
statureYKScientificeReportsWK2017WKeWK]222c 4.9 37

145 Wrö2dKvaploinsufficiencyKqausesKaKöecognizableKüyndromeKofKwntellectualKrisabilityWKüeizuresWK
obnormalKuaitWKandKristinctiveKtacialKteaturesYKAmericaneJournaleofeHumaneGeneticsWK2017WK][]WK]agX]bf 11 31

144 wdentificationKofKnewKαöwß]2KvariantsKandKdetailedKclinicalKevaluationKofKindividualsKwithK
nonXsyndromicKintellectualKdisabilityKwithKorKwithoutKautismYKHumaneGeneticsWK2017WK]adWK]egX]g2 6.3 29

143
reKnovoKmicrodeletionsKandKpointKmutationsKaffectingKüOX2KinKthreeKindividualsKwithKintellectualK
disabilityKbutKwithoutKmajorKeyeKmalformationsYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2017WK
]eaWKbacXbba

2.5 14

142 vematopoieticKütemKqellKαransplantationKinKanKwnfantKwithKwmmunodeficiencyWKqentromericK
wnstabilityWKandKtacialKonomalyKüyndromeYKFrontierseineImmunologyWK2017WKfWKeea 8.4 10

141 wdentificationKofKcausativeKvariantsKinKαX zboKinKpurnX–cyeownKsyndromeKandKisolatedKchoanalK
atresiaYKEuropeaneJournaleofeHumaneGeneticsWK2017WK2cWK]]2dX]]aa 5.3 7

140 zossXofXfunctionKvariantsKinKvwδsß2KareKaKcauseKofKintellectualKdisabilityYKEuropeaneJournaleofeHumane
GeneticsWK2016WK2bWKccdXd] 5.3 28

139 riagnosticKalgorithmsKinKqharcotX–arieXαoothKneuropathieshKexperiencesKfromKaKuermanKgeneticK
laboratoryKonKtheKbasisKofK]2[dKindexKpatientsYKClinicaleGeneticsWK2016WKfgWKabXba 4 48

138
reK ovoK–utationsKinKüO KrisruptKö oKüplicingKofKuenesKsssentialKforKprainKrevelopmentKandK
–etabolismWKqausingKanKwntellectualXrisabilityKüyndromeYKAmericaneJournaleofeHumaneGeneticsWK2016
WKggWKe]]Xe]g

11 44

137 reKnovoKnonsenseKandKframeshiftKvariantsKofKαqt2[KinKindividualsKwithKintellectualKdisabilityKandK
postnatalKovergrowthYKEuropeaneJournaleofeHumaneGeneticsWK2016WK2bWK]eagX]ebc 5.3 20
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136 oüßß2KdeficiencyKcausesKfeaturesKofK]qb]qb2KmicrodeletionKsyndromeYKCelleDeatheande
DifferentiationWK2016WK2aWK]geaX]gfb 12.7 5

135 –utationsKinK–oßayeKthatKolterKtheKoctivityKofKtheKαoy]KüignalingKqomplexKqauseK
trontometaphysealKrysplasiaYKAmericaneJournaleofeHumaneGeneticsWK2016WKggWKag2Xb[d 11 34

134  ovelKmicrodeletionsKonKchromosomeK]bqa2Y2KsuggestKaKpotentialKroleKforKnonXcodingKö osKinK
yagamiXOgataKsyndromeYKEuropeaneJournaleofeHumaneGeneticsWK2016WK2bWK]e2bX]e2g 5.3 19

133 ößoKandKöadc]KconstituteKaKcellKintrinsicKmechanismKtoKprotectKtheKcytosolKfromKselfKr oYKNaturee
CommunicationsWK2016WKeWK]]ec2 17.4 88

132 uenomeXwideKmethylationKanalysisKofKretrocopyXassociatedKqpuKislandsKandKtheirKgenomicK
environmentYKEpigeneticsWK2016WK]]WK2]dX2d 5.7 6

131 wdentificationKandKtunctionalKqharacterizationKofKαwoKwntronicK wßpzK–utationsKinKαwoKßatientsK
withKqorneliaKdeKzangeKüyndromeYKBioMedeResearcheInternationalWK2016WK2[]dWKfeb2gag 3 11

130 ueneticKonalysisKofKRßoXdX egativeRKwndividualsKwithKoniridiaKorKuillespieKüyndromeYKPLoSeONEWK2016
WK]]WKe[]caece 3.7 34

129 –utationKγpdateKforKyabukiKüyndromeKuenesKy–α2rKandKyr–doKandKturtherKrelineationKofK
XXzinkedKyabukiKüyndromeKüubtypeK2YKHumaneMutationWK2016WKaeWKfbeXdb 4.7 89

