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239
rxpertHconsensusHdocumentgHplinicalHandHmolecularHdiagnosisUHscreeningHandHmanagementHofH
oeckwithVWiedemannHsyndromegHanHinternationalHconsensusHstatementWHNaturedReviewsd
EndocrinologyUH2018UHZaUH[[fV[af

15.2 234

238 qiagnosisHandHmanagementHofHSilverVüussellHsyndromegHfirstHinternationalHconsensusHstatementWH
NaturedReviewsdEndocrinologyUH2017UHZ]UHZYbVZ[a 15.2 224

237 tenomicHimprintingHdisordersgHlessonsHonHhowHgenomeUHepigenomeHandHenvironmentHinteractWH
NaturedReviewsdGeneticsUH2019UH[YUH[]bV[ae 30.1 151

236 PaternallyHvnheritedHvts[HzutationHandHtrowthHüestrictionWHNewdEnglanddJournaldofdMedicineUH2015UH
]d]UH]afVbc 59.2 139

235 zolecularHstudiesHinH]dHSilverVüussellHsyndromeHpatientsgHfrequencyHandHetiologyHofHuniparentalH
disomyWHHumandGeneticsUH1997UHZYYUHaZbVf 6.3 135

234 qiagnosisHandHmanagementHofHpseudohypoparathyroidismHandHrelatedHdisordersgHfirstHinternationalH
ponsensusHStatementWHNaturedReviewsdEndocrinologyUH2018UHZaUHadcVbYY 15.2 132

233 uumanHtüoZYHisHimprintedHandHexpressedHfromHtheHpaternalHandHmaternalHalleleHinHaHhighlyHtissueVH
andHisoformVspecificHfashionWHHumandMoleculardGeneticsUH2000UHfUHZbedVfb 5.6 117

232 vmprintingHdisordersgHaHgroupHofHcongenitalHdisordersHwithHoverlappingHpatternsHofHmolecularH
changesHaffectingHimprintedHlociWHClinicaldEpigeneticsUH2015UHdUHZ[] 7.7 115

231 zutationsHinH–yüPbHareHassociatedHwithHreproductiveHwastageHandHmultilocusHimprintingHdisordersH
inHhumansWHNaturedCommunicationsUH2015UHcUHeYec 17.4 102

230 trowthHretardationHversusHovergrowthgHSilverVüussellHsyndromeHisHgeneticallyHoppositeHtoH
oeckwithVWiedemannHsyndromeWHTrendsdindGeneticsUH2008UH[aUHZfbV[Ya 8.5 92

229 qeterminationHofHSz–ZHandHSz–[HcopyHnumberHusingHTaqzanHtechnologyWHHumandMutationUH2003UH
[[UHdaVe 4.7 92

228 TheHcentromericHZZpZbHimprintingHcentreHisHalsoHinvolvedHinHSilverVüussellHsyndromeWHJournaldofd
MedicaldGeneticsUH2007UHaaUHbfVc] 5.8 88

227 üussellVSilverHsyndromeWHAmericandJournaldofdMedicaldGeneticsqdPartdC:dSeminarsdindMedicaldGeneticsUH
2010UHZbapUH]bbVca 3.1 77

226 TheHendocrineHphenotypeHinHsilverVrussellHsyndromeHisHdefinedHbyHtheHunderlyingHepigeneticH
alterationWHJournaldofdClinicaldEndocrinologydanddMetabolismUH2008UHf]UHZaY[Vd 5.6 72

225 zosaicismHandHuniparentalHdisomyHinHprenatalHdiagnosisWHTrendsdindMoleculardMedicineUH2015UH[ZUHddVed 11.5 69

224 pqx–ZpHmutationsgHtwoHsidesHofHtheHsameHcoinWHTrendsdindMoleculardMedicineUH2014UH[YUHcZaV[[ 11.5 68

223 vsHmaternalHduplicationHofHZZpZbHassociatedHwithHSilverVüussellHsyndromelWHJournaldofdMedicald
GeneticsUH2005UHa[UHe[c 5.8 68
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222 zaternalHvariantsHinHandHotherHmaternalHeffectHproteinsHareHassociatedHwithHmultilocusHimprintingH
disturbanceHinHoffspringWHJournaldofdMedicaldGeneticsUH2018UHbbUHafdVbYa 5.8 66

221 pystinuriagHanHinbornHcauseHofHurolithiasisWHOrphanetdJournaldofdRaredDiseasesUH2012UHdUHZf 4.2 63

220 rpigeneticHmutationsHinHZZpZbHinHSilverVüussellHsyndromeHareHrestrictedHtoHtheHtelomericHimprintingH
domainWHJournaldofdMedicaldGeneticsUH2006UHa]UHcZbVc 5.8 63

219 üecentHndvancesHinHvmprintingHqisordersWHClinicaldGeneticsUH2017UHfZUH]VZ] 4 62

218 SilverVüussellHsyndromegHgeneticHbasisHandHmolecularHgeneticHtestingWHOrphanetdJournaldofdRared
DiseasesUH2010UHbUHZf 4.2 62

217 vdentificationHofHinterstitialHmaternalHuniparentalHdisomyHQUPqRHQZaRHandHcompleteHmaternalH
UPqQ[YRHinHaHcohortHofHgrowthHretardedHpatientsWHJournaldofdMedicaldGeneticsUH2001UH]eUHecVf 5.8 60

216 plinicalHsignificanceHofHcopyHnumberHvariationsHinHtheHZZpZbWbHimprintingHcontrolHregionsgHnewHcasesH
andHreviewHofHtheHliteratureWHJournaldofdMedicaldGeneticsUH2012UHafUHbadVb] 5.8 58

215
rzä–HbestHpracticeHguidelinesHforHtheHmolecularHgeneticHtestingHandHreportingHofHchromosomeH
ZZpZbHimprintingHdisordersgHSilverVüussellHandHoeckwithVWiedemannHsyndromeWHEuropeandJournaldofd
HumandGeneticsUH2016UH[aUHZ]ddVed

5.3 54

214 zaternalHuniparentalHdisomyHofHchromosomeH[YgHaHnovelHimprintingHdisorderHofHgrowthHfailureWH
GeneticsdindMedicineUH2016UHZeUH]YfVZb 8.1 52

213 SilverVüussellHpatientsHshowingHaHbroadHrangeHofHvpüZHandHvpü[HhypomethylationHinHdifferentH
tissuesWHClinicaldGeneticsUH2011UHeYUHe]Ve 4 51

212 oroadHclinicalHspectrumHinHSilverVüussellHsyndromeHandHconsequencesHforHgeneticHtestingHinHgrowthH
retardationWHPediatricsUH2009UHZ[]UHef[fV]Z 7.4 51

211 pausesHandHponsequencesHofHzultiVyocusHvmprintingHqisturbancesHinHuumansWHTrendsdindGeneticsUH
2016UH][UHaaaVabb 8.5 51