128 sxpandingKtheKclinicalKspectrumKofKtheKRvroqfXphenotypeRKXKimplicationsKforKmolecularKdiagnosticsWK
counselingKandKriskKpredictionYKClinicaleGeneticsWK2016WKfgWKcdbXea 4 29

127 XXlinkedKrecessiveKδoqαsözXvKdueKtoKaKmutationKinKto qpKinKaKpretermKboyYKClinicaleDysmorphology
WK2016WK2cWKeaXd 0.9 8

126 outosomalKdominantKspinalKmuscularKatrophyKwithKlowerKextremityKpredominancehKoKrecognizableK
phenotypeKofKpwqr2KmutationsYKMuscleeandeNerveWK2016WKcbWKbgdXc[[ 3.4 18

125 oKsyndromeKofKmicrocephalyWKshortKstatureWKpolysyndactylyWKandKdentalKanomaliesKcausedKbyKaK
homozygousKyoα p]KmutationYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2016WK]e[WKe2fXaa 2.5 10

124 αentativeKclinicalKdiagnosisKofKzujanXtrynsKsyndromeXXoKconglomerationKofKdifferentKgeneticK
entitiesmYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2016WK]e[oWKgbX][2 2.5 10

123 sxomeKsequencingKunravelsKunexpectedKdifferentialKdiagnosesKinKindividualsKwithKtheKtentativeK
diagnosisKofKqoffinXüirisKandK icolaidesXparaitserKsyndromesYKHumaneGeneticsWK2015WK]abWKccaXdf 6.3 47

122 wnfectiousKandKimmunologicKphenotypeKofK–sqß2KduplicationKsyndromeYKJournaleofeClinicale
ImmunologyWK2015WKacWK]dfXf] 5.7 27

121 ocrofacialKrysostosisWKqincinnatiKαypeWKaK–andibulofacialKrysostosisKüyndromeKwithKzimbK
onomaliesWKwsKqausedKbyKßOzö]oKrysfunctionYKAmericaneJournaleofeHumaneGeneticsWK2015WKgdWKedcXeb 11 46

120 oKreviewKofKcraniofacialKdisordersKcausedKbyKspliceosomalKdefectsYKClinicaleGeneticsWK2015WKffWKb[cX]c 4 60

119 öeconstructionKofKimagesKfromKuaborKgraphsKwithKapplicationsKinKfacialKimageKprocessingYK
InternationaleJournaleofeWaveletsseMultiresolutioneandeInformationeProcessingWK2015WK]aWK]cc[[]g 0.9 5

(2015-2016)
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118 RüplittingKversusKlumpingRhKαempleXparaitserKandKZimmermannXzabandKüyndromesYKHumaneGeneticsWK
2015WK]abWK][fgXge 6.3 17

117 reK ovoK–utationsKinKqvo–ß]KqauseKwntellectualKrisabilityKwithKüevereKüpeechKwmpairmentYK
AmericaneJournaleofeHumaneGeneticsWK2015WKgeWKbgaXc[[ 11 55

116 turtherKdelineationKofKtheKyoαdpKmolecularKandKphenotypicKspectrumYKEuropeaneJournaleofeHumane
GeneticsWK2015WK2aWK]]dcXe[ 5.3 45

115 reKnovoKmutationsKinKbetaXcateninKSqα  p]TKappearKtoKbeKaKfrequentKcauseKofKintellectualK
disabilityhKexpandingKtheKmutationalKandKclinicalKspectrumYKHumaneGeneticsWK2015WK]abWKgeX][g 6.3 62

114 reficiencyKofKsqvü]KcausesKmitochondrialKencephalopathyKwithKcardiacKinvolvementYKAnnalseofe
ClinicaleandeTranslationaleNeurologyWK2015WK2WKbg2Xc[g 5.3 69

113  eueKsyndromaleKyrankheitsbilderKmitK–ikrozephalieYKMedizinischeeGenetikWK2015WK2eWKadgXaed 0.5

112 üpinocerebellarKataxiaK2fhKaKnovelKotuaz2KmutationKinKaKuermanKfamilyKwithKyoungKonsetWKslowK
progressionKandKsaccadicKslowingYKCerebellumeandeAtaxiasWK2015WK2WK]g 1.7 21

111 WröeaK–utationsKqauseKwnfantileK eurodegenerationKandKδariableKulomerularKyidneyKriseaseYK
HumaneMutationWK2015WKadWK][2]Xf 4.7 31

110 ap]bKdeletionKisKaKrareKcontiguousKgeneKsyndromehKreportKofK2KnewKpatientsKandKanKoverviewKofK]bK
patientsYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2015WK]deWK]22aXa[ 2.5 12

109 zossXofXfunctionKvariantsKofKüsαrcKcauseKintellectualKdisabilityKandKtheKcoreKphenotypeKofK
microdeletionKap2cYaKsyndromeYKEuropeaneJournaleofeHumaneGeneticsWK2015WK2aWKecaXd[ 5.3 55

108 öoß]XmediatedK–syZsöyKpathwayKdefectsKinKyabukiKsyndromeYKJournaleofeClinicaleInvestigationWK
2015WK]2cWKacfcXgg 15.9 48

107 riagnosticKapproachKtoKmicrocephalyKinKchildhoodhKaKtwoXcenterKstudyKandKreviewKofKtheKliteratureYK
DevelopmentaleMedicineeandeChildeNeurologyWK2014WKcdWKea2Xb] 3.3 123

106 ßhenotypeKandKgenotypeKinK icolaidesXparaitserKsyndromeYKAmericaneJournaleofeMedicaleGeneticsse
ParteC:eSeminarseineMedicaleGeneticsWK2014WK]ddqWKa[2X]b 3.1 51

105  euXzaxovaKsyndromeKisKaKheterogeneousKmetabolicKdisorderKcausedKbyKdefectsKinKenzymesKofKtheK
zXserineKbiosynthesisKpathwayYKAmericaneJournaleofeHumaneGeneticsWK2014WKgcWK2fcXga 11 82

104
temalesKwithKdeKnovoKaberrationsKinKßvtdhKclinicalKoverlapKofKporjesonXtorssmanXzehmannKwithK
qoffinXüirisKsyndromeYKAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsWK
2014WK]ddqWK2g[Xa[]

3.1 21

103 reKnovoKqq r2KmutationsKleadingKtoKstabilizationKofKcyclinKr2KcauseK
megalencephalyXpolymicrogyriaXpolydactylyXhydrocephalusKsyndromeYKNatureeGeneticsWK2014WKbdWKc][Xc]c36.3 100

102 vomozygousKtruncatingKßαßötKmutationKcausesKatheliaYKHumaneGeneticsWK2014WK]aaWK][b]Xe 6.3 6

101
uenotypeXphenotypeKcorrelationKofKqoffinXüirisKsyndromeKcausedKbyKmutationsKinKü–oöqp]WK
ü–oöqobWKü–oöqs]WKandKoöwr]oYKAmericaneJournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicale
GeneticsWK2014WK]ddqWK2d2Xec

3.1 74
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100 qlassificationKandKvisualizationKbasedKonKderivedKimageKfeatureshKapplicationKtoKgeneticKsyndromesYK
PLoSeONEWK2014WKgWKe][g[aa 3.7 9

99
–icrocephalyKwithKorKwithoutKchorioretinopathyWKlymphoedemaWKorKmentalKretardationKS–qz–öThK
reviewKofKphenotypeKassociatedKwithKywt]]KmutationsYKEuropeaneJournaleofeHumaneGeneticsWK2014WK
22WKff]Xe

5.3 51

98 rOOöüKsyndromehKphenotypeWKgenotypeKandKcomparisonKwithKqoffinXüirisKsyndromeYKAmericane
JournaleofeMedicaleGeneticsseParteC:eSeminarseineMedicaleGeneticsWK2014WK]ddqWKa2eXa2 3.1 33

97 αheKoöwr]pKphenotypehKwhatKweKhaveKlearnedKsoKfarYKAmericaneJournaleofeMedicaleGeneticsseParteC:e
SeminarseineMedicaleGeneticsWK2014WK]ddqWK2edXfg 3.1 62

96
qompoundKheterozygosityKofKlowXfrequencyKpromoterKdeletionsKandKrareKlossXofXfunctionK
mutationsKinKαX zboKcausesKpurnX–cyeownKsyndromeYKAmericaneJournaleofeHumaneGeneticsWK2014WK
gcWKdgfXe[e

11 45

95 sxtremeKgrowthKfailureKisKaKcommonKpresentationKofKligaseKwδKdeficiencyYKHumaneMutationWK2014WK
acWKedXfc 4.7 63

94 relineationKofKßwuδKmutationKspectrumKandKassociatedKphenotypesKinKhyperphosphatasiaKwithK
mentalKretardationKsyndromeYKEuropeaneJournaleofeHumaneGeneticsWK2014WK22WKed2Xe 5.3 30

93 vomozygousKandKcompoundXheterozygousKmutationsKinKαurüKcauseKqatelX–anzkeKsyndromeYK
AmericaneJournaleofeHumaneGeneticsWK2014WKgcWKedaXe[ 11 30

92 oKpatientKwithKaKdeXnovoKdeletionKap2cYaKandKfeaturesKoverlappingKwithKöubinsteinXαaybiK
syndromeYKClinicaleDysmorphologyWK2014WK2aWKdeXe[ 0.9 1

91 αheKgeneticKbasisKofKrOOöüKsyndromehKanKexomeXsequencingKstudyYKLanceteNeurologyseTheWK2014WK
]aWKbbXcf 24.1 96