210 üecommendationsHforHaHnomenclatureHsystemHforHreportingHmethylationHaberrationsHinHimprintedH
domainsWHEpigeneticsUH2018UHZ]UHZZdVZ[Z 5.7 50

209 pystinuriaHinHchildrengHdistributionHandHfrequenciesHofHmutationsHinHtheHSyp]nZHandHSypdnfHgenesWH
KidneydInternationalUH2002UHc[UHZZ]cVa[ 9.9 50

208 nHrapidHmicroarrayHbasedHwholeHgenomeHanalysisHforHdetectionHofHuniparentalHdisomyWHHumand
MutationUH2005UH[cUHZb]Vf 4.7 50

207 vtsVvvHserumHlevelsHareHnormalHinHchildrenHwithHSilverVüussellHsyndromeHwhoHfrequentlyHcarryH
epimutationsHatHtheHvts[HlocusWHJournaldofdClinicaldEndocrinologydanddMetabolismUH2006UHfZUHadYfVZ[ 5.6 44

206 plinicalHutilityHgeneHcardHforgHoeckwithVWiedemannHSyndromeWHEuropeandJournaldofdHumandGeneticsUH
2014UH[[UH 5.3 43

205 ndditionalHmolecularHfindingsHinHZZpZbVassociatedHimprintingHdisordersgHanHurgentHneedHforH
multiVlocusHtestingWHJournaldofdMoleculardMedicineUH2014UHf[UHdcfVdd 5.5 42
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204 SupernumeraryHmarkerHchromosomesHderivedHfromHchromosomeHZbgHanalysisHofH][HnewHcasesWH
ClinicaldGeneticsUH2002UHc[UHefVf] 4 42

203 q–nHzethylationHProfilingHofHUniparentalHqisomyHSubjectsHProvidesHaHzapHofHParentalHrpigeneticH
oiasHinHtheHuumanHtenomeWHAmericandJournaldofdHumandGeneticsUH2016UHffUHbbbVbcc 11 41

202 QrpiRmutationsHinHZZpZbHsignificantlyHcontributeHtoHSilverVüussellHsyndromegHbutHareHtheyHgenerallyH
involvedHinHgrowthHretardationlWHEuropeandJournaldofdMedicaldGeneticsUH2006UHafUHaZaVe 2.6 41

201 SilverVüussellHandHoeckwithVWiedemannHsyndromesgHoppositeHQepiRmutationsHinHZZpZbHresultHinH
oppositeHclinicalHpicturesWHHormonedResearchdindPaediatricsUH2009UHdZHSupplH[UH]YVb 3.3 40

200 üeportHofHtwoHnewHcasesHofHPallisterVxillianHsyndromeHconfirmedHbyHsvSugHtissueVspecificHmosaicismH
andHlossHofHiQZ[pRHbyHinHvitroHselectionWHAmericandJournaldofdMedicaldGeneticsdPartdAUH1997UHd[UHZYcVZY 39

199 SubmicroscopicHchromosomalHimbalancesHinHidiopathicHSilverVüussellHsyndromeHQSüSRgHtheHSüSH
phenotypeHoverlapsHwithHtheHZ[qZaHmicrodeletionHsyndromeWHJournaldofdMedicaldGeneticsUH2010UHadUH]bcVcY5.8 38

198 –ovelHdeletionsHaffectingHtheHzrt]VqzüHprovideHfurtherHevidenceHforHaHhierarchicalHregulationHofH
imprintingHinHZaq][WHEuropeandJournaldofdHumandGeneticsUH2015UH[]UHZeYVe 5.3 37

197 UseHofHmultiplexHligationVdependentHprobeHamplificationHincreasesHtheHdetectionHrateHforHZZpZbH
epigeneticHalterationsHinHSilverVüussellHsyndromeWHClinicaldGeneticsUH2008UHd]UHdfVea 4 37

196 zn nVV–TüHpolymorphismHmodulatesHcontextVdependentHdopamineHreleaseHandHaggressiveH
behaviorHinHmalesWHNeuroImageUH2016UHZ[bUH]deV]eb 7.9 36

195 zaternalHheterozygousH–yüPdHvariantHresultsHinHrecurrentHreproductiveHfailureHandHimprintingH
disturbancesHinHtheHoffspringWHEuropeandJournaldofdHumandGeneticsUH2017UH[bUHf[aVf[f 5.3 34

194 PrenatalHmolecularHtestingHforHoeckwithVWiedemannHandHSilverVüussellHsyndromesgHaHchallengeHforH
molecularHanalysisHandHgeneticHcounselingWHEuropeandJournaldofdHumandGeneticsUH2016UH[aUHdeaVf] 5.3 34

193 vts[XuZfHhypomethylationHinHSilverVüussellHsyndromeHandHisolatedHhemihypoplasiaWHEuropeand
JournaldofdHumandGeneticsUH2008UHZcUH][eV]a 5.3 33

192 zolecularHkaryotypingHasHaHrelevantHdiagnosticHtoolHinHchildrenHwithHgrowthHretardationHwithH
SilverVüussellHfeaturesWHJournaldofdPediatricsUH2012UHZcZUHf]]Va[ 3.6 32

191 tenomeVwideHpaternalHuniparentalHdisomyHmosaicismHinHaHwomanHwithHoeckwithVWiedemannH
syndromeHandHovarianHsteroidHcellHtumourWHEuropeandJournaldofdHumandGeneticsUH2013UH[ZUHdeeVfZ 5.3 32

190 zultilocusHmethylationHdefectsHinHimprintingHdisordersWHBiomoleculardConceptsUH2015UHcUHadVbd 3.7 31

189 qisturbedHgenomicHimprintingHandHitsHrelevanceHforHhumanHreproductiongHcausesHandHclinicalH
consequencesWHHumandReproductiondUpdateUH2020UH[cUHZfdV[Z] 15.8 30

188 UseHofHmultilocusHmethylationVspecificHsingleHnucleotideHprimerHextensionHQzSVS–uPrRHtechnologyH
inHdiagnosticHtestingHforHhumanHimprintedHlociWHEpigeneticsUH2012UHdUHad]VeZ 5.7 28

187 SignificantHcontributionHofHgenomicHrearrangementsHinHSyp]nZHandHSypdnfHtoHtheHetiologyHofH
cystinuriaWHKidneydInternationalUH2003UHcaUHZbcaVd[ 9.9 28
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186 sormationHofHuniparentalHdisomyHdHdelineatedHfromHnewHcasesHandHaHUPqdHcaseHafterHtrisomyHdH
rescueWHPresentationHofHownHresultsHandHreviewHofHtheHliteratureWHAnnalesdDedGˆ'nˆ'tiqueUH2000UHa]UHZbV[Z 28

185 SegmentalHmaternalHUPqQdqRHinHSilverVüussellHsyndromeWHClinicaldGeneticsUH2008UHdaUHaecVf 4 27

184 SilverVüussellHsyndromeWHBestdPracticedanddResearchdindClinicaldEndocrinologydanddMetabolismUH2011UH
[bUHZb]VcY 6.5 26