90 sxpandingKtheKphenotypeKofKwèüsq2KmutationshKtruncatingKmutationsKinKsevereKintellectualK
disabilityYKEuropeaneJournaleofeHumaneGeneticsWK2014WK22WK2fgXg2 5.3 33

89 outosomalKrecessiveKßOzö]rKmutationKwithKdecreaseKofKαqOt]Kmö oKisKresponsibleKforKαreacherK
qollinsKsyndromeYKGeneticseineMedicineWK2014WK]dWKe2[Xb 8.1 36

88 pehavioralKphenotypeKinKfiveKindividualsKwithKdeKnovoKmutationsKwithinKtheKuöw 2pKgeneYK
BehavioraleandeBraineFunctionsWK2013WKgWK2[ 4.1 30

87
OtoXfacialKsyndromeKandKesophagealKatresiaWKintellectualKdisabilityKandKzygomaticKanomaliesKXK
expandingKtheKphenotypesKassociatedKwithKstαγr2KmutationsYKOrphaneteJournaleofeRareeDiseasesWK
2013WKfWK]][

4.2 39

86 qlinicalKandKmutationKdataKinK]2KpatientsKwithKtheKclinicalKdiagnosisKofK agerKsyndromeYKHumane
GeneticsWK2013WK]a2WKffcXgf 6.3 54

85 wntegrativeKanalysisKrevealedKtheKmolecularKmechanismKunderlyingKöp–][XmediatedKsplicingK
regulationYKEMBOeMoleculareMedicineWK2013WKcWK]ba]Xb2 12 67

84 Z–Y r][KisKmutatedKinKprimaryKciliaryKdyskinesiaKandKinteractsKwithKzööqdYKAmericaneJournaleofe
HumaneGeneticsWK2013WKgaWKaadXbc 11 144

83 ßlateletKdefectsKinKcongenitalKvariantKofKöettKsyndromeKpatientsKwithKtOXu]KmutationsKorKreducedK
expressionKdueKtoKaKpositionKeffectKatK]bq]2YKEuropeaneJournaleofeHumaneGeneticsWK2013WK2]WK]abgXcc 5.3 12

(2013-2014)
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82 ]d[KkbKdeletionKinKwüßrKunmaskingKaKrecessiveKmutationKinKaKpatientKwithKWalkerXWarburgK
syndromeYKEuropeaneJournaleofeMedicaleGeneticsWK2013WKcdWKdfgXgb 2.6 14

81 WideKclinicalKvariabilityKinKconditionsKwithKcoarseKfacialKfeaturesKandKhypertrichosisKcausedKbyK
mutationsKinKopqqgYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2013WK]d]oWK2gcXa[[ 2.5 20

80  ovelKmutationsKincludingKdeletionsKofKtheKentireKOtr]KgeneKinKa[KfamiliesKwithKtypeK]K
orofaciodigitalKsyndromehKaKstudyKofKtheKextensiveKclinicalKvariabilityYKHumaneMutationWK2013WKabWK2aeXbe 4.7 35

79 vumanKfacialKdysostosesYKClinicaleGeneticsWK2013WKfaWKbggXc][ 4 51

78
oKcomprehensiveKmolecularKstudyKonKqoffinXüirisKandK icolaidesXparaitserKsyndromesKidentifiesKaK
broadKmolecularKandKclinicalKspectrumKconvergingKonKalteredKchromatinKremodelingYKHumane
MoleculareGeneticsWK2013WK22WKc]2]Xac

5.6 138

77 oKnewKfaceKofKporjesonXtorssmanXzehmannKsyndromemKreKnovoKmutationsKinKßvtdKinKsevenK
femalesKwithKaKdistinctKphenotypeYKJournaleofeMedicaleGeneticsWK2013WKc[WKfafXbe 5.8 36

76 sffectsKofKöo yXligandKantibodyKSdenosumabTKtreatmentKonKboneKturnoverKmarkersKinKaKgirlKwithK
juvenileKßagetRsKdiseaseYKJournaleofeClinicaleEndocrinologyeandeMetabolismWK2013WKgfWKa]2]Xd 5.6 78

75 öareKcopyKnumberKvariantsKareKaKcommonKcauseKofKshortKstatureYKPLoSeGeneticsWK2013WKgWKe][[aadc 6 50

74 XXlinkedKintellectualKdisabilityKtypeK ascimentoKisKaKclinicallyKdistinctWKprobablyKunderdiagnosedK
entityYKOrphaneteJournaleofeRareeDiseasesWK2013WKfWK]bd 4.2 16

73 –icrocephalicKosteodysplasticKprimordialKdwarfismKtypeKwKwithKbiallelicKmutationsKinKtheKö γboαoqK
geneYKClinicaleGeneticsWK2012WKf2WK]b[Xd 4 29

72 öangeKofKgeneticKmutationsKassociatedKwithKsevereKnonXsyndromicKsporadicKintellectualKdisabilityhK
anKexomeKsequencingKstudyYKLancetseTheWK2012WKaf[WK]debXf2 40 765

71 qongenitalKdiaphragmaticKherniaKintervalKonKchromosomeKfp2aY]KcharacterizedKbyKgeneticsKandK
proteinKinteractionKnetworksYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2012WK]cfoWKa]bfXcf 2.5 36

70
αreacherKqollinsKsyndromehKclinicalKimplicationsKforKtheKpaediatricianXXaKnewKmutationKinKaKseverelyK
affectedKnewbornKandKcomparisonKwithKthreeKfurtherKpatientsKwithKtheKsameKmutationWKandKreviewK
ofKtheKliteratureYKEuropeaneJournaleofePediatricsWK2012WK]e]WK]d]]Xf

4.1 18

69 veterozygousKmissenseKmutationsKinKü–oöqo2KcauseK icolaidesXparaitserKsyndromeYKNaturee
GeneticsWK2012WKbbWKbbcXgWKü] 36.3 170

68 oKnoncodingWKregulatoryKmutationKimplicatesKvqtq]KinKnonsyndromicKintellectualKdisabilityYK
AmericaneJournaleofeHumaneGeneticsWK2012WKg]WKdgbXe[2 11 69

67 –utationsKinKüöqoßWKencodingKü t2XrelatedKqösppßKactivatorKproteinWKcauseKtloatingXvarborK
syndromeYKAmericaneJournaleofeHumaneGeneticsWK2012WKg[WKa[fX]a 11 130

66 vaploinsufficiencyKofKaKspliceosomalKuαßaseKencodedKbyKstαγr2KcausesKmandibulofacialK
dysostosisKwithKmicrocephalyYKAmericaneJournaleofeHumaneGeneticsWK2012WKg[WKadgXee 11 143

65 vaploinsufficiencyKofKoöwr]pWKaKmemberKofKtheKüWwZü tXaKchromatinXremodelingKcomplexWKisKaK
frequentKcauseKofKintellectualKdisabilityYKAmericaneJournaleofeHumaneGeneticsWK2012WKg[WKcdcXe2 11 182
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64 –utationsKinK üγ 2KcauseKautosomalXrecessiveKintellectualKdisabilityYKAmericaneJournaleofeHumane
GeneticsWK2012WKg[WKfbeXcc 11 179

63 tirstKöeportKofKaKüingleKsxonKreletionKinKαqOt]KqausingKαreacherKqollinsKüyndromeYKMoleculare
SyndromologyWK2012WK2WKcaXcg 1.5 13

62
–illerKSueneeXWiedemannTKsyndromeKrepresentsKaKclinicallyKandKbiochemicallyKdistinctKsubgroupKofK
postaxialKacrofacialKdysostosisKassociatedKwithKpartialKdeficiencyKofKrvOrvYKHumaneMoleculare
GeneticsWK2012WK2]WKagdgXfa

5.6 51

61 oK ovelKvomozygousKWröe2K–utationKinKαwoKüiblingsKwithKomelogenesisKwmperfectaKandK–ildK
ühortKütatureYKMoleculareSyndromologyWK2012WKaWK22aXg 1.5 10

60 ßarentalKoriginKandKfunctionalKrelevanceKofKaKdeKnovoKγpsaoKvariantYKEuropeaneJournaleofeMedicale
GeneticsWK2011WKcbWK]gX2b 2.6 8

59 reepKsequencingKrevealsKc[KnovelKgenesKforKrecessiveKcognitiveKdisordersYKNatureWK2011WKbefWKceXda 50.4 649

58 reKnovoKnonsenseKmutationsKinKoüXz]KcauseKpohringXOpitzKsyndromeYKNatureeGeneticsWK2011WKbaWKe2gXa]36.3 198

57 ueneticKdeterminationKofKhumanKfacialKmorphologyhKlinksKbetweenKcleftXlipsKandKnormalKvariationYK
EuropeaneJournaleofeHumaneGeneticsWK2011WK]gWK]]g2Xe 5.3 67

56 vallermannXütreiffKüyndromehK oKsvidenceKforKaKzinkKtoKzaminopathiesYKMoleculareSyndromologyWK
2011WK2WK2eXab 1.5 7

55 –utationsKinKgenesKencodingKsubunitsKofKö oKpolymerasesKwKandKwwwKcauseKαreacherKqollinsK
syndromeYKNatureeGeneticsWK2011WKbaWK2[X2 36.3 239

54 qsß]c2KisKaKgenomeKmaintenanceKproteinKdisruptedKinKüeckelKsyndromeYKNatureeGeneticsWK2011WKbaWK2aXd 36.3 185