183
ponflictingHreportsHofHimprintingHstatusHofHhumanHtüoZYHinHdevelopingHbraingHhowHreliableHareH
somaticHcellHhybridsHforHpredictingHallelicHoriginHofHexpressionlWHAmericandJournaldofdHumandGeneticsUH
2001UHceUHba]Vb

11 26

182 ndultHheightHandHepigenotypeHinHchildrenHwithHSilverVüussellHsyndromeHtreatedHwithHtuWHHormoned
ResearchdindPaediatricsUH2013UHeYUHZf]V[YY 3.3 25

181 qisturbedHmethylationHatHmultipleHimprintedHlocigHanHincreasingHobservationHinHimprintingHdisordersWH
EpigenomicsUH2011UH]UHc[bV]d 4.4 25

180 TheHpopulationVspecificHdistributionHandHfrequenciesHofHgenomicHvariantsHinHtheHSyp]nZHandHSypdnfH
genesHandHtheirHapplicationHinHmolecularHgeneticHtestingHofHcystinuriaWHUrologicaldResearchUH2004UH][UHdbVe 25

179 UniparentalHdisomygHclinicalHindicationsHforHtestingHinHgrowthHretardationWHEuropeandJournaldofd
PediatricsUH2002UHZcZUH]YbVZ[ 4.1 25

178 PaternallyHinheritedHdeletionHofHpSuZHinHaHpatientHwithHSilverVüussellHsyndromeWHJournaldofdMedicald
GeneticsUH1998UH]bUHdeaVc 5.8 25

177 qeletionHofHtheHpaternalHalleleHofHtheHimprintedHzrSTXPrtZHregionHinHaHpatientHwithHSilverVüussellH
syndromeHfeaturesWHClinicaldGeneticsUH2012UHeZUH[feV]YY 4 23

176 SearchingHforHgenomicHvariantsHinHvts[HandHpqx–ZpHinHSilverVüussellHsyndromeHpatientsWHMoleculard
GeneticsdanddMetabolismUH2004UHe[UH[acVbY 3.7 22

175 –ewHinsightsHintoHtheHimprintedHzrteVqzüHinHZaq][HandHclinicalHandHmolecularHdescriptionHofH
novelHpatientsHwithHTempleHsyndromeWHEuropeandJournaldofdHumandGeneticsUH2017UH[bUHf]bVfab 5.3 21

174 rpigeneticHandHgeneticHdiagnosisHofHSilverVüussellHsyndromeWHExpertdReviewdofdMoleculardDiagnostics
UH2012UHZ[UHabfVdZ 3.8 21

173 UPqtoolgHaHtoolHforHdetectionHofHisoVHandHheterodisomyHinHparentVchildHtriosHusingHS–PHmicroarraysWH
BioinformaticsUH2013UH[fUHZbc[Va 7.2 21

172 ScreeningHforHgenomicHvariantsHinHZsPbdHinHSilverVüussellHsyndromeHpatientsHwithHZZpZbH
epimutationsWHEuropeandJournaldofdMedicaldGeneticsUH2009UHb[UHaZbVc 2.6 21

171 ScreeningHforHmutationsHinHtheHpromoterHandHtheHcodingHregionHofHtheHvtsoPZHandHvtsoP]HgenesHinH
SilverVüussellHsyndromeHpatientsWHHumandHeredityUH1999UHafUHZ[]Ve 1.1 21

170 nnalysisHofHtheHgenesHSypdnfHandHSyp]nZHinHunclassifiedHcystinuricsgHmutationHdetectionHratesHandH
associationHbetweenHvariantsHinHSypdnfHandHtheHdiseaseWHClinicaldNephrologyUH2002UHbdUH]a[Ve 2.1 21

169 zaternalHuniparentalHdisomyHofHchromosomeHZcH[updQZcRmat]gHclinicalHfeaturesHareHratherHcausedH
byHQhiddenRHtrisomyHZcHmosaicismHthanHbyHupdQZcRmatHitselfWHClinicaldGeneticsUH2017UHf[UHabVbZ 4 20
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168 SegmentalHmaternalHuniparentalHdisomyHdqHassociatedHwithHqyxZXtTy[HQZaq][RHhypomethylationWH
AmericandJournaldofdMedicaldGeneticsqdPartdAUH2012UHZbenUHa[]Ve 2.5 20

167 teneticHandHepigeneticHfindingsHinHSilverVüussellHsyndromeWHPediatricdEndocrinologydReviewsUH2010UH
eUHecVf] 1.1 20

166 pongenitalHimprintingHdisordersgHrUpvqWnetHVHaHnetworkHtoHdecipherHtheirHaetiologyHandHtoHimproveH
theHdiagnosticHandHclinicalHcareWHClinicaldEpigeneticsUH2015UHdUH[] 7.7 19

165 SyndromicHciliopathiesgHsromHsingleHgeneHtoHmultiHgeneHanalysisHbyHS–PHarraysHandHnextHgenerationH
sequencingWHMoleculardanddCellulardProbesUH2015UH[fUH[ffV]Yd 3.3 19

164 zaternalHuniparentalHdisomyHZcHandHgeneticHcounselinggHnewHcaseHandHsurveyHofHpublishedHcasesWH
GeneticdCounselingUH2004UHZbUHZe]VfY 19

163 rxaminationsHofHmaternalHuniparentalHdisomyHandHepimutationsHforHchromosomesHcUHZaUHZcHandH[YH
inHSilverVüussellHsyndromeVlikeHphenotypesWHBMCdMedicaldGeneticsUH2016UHZdUH[Y 2.1 18

162 nHnewHspliceHsiteHmutationHinHtheHSz–ZHgeneHcausesHdiscrepantHresultsHinHSz–ZHdeletionHscreeningH
approachesWHNeuromusculardDisordersUH2008UHZeUHZacVf 2.9 18

161 zutationsHinHtheHSyp]nZHgeneHinHcystinuricHpatientsgHfrequenciesHandHidentificationHofHaHnovelH
mutationWHGeneticdTestingdanddMoleculardBiomarkersUH1999UH]UH[[dV]Z 18

160 nutosomalHdominantHspinalHmuscularHatrophyHwithHlowerHextremityHpredominancegHnHrecognizableH
phenotypeHofHovpq[HmutationsWHMuscledanddNerveUH2016UHbaUHafcVbYY 3.4 18

159 StructuralHandHsequenceHvariantsHinHpatientsHwithHSilverVüussellHsyndromeHorHsimilarH
featuresVpurationHofHaHdiseaseHdatabaseWHHumandMutationUH2018UH]fUH]abV]ca 4.7 17

158 –euralHnetworksHunderlyingHtraitHaggressionHdependHonHzn nHgeneHallelesWHBraindStructuredandd
FunctionUH2018UH[[]UHed]VeeZ 4 17