53 reKnovoK–sqß2KduplicationKinKtwoKfemalesKwithKrandomKXXinactivationKandKmoderateKmentalK
retardationYKEuropeaneJournaleofeHumaneGeneticsWK2011WK]gWKc[eX]2 5.3 37

52 pohringXOpitzKSOberklaidXranksTKsyndromehKclinicalKstudyWKreviewKofKtheKliteratureWKandKdiscussionK
ofKpossibleKpathogenesisYKEuropeaneJournaleofeHumaneGeneticsWK2011WK]gWKc]aXg 5.3 38

51
αheKcoreKtOXu]KsyndromeKphenotypeKconsistsKofKpostnatalKmicrocephalyWKsevereKmentalK
retardationWKabsentKlanguageWKdyskinesiaWKandKcorpusKcallosumKhypogenesisYKJournaleofeMedicale
GeneticsWK2011WKbfWKagdXb[d

5.8 179

50 üyndromeKmitKdemKzeitsymptomKuroˆ�wuchsYKMedizinischeeGenetikWK2011WK2aWKc[cXc]e 0.5 1

49 outosomalKrecessiveKmentalKretardationhKhomozygosityKmappingKidentifiesK2eKsingleKlinkageK
intervalsWKatKleastK]bKnovelKlociKandKseveralKmutationKhotspotsYKHumaneGeneticsWK2011WK]2gWK]b]Xf 6.3 40

48 oKmutationKscreenKinKpatientsKwithKyabukiKsyndromeYKHumaneGeneticsWK2011WK]a[WKe]cX2b 6.3 87

47 tiveKpatientsKwithKnovelKoverlappingKinterstitialKdeletionsKinKfq22Y2q22YaYKAmericaneJournaleofe
MedicaleGeneticsseParteAWK2011WK]ccoWK]fceXdb 2.5 20

(2011-2012)
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46 outomatedKsyndromeKdetectionKinKaKsetKofKclinicalKfacialKphotographsYKAmericaneJournaleofeMedicale
GeneticsseParteAWK2011WK]ccoWK2]d]Xg 2.5 30

45 –utationsKinKγbatacKsnö oWKaKcomponentKofKtheKminorKspliceosomeWKinKtheKdevelopmentalKdisorderK
–OßrKwYKScienceWK2011WKaa2WK2afXb[ 33.3 179

44 zossKofKtheKp–ßKantagonistWKü–OqX]WKcausesKOphthalmoXacromelicKSWaardenburgKonophthalmiaTK
syndromeKinKhumansKandKmiceYKPLoSeGeneticsWK2011WKeWKe][[2]]b 6 67

43 qohenKsyndromeKdiagnosisKusingKwholeKgenomeKarraysYKJournaleofeMedicaleGeneticsWK2011WKbfWK]adXb[ 5.8 28

42 olteredKdevelopmentKofK yαKcellsWK˛‡˛·KαKcellsWKqrfKαKcellsKandK yKcellsKinKaKßzZtKdeficientKpatientYK
PLoSeONEWK2011WKdWKe2bbb] 3.7 41

41 –utationsKinKuöw 2oKandKuöw 2pKencodingKregulatoryKsubunitsKofK –roKreceptorsKcauseKvariableK
neurodevelopmentalKphenotypesYKNatureeGeneticsWK2010WKb2WK][2]Xd 36.3 347

40 –utationsKinKZwq2KinKhumanKholoprosencephalyhKdescriptionKofKaKnovelKZwq2KspecificKphenotypeKandK
comprehensiveKanalysisKofK]ceKindividualsYKJournaleofeMedicaleGeneticsWK2010WKbeWKc]aX2b 5.8 63

39
oKspecificKmutationKinKtheKdistantKsonicKhedgehogKSüvvTKcisXregulatorKSZöüTKcausesKWernerK
mesomelicKsyndromeKSW–üTKwhileKcompleteKZöüKduplicationsKunderlieKvaasKtypeKpolysyndactylyK
andKpreaxialKpolydactylyKSßßrTKwithKorKwithoutKtriphalangealKthumbYKHumaneMutationWK2010WKa]WKf]Xg

4.7 104

38
–olecularKandKclinicalKanalysisKofKöot]KinK oonanKsyndromeKandKrelatedKdisordershK
dephosphorylationKofKserineK2cgKasKtheKessentialKmechanismKforKmutantKactivationYKHumane
MutationWK2010WKa]WK2fbXgb

4.7 77

37 tOXz2KcopyKnumberKchangesKinKtheKmolecularKpathogenesisKofKpßsühKuniqueKcohortKofK]eKdeletionsYK
HumaneMutationWK2010WKa]WKs]aa2Xbe 4.7 16

36 αwoKpatientsKwithKsßa[[KmutationsKandKfacialKdysmorphismKdifferentKfromKtheKclassicK
öubinsteinXαaybiKsyndromeYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2010WK]c2oWK]f]Xb 2.5 52