157 PhenotypicHspectrumHandHextentHofHq–nHmethylationHdefectsHassociatedHwithHmultilocusHimprintingH
disturbancesWHEpigenomicsUH2016UHeUHeYZVZc 4.4 16

156 pomplementHandHinflammasomeHoveractivationHmediatesHparoxysmalHnocturnalHhemoglobinuriaH
withHautoinflammationWHJournaldofdClinicaldInvestigationUH2019UHZ[fUHbZ[]VbZ]c 15.9 16

155
üecommendationsHforHqiagnosisHandHTreatmentHofHPseudohypoparathyroidismHandHüelatedH
qisordersgHnnHUpdatedHPracticalHToolHforHPhysiciansHandHPatientsWHHormonedResearchdindPaediatricsUH
2020UHf]UHZe[VZfc

3.3 16

154 –SqZHduplicationHinHSilverVüussellHsyndromeHQSüSRgHmolecularHkaryotypingHinHpatientsHwithHSüSH
featuresWHClinicaldGeneticsUH2017UHfZUHd]Vde 4 14

153 pancerHincidenceHandHspectrumHamongHchildrenHwithHgeneticallyHconfirmedHoeckwithVWiedemannH
spectrumHinHtermanygHaHretrospectiveHcohortHstudyWHBritishdJournaldofdCancerUH2020UHZ[]UHcZfVc[] 8.7 14

152 zolecularHandHclinicalHstudiesHinHeHpatientsHwithHTempleHsyndromeWHClinicaldGeneticsUH2018UHf]UHZZdfVZZee4 14

151 zicrodeletionsHofHtheHdq][W[HimprintedHregionHareHassociatedHwithHSilverVüussellHsyndromeH
featuresWHAmericandJournaldofdMedicaldGeneticsqdPartdAUH2016UHZdYUHda]Vf 2.5 14
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150 ndultHphenotypeHofHüussellVSilverHsyndromegHnHmolecularHsupportHforHoarkerVorennerPsHtheoryWH
CongenitaldAnomaliesdmdiscontinuednUH2015UHbbUHZcdVf 1.1 14

149
TargetedH–extHtenerationHSequencingHnpproachHinHPatientsHüeferredHforHSilverVüussellHSyndromeH
TestingHvncreasesHtheHzutationHqetectionHüateHandHProvidesHqecisiveHvnformationHforHplinicalH
zanagementWHJournaldofdPediatricsUH2017UHZedUH[YcV[Z[WeZ

3.6 13

148 porticoVlimbicHconnectivityHinHzn nVyHcarriersHisHvulnerableHtoHacuteHtryptophanHdepletionWHHumand
BraindMappingUH2017UH]eUHZc[[VZc]b 5.9 13

147 TheHmaternalHuniparentalHdisomyHofHchromosomeHc´ QupdQcRmatRHKphenotypeKgHresultHofHplacentalH
trisomy´ c´ mosaicismlWHMoleculardGeneticsdkamp;dGenomicdMedicineUH2017UHbUHcceVcdd 2.3 13

146 [p[ZHqeletionsHinHhypotoniaVcystinuriaHsyndromeWHEuropeandJournaldofdMedicaldGeneticsUH2012UHbbUHbcZV] 2.6 13

145 –oHevidenceHforHisolatedHimprintingHmutationsHinHtheHPrtZXzrSTHlocusHinHSilverVüussellHpatientsWH
EuropeandJournaldofdMedicaldGeneticsUH2008UHbZUH][[Va 2.6 13

144 vsolatedHcystinuriaHQ zvzH[]e[YYRHisHnotHaHseparateHentityHbutHisHcausedHbyHaHmutationHinHtheH
cystinuriaHgeneHSypdnfWHClinicaldGeneticsUH2007UHdZUHbfdVe 4 13

143 pharacterizationHofHgenomicHvariantsHinHpSuZHandHtu[UHtwoHcandidateHgenesHforHSilverVüussellH
syndromeHinHZdq[aVq[bWHGeneticdTestingdanddMoleculardBiomarkersUH2003UHdUH[bfVc] 13

142
zosaicHrearrangementHofHchromosomeHZegHpharacterizationHbyHsvSuHmappingHandHq–nHstudiesH
showsHtrisomyHZepHandHmonosomyHZepHbothHofHpaternalHoriginWHAmericandJournaldofdMedicald
GeneticsdPartdAUH2000UHf[UHZYZVZYc

13

141 srequencyHandHcharacterizationHofHq–nHmethylationHdefectsHinHchildrenHbornHStnWHEuropeandJournald
ofdHumandGeneticsUH2013UH[ZUHe]eVa] 5.3 12

140 vdentificationHofHaH[Zq[[HduplicationHinHaHSilverVüussellHsyndromeHpatientHfurtherHnarrowsHdownHtheH
qownHsyndromeHcriticalHregionWHAmericandJournaldofdMedicaldGeneticsqdPartdAUH2010UHZb[nUH]bcVf 2.5 12

139 qiagnosticHproceedingHinHSilverVüussellHsyndromeWHMoleculardDiagnosisdanddTherapyUH2005UHfUH[YbVf 12

138 ScreeningHforHinsulinVlikeHgrowthHfactorVvHreceptorHmutationsHinHpatientsHwithHSilverVüussellH
syndromeWHJournaldofdPediatricdEndocrinologydanddMetabolismUH2002UHZbUHZZcdVdZ 1.6 12

137 oiallelicHPnqvcHvariantsHcauseHmultilocusHimprintingHdisturbancesHandHmiscarriagesHinHtheHsameH
familyWHEuropeandJournaldofdHumandGeneticsUH2021UH[fUHbdbVbeY 5.3 12

136 plinicalHutilityHgeneHcardHforgHSilverVüussellHsyndromeWHEuropeandJournaldofdHumandGeneticsUH2011UHZfUH 5.3 11

135 phromosomeHZZpZbHduplicationHinHSilverVüussellHsyndromeHdueHtoHaHmaternallyHinheritedH
translocationHtQZZhZbRWHAmericandJournaldofdMedicaldGeneticsqdPartdAUH2010UHZb[nUHZaeaVd 2.5 11

134 SomaticHmosaicismHforHaHheterozygousHdeletionHofHtheHsurvivalHmotorHneuronHQSz–ZRHgeneWH
EuropeandJournaldofdHumandGeneticsUH2005UHZ]UH]YfVZ] 5.3 11

133
teneHdosageHanalysisHinHSilverVüussellHsyndromegHuseHofHquantitativeHcompetitiveHPpüHandH
dualVcolorHsvSuHtoHestimateHtheHfrequencyHofHduplicationsHinHdpZZW[VpZ]WHGeneticdTestingdandd
MoleculardBiomarkersUH2001UHbUH[cZVc

11
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132 SearchHforHcisVactingHfactorsHandHmaternalHeffectHvariantsHinHSilverVüussellHpatientsHwithHvpüZH
hypomethylationHandHtheirHmothersWHEuropeandJournaldofdHumandGeneticsUH2019UH[dUHa[Vae 5.3 11

131 SerotonergicHpontributionsHtoHuumanHorainHnggressionH–etworksWHFrontiersdindNeuroscienceUH2019UH
Z]UHa[ 5.1 10

130 –ovelHfamilialHdistalHimprintingHcentreHZHQZZpZbWbRHdeletionHprovidesHfurtherHinsightsHinHimprintingH
regulationWHClinicaldEpigeneticsUH2019UHZZUH]Y 7.7 10

129
pongenitalHimprintingHdisordersgHnpplicationHofHmultilocusHandHhighHthroughputHmethodsHtoH
decipherHnewHpathomechanismsHandHimproveHtheirHmanagementWHMoleculardanddCellulardProbesUH
2015UH[fUH[e[VfY

3.3 10

128 xaisoHmediatesHhumanHvpüZHmethylationHmaintenanceHandHuZfHtranscriptionalHfineHregulationWH
ClinicaldEpigeneticsUH2016UHeUHad 7.7 10

127 nHfamilialHtyv[HdeletionHQ[qZaW[RHnotHassociatedHwithHtheHholoprosencephalyHsyndromeHphenotypeWH
AmericandJournaldofdMedicaldGeneticsqdPartdAUH2015UHZcdnUHZZ[ZVa 2.5 10

126 plinicalHutilityHgeneHcardHforgHpystinuriaWHEuropeandJournaldofdHumandGeneticsUH2012UH[YUH 5.3 10

125 trowthHüestrictionHandHtenomicHvmprintingV verlappingHPhenotypesHSupportHtheHponceptHofHanH
vmprintingH–etworkWHGenesUH2021UHZ[UH 4.2 10

124 qiscrepantHmolecularHandHclinicalHdiagnosesHinHoeckwithVWiedemannHandHSilverVüussellHsyndromesWH
GeneticaldResearchUH2019UHZYZUHe] 1.1 9

123 sirstHreportHonHconcordantHmonozygoticHtwinsHwithHSilverVüussellHsyndromeHandHvpüZH
hypomethylationWHEuropeandJournaldofdMedicaldGeneticsUH2016UHbfUHZVa 2.6 9

122 rpigeneticHregulationHofHgrowthgHlessonsHfromHSilverVüussellHsyndromeWHEndocrinedDevelopmentUH
2009UHZaUHZYVf 9

121 vdentificationHofHnovelHcystinuriaHmutationsHinHpediatricHpatientsWHJournaldofdPediatricdUrologyUH2006UH
[UHbdbVe 1.5 9

120 zosaicHtetrasomyHZapterVqZ]HdueHtoHaHsupernumeraryHisodicentricHderivateHofHproximalH
chromosomeHZaqH2005UHZ]aUH]YbVe 9

119 –extHgenerationHsequencingHandHimprintingHdisordersgHpurrentHapplicationsHandHfutureH
perspectivesgHyessonsHfromHSilverVüussellHsyndromeWHMoleculardanddCellulardProbesUH2019UHaaUHZVd 3.3 9

118 uztn[HVariantsHinHSilverVüussellHSyndromegHuomozygousHandHueterozygousH ccurrenceWHJournaldofd
ClinicaldEndocrinologydanddMetabolismUH2020UHZYbUH 5.6 8

117 sormationHofHupdQdRmatHbyHtrisomicHrescuegHS–PHarrayHtypingHprovidesHnewHinsightsHinHchromosomalH
nondisjunctionWHMoleculardCytogeneticsUH2017UHZYUH[e 2 8

116
TheHsrequencyHofHzethylationHnbnormalitiesHnmongHrstonianHPatientsHSelectedHbyHplinicalH
qiagnosticHScoringHSystemsHforHSilverVüussellHSyndromeHandHoeckwithVWiedemannHSyndromeWH
GeneticdTestingdanddMoleculardBiomarkersUH2015UHZfUHceaVfZ

1.6 8

115 SearchHforHuniparentalHdisomyHZaHinHbalancedHüobertsonianHtranslocationHcarriersWHClinicaldGeneticsUH
1999UHbcUHacaVc 4 8
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114 –eedHforHaHpreciseHmolecularHdiagnosisHinHoeckwithVWiedemannHandHSilverVüussellHsyndromegHwhatH
hasHtoHbeHconsideredHandHwhyHitHisHimportantWHJournaldofdMoleculardMedicineUH2020UHfeUHZaadVZabb 5.5 8

113 nHcaseHofHdeHnovoHtranslocationHZch[ZgHtrisomyHZcqHphenotypeHandHoriginHofHtheHaberrationWHAnnalesd
DedGˆ'nˆ'tiqueUH1998UHaZUH[YbVe 8

112 teneticHtestingHinHinheritedHendocrineHdisordersgHjointHpositionHpaperHofHtheHruropeanHreferenceH
networkHonHrareHendocrineHconditionsHQrndoVrü–RWHOrphanetdJournaldofdRaredDiseasesUH2020UHZbUHZaa 4.2 7

111 üevisitingHWilmsHtumourHsurveillanceHinHoeckwithVWiedemannHsyndromeHwithHvp[HmethylationHlossUH
replyWHEuropeandJournaldofdHumandGeneticsUH2018UH[cUHadZVad[ 5.3 7

110 vsolatedHhypermethylationHofHtüoZYHQdpZ[W[RHinHaHSilverVüussellHsyndromeHpatientHcarryingHaH[YpZ]H
microdeletionWHClinicaldGeneticsUH2014UHebUH]ffVaYY 4 7

109 vnHvivoHinvestigationsHofHtheHeffectHofHshortVHandHlongVtermHrecombinantHgrowthHhormoneH
treatmentHonHq–nVmethylationHinHhumansWHPLoSdONEUH2015UHZYUHeYZ[Yac] 3.7 7

108 SupernumeraryHmarkerHchromosomeHdHandHmaternalHuniparentalHdisomyHdHinHaHboyHwithHgrowthH
retardationHandHtriangularHfaceWHClinicaldDysmorphologyUH2006UHZbUHfVZ[ 0.9 7

107 SearchingHforHgenomicHvariantsHinHtheHzrSTvTZHtranscriptHinHSilverVüussellHsyndromeHpatientsWH
JournaldofdMedicaldGeneticsUH2003UHaYUHecb 5.8 7

106 rvidenceHfromHskewedHXHinactivationHforHtrisomyHmosaicismHinHSilverVüussellHsyndromeWHEuropeand
JournaldofdHumandGeneticsUH2001UHfUHeedVfZ 5.3 7

105 TheHoriginHofHimprintingHdefectsHinHTempleHsyndromeHandHcomparisonHwithHotherHimprintingH
disordersWHEpigeneticsUH2018UHZ]UHe[[Ve[e 5.7 7

104 PrenatalHqetectionHofHUniparentalHqisomiesHQUPqRgHvntendedHandHvncidentalHsindingHinHtheHrraHofH
–extHtenerationHtenomicsWHGenesUH2020UHZZUH 4.2 6