35 uenotypeXphenotypeKcorrelationKinKeightKnewKpatientsKwithKaKdeletionKencompassingK2qa]Y]YK
AmericaneJournaleofeMedicaleGeneticsseParteAWK2010WK]c2oWK]2]aX2b 2.5 25

34 αheKfaceKofK oonanKsyndromehKroesKphenotypeKpredictKgenotypeYKAmericaneJournaleofeMedicale
GeneticsseParteAWK2010WK]c2oWK]gd[Xd 2.5 47

33 sxpandingKtheKphenotypicKspectrumKofKlupusKerythematosusKinKoicardiXuoutiˆ¤resKsyndromeYK
ArthritiseandeRheumatismWK2010WKd2WK]bdgXee 145

32
–icrocephalyWKmicrotiaWKpreauricularKtagsWKchoanalKatresiaKandKdevelopmentalKdelayKinKthreeK
unrelatedKpatientshKaKmandibulofacialKdysostosisKdistinctKfromKαreacherKqollinsKsyndromeYKAmericane
JournaleofeMedicaleGeneticsseParteAWK2009WK]bgoWKfaeXba

2.5 25

31
αwoKadultsKwithKöubinsteinXαaybiKsyndromeKwithKmildKmentalKretardationWKglaucomaWKnormalK
growthKandKskullKcircumferenceWKandKcamptodactylyKofKthirdKfingersYKAmericaneJournaleofeMedicale
GeneticsseParteAWK2009WK]bgoWK2fbgXcb

2.5 15

30 –ikrozephaliesyndromeKundKgeistigeKpehinderungYKMedizinischeeGenetikWK2009WK2]WK22bX2a[ 0.5

29 oKpaternalKdeletionKofK–yö aWK–ousz2KandK r KdoesKnotKresultKinKßraderXWilliKsyndromeYK
EuropeaneJournaleofeHumaneGeneticsWK2009WK]eWKcf2Xg[ 5.3 88
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28 uoltzXuorlinKSfocalKdermalKhypoplasiaTKandKtheKmicrophthalmiaKwithKlinearKskinKdefectsKS–züTK
syndromehKnoKevidenceKofKgeneticKoverlapYKEuropeaneJournaleofeHumaneGeneticsWK2009WK]eWK]2[eX]c 5.3 29

27 oKnovelKmicrodeletionKsyndromeKinvolvingKcq]bYaXq]chKclinicalKandKmolecularKcytogeneticK
characterizationKofKthreeKpatientsYKEuropeaneJournaleofeHumaneGeneticsWK2009WK]eWK]cg2Xg 5.3 81

26 üevereKnemalineKmyopathyKassociatedKwithKconsecutiveKmutationsKsebrKandKvecYKonKaKsingleK
oqαo]KalleleYKNeuromusculareDisordersWK2009WK]gWKbf]Xb 2.9 13

25 wmpactKofKgeometryKandKviewingKangleKonKclassificationKaccuracyKofK2rKbasedKanalysisKofK
dysmorphicKfacesYKEuropeaneJournaleofeMedicaleGeneticsWK2008WKc]WKbbXca 2.6 24

24 zeftXventricularKnonXcompactionKSzδ qThKaKclinicalKfeatureKmoreKoftenKobservedKinKterminalKdeletionK
]padKthanKpreviouslyKexpectedYKEuropeaneJournaleofeMedicaleGeneticsWK2008WKc]WKdfcXf 2.6 23

23 piallelicKlossKofKfunctionKofKtheKpromyelocyticKleukaemiaKzincKfingerKSßzZtTKgeneKcausesKsevereK
skeletalKdefectsKandKgenitalKhypoplasiaYKJournaleofeMedicaleGeneticsWK2008WKbcWKea]Xe 5.8 43

22 –utationKandKphenotypicKspectrumKinKpatientsKwithKcardioXfacioXcutaneousKandKqostelloKsyndromeYK
ClinicaleGeneticsWK2008WKeaWKd2Xe[ 4 81

21 wdentificationKofKabKnovelKandKcdKknownKtOXz2KmutationsKinKpatientsKwithKplepharophimosisK
syndromeYKHumaneMutationWK2008WK2gWKs2[cX]g 4.7 41

20 ocetylcholineKreceptorKpathwayKmutationsKexplainKvariousKfetalKakinesiaKdeformationKsequenceK
disordersYKAmericaneJournaleofeHumaneGeneticsWK2008WKf2WKbdbXed 11 104

19
–olecularKandKclinicalKcharacterizationKofKcardioXfacioXcutaneousKSqtqTKsyndromehKoverlappingK
clinicalKmanifestationsKwithKqostelloKsyndromeYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2007WK
]baoWKeggXf[e