103 zutationHanalysisHofHmultipleHpilomatricomasHinHaHpatientHwithHmyotonicHdystrophyHtypeHZHsuggestsH
aHqzZVassociatedHhypermutationHphenotypeWHPLoSdONEUH2020UHZbUHeY[]YYY] 3.7 6

102 updQ[YRmatHisHaHrareHcauseHofHtheHSilverVüussellVsyndromeVlikeHphenotypegHTwoHunrelatedHcasesHandH
screeningHofHlargeHcohortsWHClinicaldGeneticsUH2020UHfdUHfY[VfYd 4 6

101 Z[qZaHmicrodeletionHsyndromegHnHfamilyHwithHshortHstatureHandHSilverVüussellHsyndromeHQSüSRVlikeH
phenotypeHandHreviewHofHtheHliteratureWHEuropeandJournaldofdMedicaldGeneticsUH2018UHcZUHa[ZVa[d 2.6 6

100 UniparentalHdisomyHasHanHunexpectedHcauseHofHzeckelVtruberHsyndromegHreportHofHaHcaseWHPediatricd
NephrologyUH2017UH][UHZfefVZff[ 3.2 6

99 ueterogeneousHgrowthHpatternsHinHcarriersHofHchromosomeHdpZ[W[HimbalancesHaffectingHtüoZYWH
AmericandJournaldofdMedicaldGeneticsqdPartdAUH2012UHZbenUH[eZbVf 2.5 6

98
–oHevidenceHforHadditionalHimprintingHdefectsHinHSilverVüussellHsyndromeHpatientsHwithHmaternalH
uniparentalHdisomyHdHorHZZpZbHepimutationWHJournaldofdPediatricdEndocrinologydanddMetabolismUH
2007UH[YUHZ][fV]Z

1.6 6

97 SearchHforHmutationsHinHSypZnbHQZfqZ]RHinHcystinuriaHpatientsWHJournaldofdInheriteddMetabolicdDisease
UH2005UH[eUHZZcfVdZ 5.4 6
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96 vüSZHandHtüo[HasHmembersHofHtheHvtsHsignalHtransductionHpathwayHareHnotHassociatedHwithH
intrauterineHgrowthHretardationHandHSilverVüussellHsyndromeWHClinicaldGeneticsUH2001UHbfUH]dZV] 4 6

95 –yüPHgenesHandHtheirHroleHinHpreeclampsiaHandHmultiVlocusHimprintingHdisordersWHJournaldofdPerinatald
MedicineUH2018UHacUHZcfVZd] 2.7 6

94 TheHqiagnosticHValueHofHvtsV[HandHtheHvtsXvtsoPV]HSystemHinHSilverVüussellHSyndromeWHHormoned
ResearchdindPaediatricsUH2017UHeeUH[YZV[Yd 3.3 5

93 srequencyHofHxp–äZHvariantsHcausingHlossHofHmethylationHofHvmprintingHpentreH[HinH
oeckwithVWiedemannHsyndromeWHClinicaldEpigeneticsUH2020UHZ[UHc] 7.7 5

92 pongenitalHimprintingHdisordersgHaHnovelHmechanismHlinkingHseeminglyHunrelatedHdisordersWHJournald
ofdPediatricsUH2013UHZc]UHZ[Y[Vd 3.6 5

91 vtsZüHmutationHanalysisHinHshortHchildrenHwithHSilverVüussellHsyndromeHfeaturesWHJournaldofdPediatricd
GeneticsUH2013UH[UHZZ]Vd 0.7 5

90 –oHevidenceHforHaHroleHofHSypdnZYHinHZfqZ]HinHtheHetiologyHofHcystinuriaWHClinicaldNephrologyUH2004UH
c[UHdZV] 2.1 5

89 –ovelHmutationHpointsHtoHaHhotHspotHinHpqx–ZpHcausingHSilverVüussellHsyndromeWHClinicaldEpigenetics
UH2020UHZ[UHZb[ 7.7 5

88 –oHevidenceHforHpointHmutationsHinHtheHnovelHrenalHcystineHtransporterHntTZXSypdnZ]HcontributingH
toHtheHetiologyHofHcystinuriaWHBMCdNephrologyUH2018UHZfUH[de 2.7 5

87
 neHtestHforHallgHwholeHexomeHsequencingHsignificantlyHimprovesHtheHdiagnosticHyieldHinHgrowthH
retardedHpatientsHreferredHforHmolecularHtestingHforHSilverVüussellHsyndromeWHOrphanetdJournaldofd
RaredDiseasesUH2021UHZcUHa[

4.2 5

86 pontributionHofHtüoZYHtoHtheHprenatalHphenotypeHinHSilverVüussellHsyndromelHyessonsHfromHdpZ[H
copyHnumberHvariationsWHEuropeandJournaldofdMedicaldGeneticsUH2019UHc[UHZY]cdZ 2.6 4

85 plinicalHutilityHgeneHcardHforgHProximalHspinalHmuscularHatrophyHQSznRHVHupdateH[YZbWHEuropeand
JournaldofdHumandGeneticsUH2015UH[]UH 5.3 4

84 teneticHbarcodingHrevealsHclonalHdominanceHinHiPSpVderivedHmesenchymalHstromalHcellsWHStemdCelld
ResearchdanddTherapyUH2020UHZZUHZYb 8.3 4

83 y TZHQZnpZXPyntyZRHasHmemberHofHanHimprintedHgeneHnetworkHdoesHnotHharborHSilverVüussellH
specificHvariantsWHJournaldofdPediatricdEndocrinologydanddMetabolismUH2009UH[[UHbbbVf 1.6 4

82 vpüZHepimutationsHinHllpZbHareHrestrictedHtoHpatientsHwithHSilverVüussellHsyndromeHfeaturesWHJournald
ofdPediatricdEndocrinologydanddMetabolismUH2008UH[ZUHbfVc[ 1.6 4

81
uypomethylationHinHtheHZZpZbHtelomericHimprintingHdomainHinHaHpatientHwithHSilverVüussellH
syndromeHwithHaHpSuZHdeletionHQZdq[aRHrendersHaHfunctionalHroleHofHthisHalterationHunlikelyWHJournald
ofdMedicaldGeneticsUH2007UHaaUHedd

5.8 4

80 nnalysisHofHgenomicHvariantsHinHtheHxp–äZ TZHtranscriptHinHSilverVüussellHsyndromeHpatientsWH
MoleculardGeneticsdanddMetabolismUH2005UHeaUH]dcVd 3.7 4

79 äuantificationHofHtüoZYHinHdpZ[VpZaHbyHfluorogenicHbPHnucleaseHchemistryHandHapplicationHforH
geneticHdiagnosisHinHSilverVüussellHsyndromeWHAnnalesdDedGˆ'nˆ'tiqueUH2004UHadUHffVZY[ 4
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78 tenomicHcharacterisationHofHpdorfZYHinHSilverVüussellHsyndromeHpatientsWHJournaldofdMedicald
GeneticsUH2003UHaYUHeaa 5.8 4

77 PatientHwithHanHautosomalVrecessiveHzoTPSZVlinkedHphenotypeHandHclinicalHfeaturesHofH
SilverVüussellHsyndromeWHAmericandJournaldofdMedicaldGeneticsqdPartdAUH2020UHZe[UH[d[dV[d]Y 2.5 4

76
zolecularHandHplinicalH ppositeHsindingsHinHZZpZbWbHnssociatedHvmprintingHqisordersgH
pharacterizationHofHoasicHzechanismsHtoHvmproveHplinicalHzanagementWHInternationaldJournaldofd
MoleculardSciencesUH2019UH[YUH

6.3 3

75 zaleHinfantHwithHpaternalHuniparentalHdiploidyHmosaicismHandHaHacUXXXacUXYHkaryotypeWHAmericand
JournaldofdMedicaldGeneticsqdPartdAUH2019UHZdfUH[[b[V[[bc 2.5 3

74 zolecularHteneticHTestingHinHpystinuriaWHInternationaldJournaldofdHumandGeneticsUH2011UHZZUHaZVaa 1 3

73 zoq]HmutationsHareHnotHresponsibleHforHvpüZHhypomethylationHinHSilverVüussellHsyndromeWH
EuropeandJournaldofdMedicaldGeneticsUH2010UHb]UH[]Va 2.6 3

72 UniparentaleHqisomienWHMedizinischedGenetikUH2010UH[[UHa]fVabZ 0.5 3

71 nreHuZfHvariantsHassociatedHwithHSilverVüussellHsyndromelWHJournaldofdPediatricdEndocrinologydandd
MetabolismUH2008UH[ZUHfebVf] 1.6 3

70 UniparentalHqisomyHandHvmprintingHqisordersWHOBMdGeneticsUH2018UH[UHZVZ 1.7 3

69 zultiVexonHdeletionHinHtheHXquHgeneHasHaHcauseHofHclassicalHxanthinuriaWHClinicaldNephrologyUH2013UH
dfUHdeVeY 2.1 3

68 –oHmajorHcontributionHofHvts[HvariantsHtoHtheHetiologyHofHsporadicHZZpZbVassociatedHimprintingH
disordersWHAmericandJournaldofdMedicaldGeneticsqdPartdAUH2016UHZdYnUH[e]Va 2.5 3

67 phromosomHZaVassoziierteHvmprintingsyndromeHâ��HTempleVHundHxagamiV gataVSyndromeWH
MedizinischedGenetikUH2015UH[dUH[adV[b] 0.5 2

66
teneticHVariantsHinHtheHPromoterHüegionHofHtheHzacrophageHzigrationHvnhibitoryHsactorHareH
nssociatedHwithHtheHSeverityHofHuepatitisHpHVirusVvnducedHyiverHsibrosisWHInternationaldJournaldofd
MoleculardSciencesUH2019UH[YUH

6.3 2

65 zolekulargenetischeHqiagnostikHvonHvmprintingerkrankungenWHMedizinischedGenetikUH2013UH[bUHbVZa 0.5 2

64
PatientHwithHthreeHeuchromaticHsupernumeraryHmarkerHchromosomesHderivedHfromHchromosomesH
ZUHZ[UHandHZegHcharacterizationHandHevaluationHofHtheHaberrationsWHAmericandJournaldofdMedicald
GeneticsqdPartdAUH2014UHZcanUHd]cVaY

2.5 2

63 vmprintingHqisordersH2012UH]dfV]fb 2

62 zosaicHtetrasomyHZapterqZ]WZgHlongitudinalHstudyWHEuropeandJournaldofdMedicaldGeneticsUH2011UHbaUHeacbVd2.6 2

61 SilverVüussellVxleinwuchsWHMonatsschriftdFurdKinderheilkundeUH2011UHZbfUHbdcVbe[ 0.2 2
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60 TestingHofHbuccalHswabHq–nHdoesHnotHincreaseHtheHdetectionHrateHforHimprintingHcontrolHregionHZH
hypomethylationHinHSilverVüussellHsyndromeWHGeneticdTestingdanddMoleculardBiomarkersUH2011UHZbUHd[bVc 1.6 2

59 zutationHanalysisHofHt–nSZHandHoverlappingHtranscriptsHinHSilverVüussellHsyndromeHpatientsWH
MoleculardGeneticsdanddMetabolismUH2007UHfYUH[[aVc 3.7 2

58 zaternaleHuniparentaleHqisomieHZaHrinHweiteresHvmprintingsyndromWHMonatsschriftdFurd
KinderheilkundeUH2002UHZbYUHebcVecb 0.2 2

57 tenetikHdesHSilverVüussellVSyndromsWHMonatsschriftdFurdKinderheilkundeUH2005UHZb]UH[caV[d[ 0.2 2

56 samilialHrobertsonianHtranslocationHZbh[ZHandHrareHparacentricHinvQ[ZRgHunexpectedHreVinversionHinHaH
childHwithHtranslocationHtrisomyH[ZWHEuropeandJournaldofdHumandGeneticsUH2000UHeUHeZbVf 5.3 2

55 PaternalHZ][HbpHdeletionHaffectingHinHZZpZbWbHisHassociatedHwithHgrowthHretardationHbutHdoesHnotH
affectHimprintingWHJournaldofdMedicaldGeneticsUH2021UHbeUHZd]VZdc 5.8 2

54 qiagnosticHProceedingHinHSilverVüussellHSyndromeH2005UHfUH[Yb 2

53 oalanceHbetweenHmacrophageHmigrationHinhibitoryHfactorHandHspqdaHpredictsHoutcomeHinHpatientsH
withHacuteHdecompensationHofHcirrhosisWHJHEPdReportsUH2021UH]UHZYY[[Z 10.3 2

52 p[orfcfHmutationsHdisruptHmitochondrialHfunctionHandHcauseHaHmultisystemHhumanHdisorderHwithH
recurringHautoinflammationWHJournaldofdClinicaldInvestigationUH2021UHZ]ZUH 15.9 2

51 UnusualHdeletionHofHtheHmaternalHZZpZbHalleleHinHoeckwithVWiedemannHsyndromeHwithHanHimpactHonH
bothHimprintingHdomainsWHClinicaldEpigeneticsUH2021UHZ]UH]Y 7.7 2

50 zolecularHpathophysiologyHofHhumanHzvpUZHdeficiencyWHNeuropathologydanddApplieddNeurobiologyUH
2021UHadUHeaYVebb 5.2 2

49 SearchHforHalteredHimprintingHmarksHinHzayerVüokitanskyVxˆ…sterVuauserHpatientsWHMoleculard
Geneticsdkamp;dGenomicdMedicineUH2018UHcUHZ[[bVZ[[e 2.3 2