2.5 79

18
ssophagealKatresiaWKhypoplasiaKofKzygomaticKcomplexWKmicrocephalyWKcupXshapedKearsWKcongenitalK
heartKdefectWKandKmentalKretardationXXnewK–qoZ–öKsyndromeKinKtwoKaffectedKsibsKandKaKmildlyK
affectedKmothermYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2007WK]baoWK]]acXb2

2.5 16

17 vomozygousKmyotonicKdystrophyhKclinicalKfindingsKinKtwoKpatientsKandKreviewKofKtheKliteratureYK
AmericaneJournaleofeMedicaleGeneticsseParteAWK2007WK]baoWK2[cfXd] 2.5 3

16 öeproductionKabnormalitiesKandKtwinKpregnanciesKinKparentsKofKsporadicKpatientsKwithK
oculoXauriculoXvertebralKspectrumZuoldenharKsyndromeYKHumaneGeneticsWK2007WK]2]WKadgXed 6.3 41

15 üOü]KisKtheKsecondKmostKcommonK oonanKgeneKbutKplaysKnoKmajorKroleKinKcardioXfacioXcutaneousK
syndromeYKJournaleofeMedicaleGeneticsWK2007WKbbWKdc]Xd 5.8 85

14 oKfamilyKwithKautosomalKdominantKoculoXauriculoXvertebralKspectrumYKClinicaleDysmorphologyWK2007WK
]dWK]Xe 0.9 68

13 wsKthereKaKhigherKincidenceKofKmaternalKuniparentalKdisomyK]bK[updS]bTmat]mKretectionKofK][KnewK
patientsKbyKmethylationXspecificKßqöYKAmericaneJournaleofeMedicaleGeneticsseParteAWK2006WK]b[WK2[agXbg 2.5 57

12 OculoXotoXfacialKdysplasiaKSOOtrTKversusKpurnX–cyeownKsyndromeYKAmericaneJournaleofeMedicale
GeneticsseParteAWK2006WK]b[WK2af]X2iKauthorKreplyK2afaXb 2.5 1

11 vistoneKacetylationKdependentKallelicKexpressionKimbalanceKofKpoßX]KinKpatientsKwithKtheK
oculoXauriculoXvertebralKspectrumYKHumaneMoleculareGeneticsWK2006WK]cWKcf]Xe 5.6 55

(2006-2009)
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10 uermlineKyöoüKandKpöotKmutationsKinKcardioXfacioXcutaneousKsyndromeYKNatureeGeneticsWK2006WKafWK2gbXd36.3 437

9 üyndromeKidentificationKbasedKonK2rKanalysisKsoftwareYKEuropeaneJournaleofeHumaneGeneticsWK2006WK
]bWK][f2Xg 5.3 63

8 OculoXauriculoXvertebralKspectrumKSOoδüThKclinicalKevaluationKandKseverityKscoringKofKcaKpatientsK
andKproposalKforKaKnewKclassificationYKEuropeaneJournaleofeMedicaleGeneticsWK2005WKbfWKageXb]] 2.6 150

7  ovelKmutationsKinKpqOöKinKthreeKpatientsKwithKoculoXfacioXcardioXdentalKsyndromeWKbutKnoneKinK
zenzKmicrophthalmiaKsyndromeYKEuropeaneJournaleofeHumaneGeneticsWK2005WK]aWKcdaXg 5.3 47

6 turtherKdelineationKofKyabukiKsyndromeKinKbfKwellXdefinedKnewKindividualsK2005WK]a2oWK2dcXe2 68

5 uenotypingKinKbdKpatientsKwithKtentativeKdiagnosisKofKαreacherKqollinsKsyndromeKrevealedK
unexpectedKphenotypicKvariationYKEuropeaneJournaleofeHumaneGeneticsWK2004WK]2WKfegXg[ 5.3 124

4 αwoKbrothersKwithKpurnX–cyeownKsyndromeYKClinicaleDysmorphologyWK2003WK]2WK]e]Xb 0.9 10

3
üpectrumKofKmutationsKinKßαß ]]KandKgenotypeXphenotypeKcorrelationKinKgdKpatientsKwithK oonanK
syndromeKandKfiveKpatientsKwithKcardioXfacioXcutaneousKsyndromeYKEuropeaneJournaleofeHumane
GeneticsWK2003WK]]WK2[]Xd

5.3 128

2 qomputerXbasedKrecognitionKofKdysmorphicKfacesYKEuropeaneJournaleofeHumaneGeneticsWK2003WK]]WKcccXd[5.3 56

1 qardioXfacioXcutaneousKSqtqTKsyndromeXXaKdistinctKentitymKöeportKofKthreeKpatientsKdemonstratingK
theKdiagnosticKdifficultiesKinKdelineationKofKqtqKsyndromeYKClinicaleGeneticsWK1997WKc2WKaeXbd 4 35
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