48 zaternalHrffectHzutationsgHnH–ovelHpauseHforHuumanHüeproductiveHsailureWHGeburtshilfedUndd
FrauenheilkundeUH2021UHeZUHdeYVdee 2 2

47 termlineHvariantsHinHq–nHrepairHgenesUHincludingHoüpnZX[UHmayHcauseHfamilialHmyeloproliferativeH
neoplasmsWHBlooddAdvancesUH2021UHbUH]]d]V]]dc 7.8 2

46 quplicationHofHZZpZbHnssociatedHWithHpongenitalHqiaphragmaticHuerniaWHFrontiersdindPediatricsUH
2018UHcUHZZc 3.4 1

45 rinsatzHderHmolekularenHxaryotypisierungHinHderHPˆ⁄diatrieWHMonatsschriftdFurdKinderheilkundeUH2013UH
ZcZUHc]]Vca] 0.2 1

44 tenetikHundHrpigenetikHdesHSilverVüussellVSyndromsWHMedizinischedGenetikUH2010UH[[UHaYbVaZY 0.5 1

43
zosaicHTrisomyHZqHqueHtoHaHdeHnovoHTranslocationHinHaHsoetusHwithHrarlyHqevelopmentalH
nbnormalitiesHQxaryotypeHacUXYUHderQZaRUtQZhZaRQpZZhpZZW[RXacUXYRHqelineationHofHParentHandHpellH
StageHofH riginWHInternationaldJournaldofdHumandGeneticsUH2008UHeUH]ZdV][]

1 1
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42 sunctionalHanalysisHofHaHnewHspliceHsiteHmutationUHcWcYbV]pknUHinHtheHcystinuriaHgeneHSypdnfHleadingH
toHexonHskippingWHMoleculardGeneticsdanddMetabolismUH2005UHeaUHZd[Vb 3.7 1

41 üingHphromosomeHZegHplinicalUHpytogeneticHandHzolecularHteneticHStudiesHonHsourHPatientsWH
InternationaldJournaldofdHumandGeneticsUH2004UHaUHZfdV[YY 1 1

40 UniparentalHdisomyHandHüobertsonianHtranslocationsgHriskHestimationHandHprenatalHtestingWH
MoleculardDiagnosisdanddTherapyUH2003UHdUHZZ]Vd 1

39 SilverVüussellHsyndromeVlikeHfeaturesHinHaHpatientHcarryingHaHnovelH–sZHmutationWHPediatricdResearchUH
2005UHbeUHZ[cbVe 3.2 1

38 –ovelHsilentHvariantHQcZd[[tknRHinHtheHcodingHregionHofHtheHinsulinHreceptorHsubstrateHZHQvüSZRHgeneWH
HumandMutationUH2000UHZcUHb]] 4.7 1

37 plinicalHspectrumHandHmanagementHofHimprintingHdisordersWHMedizinischedGenetikUH2020UH][UH][ZV]]a 0.5 1

36 zolecularHtestingHforHimprintingHdisordersWHMedizinischedGenetikUH2020UH][UH]YbV]Zf 0.5 1

35 zolecularHcharacterizationHofHtempleHsyndromeHfamiliesHwithHZaq][HepimutationsWHEuropeand
JournaldofdMedicaldGeneticsUH2020UHc]UHZYaYdd 2.6 1

34 vnheritedHcasesHofHp– T]VassociatedHintellectualHdevelopmentalHdisorderHwithHspeechHdelayUH
autismUHandHdysmorphicHfaciesWHClinicaldGeneticsUH2020UHfeUHaYeVaZ[ 4 1

33 –ovelHhumanHpathologicalHmutationsWHteneHsymbolgHSyp]nZWHqiseasegHpystinuriaWHHumandGeneticsUH
2009UHZ[cUH][f 6.3 1

32 –ovelHhumanHpathologicalHmutationsWHteneHsymbolgHSypdnfWHqiseasegHpystinuriaWHHumandGeneticsUH
2009UHZ[cUH]]Y 6.3 1

31 zicrodeletionsHinHZq[ZHandHeqZ[WZHdepictHtwoHadditionalHmolecularHsubgroupsHofHSilverVüussellH
syndromeHlikeHphenotypesWWHMoleculardCytogeneticsUH2022UHZbUHZf 2 1

30 rpigenetikWHGynakologischedEndokrinologieUH2014UHZ[UHdaVde 0.1 0

29 ueterogeneousHphenotypesHinHfamiliesHwithHduplicationsHofHtheHpaternalHalleleHwithinHtheH
imprintingHcenterHZHQuZfXvts[gTSSVqzüRHinHZZpZbWbWHClinicaldGeneticsUH2020UHfeUHaZeVaZf 4 0

28
 vergrowthVassociatedHpartialHtrisomyHZbq[aW]VqterHandHmosaicHZZpZbWbHduplicationHinvolvingH
SilverVüussellHregionHinHaHpatientHwithHlateralizedHasymmetryHandHdevelopmentalHdelayWHClinicald
DysmorphologyUH2021UH]YUHZefVZf]

0.9 0

27 qeletionHofHZcq[[W[q[]W]HinHaHooyHwithHaHPhenotypeHüeminiscentHofHSilverVüussellHSyndromeWH
MoleculardSyndromologyUH2021UHZ[UH]YYV]Ya 1.5 0

26 TransVactingHgeneticHvariantsHcausingHmultilocusHimprintingHdisturbanceHQzyvqRgHcommonH
mechanismsHandHconsequencesWWHClinicaldEpigeneticsUH2022UHZaUHaZ 7.7 0

25 zultilocusHzethylationHnssaysHinHrpigeneticsH2019UH[ZeZV[[Y[
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24 qiagnostikHundHTherapieHdesHSilverVüussellVSyndromsWHMonatsschriftdFurdKinderheilkundeUH2017UHZcbUHefbVfYa0.2

23 vmprintingHqisordersHinHuumansH2017UHbeZVbf[

22 UniparentaleHqisomienHundHzosaikeWHMedizinischedGenetikUH2014UH[cUH]ZbV][] 0.5
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19 SupernumeraryHnsymmetricHqicQZbhZbRHWithHSecondaryHzosaicHsormationHinH neHofHTwoH
qevelopmentallyHüetardedHTwinsWHInternationaldJournaldofdHumandGeneticsUH2011UHZZUHdbVe[ 1
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JournaldofdHumandGeneticsUH2009UHfUH[cfV[d[ 1
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GenetikUH2020UH][UH[fbV[fc 0.5
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2021UH]]UHcZVc] 0.5
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refinementsHofHtheHbreakpointsWHJournaldofdPediatricdGeneticsUH2012UHZUHZa]Vd 0.7

9 sundamentalHnspectsHofHrpigeneticHinHpancerH2015UHZV]]
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7 teneHsymbolgHSyp]nZWHqiseasegHpystinuriaWHnccessionHLumYba]WHHumandGeneticsUH2006UHZZeUHddf 6.3
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