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m Paper IF Citations

276 qutosomalIsexIreversalIandIcampomelicIdysplasiaIareIcausedIbyImutationsIinIandIaroundItheI
SRYWrelatedIgeneISOXiXICellVI1994VIgiVIaaaaWbZ 56.2 1293

275 RubinsteinWTaybiIsyndromeIcausedIbyImutationsIinItheItranscriptionalIcoWactivatorIsrPXINatureVI
1995VIcgfVIcdhWea 50.4 1018

274 shromosomeIinstabilityIandIimmunodeficiencyIsyndromeIcausedIbyImutationsIinIaItNqI
methyltransferaseIgeneXINatureVI1999VIdZbVIahgWia 50.4 928

273 qIhumanIphenomeWinteractomeInetworkIofIproteinIcomplexesIimplicatedIinIgeneticIdisordersXI
NatureeBiotechnologyVI2007VIbeVIcZiWaf 44.5 761

272 ysolationIofIaIcandidateIgeneIforIMenkesIdiseaseIthatIencodesIaIpotentialIheavyImetalIbindingI
proteinXINatureeGeneticsVI1993VIcVIadWi 36.3 645

271 tirectIdiagnosisIbyItNqIanalysisIofItheIfragileIXIsyndromeIofImentalIretardationXINeweEnglande
JournaleofeMedicineVI1991VIcbeVIafgcWha 59.2 583

270 qncientIhumanIgenomeIsequenceIofIanIextinctIPalaeoWuskimoXINatureVI2010VIdfcVIgegWfb 50.4 567

269 rqPajIaInovelIubiquitinIhydrolaseIwhichIbindsItoItheIrRsqaIRyNwIfingerIandIenhancesI
rRsqaWmediatedIcellIgrowthIsuppressionXIOncogeneVI1998VIafVIaZigWaab 9.2 545

268 zqRytbIregulatesIbindingIofItheIPolycombIrepressiveIcomplexIbItoItargetIgenesIinIuSIcellsXINatureVI
2010VIdfdVIcZfWaZ 50.4 427

267 teletionsIofIaIdifferentiallyImethylatedIspwIislandIatItheISNRPNIgeneIdefineIaIputativeIimprintingI
controlIregionXINatureeGeneticsVI1994VIhVIebWh 36.3 388

266 MicroRNqIexpressionIinItheIadultImouseIcentralInervousIsystemXIRnaVI2008VIadVIdcbWdd 5.8 360

265 MolecularIidentificationIofIaInovelIcandidateIsortingIreceptorIpurifiedIfromIhumanIbrainIbyI
receptorWassociatedIproteinIaffinityIchromatographyXIJournaleofeBiologicaleChemistryVI1997VIbgbVIceiiWfZe5.4 322

264 tisruptionIofItheIserineYthreonineIkinaseIiIgeneIcausesIsevereIXWlinkedIinfantileIspasmsIandI
mentalIretardationXIAmericaneJournaleofeHumaneGeneticsVI2003VIgbVIadZaWaa 11 227

263 tetectionIofImicroRNqsIinIfrozenItissueIsectionsIbyIfluorescenceIinIsituIhybridizationIusingIlockedI
nucleicIacidIprobesIandItyramideIsignalIamplificationXINatureeProtocolsVI2007VIbVIbebZWh 18.8 204

262 TheIphenotypicIspectrumIofISsNhqIencephalopathyXINeurologyVI2015VIhdVIdhZWi 6.5 199

261 MolecularIcharacterizationIofIaInovelIhumanIhybridWtypeIreceptorIthatIbindsItheI
alphabWmacroglobulinIreceptorWassociatedIproteinXIJournaleofeBiologicaleChemistryVI1996VIbgaVIcacgiWhc 5.4 194

260 RecurrentIreciprocalIgenomicIrearrangementsIofIagqabIareIassociatedIwithIrenalIdiseaseVIdiabetesVI
andIepilepsyXIAmericaneJournaleofeHumaneGeneticsVI2007VIhaVIaZegWfi 11 193
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259 qssignmentIofIanIautosomalIsexIreversalIlocusIRSRqaSIandIcampomelicIdysplasiaIRsMPtaSItoI
agqbdXcWqbeXaXINatureeGeneticsVI1993VIdVIagZWd 36.3 180

258 ObstetricalIandIgynecologicalIcomplicationsIinIfragileIXIcarriersjIaImulticenterIstudyXIAmericane
JournaleofeMedicaleGeneticseParteAVI1994VIeaVIdZZWb 178

257 SingleWmoleculeIdenaturationImappingIofItNqIinInanofluidicIchannelsXIProceedingseofetheeNationale
AcademyeofeScienceseofetheeUnitedeStateseofeAmericaVI2010VIaZgVIacbidWi 11.5 167

256 qIfunctionalIlinkIbetweenItheIhistoneIdemethylaseIPxvhIandItheItranscriptionIfactorIZNvgaaIinI
XWlinkedImentalIretardationXIMoleculareCellVI2010VIchVIafeWgh 17.6 162

255
TheIxumanIyntrinsicIvactorWVitaminIrabIReceptorVsubilinjIMolecularIsharacterizationIandI
shromosomalIMappingIofItheIweneItoIaZpIWithinItheIqutosomalIRecessiveIMegaloblasticIqnemiaI
RMwqaSIRegionXIBloodVI1998VIiaVIceicWcfZZ

2.2 137

254 zaridabItargetsIgenesIregulatingIdevelopmentIandIisIinvolvedIinIneuralIdifferentiationXIEMBOe
JournalVI2011VIcZVIdehfWfZZ 13 135

253 MutationsIinISYNwqPaIcauseIintellectualIdisabilityVIautismVIandIaIspecificIformIofIepilepsyIbyI
inducingIhaploinsufficiencyXIHumaneMutationVI2013VIcdVIcheWid 4.7 126

252 renignIinfantileIseizuresIandIparoxysmalIdyskinesiaIcausedIbyIanISsNhqImutationXIAnnalseofe
NeurologyVI2016VIgiVIdbhWcf 9.4 124

251 tuplicationsIinvolvingIaIconservedIregulatoryIelementIdownstreamIofIrMPbIareIassociatedIwithI
brachydactylyItypeIqbXIAmericaneJournaleofeHumaneGeneticsVI2009VIhdVIdhcWib 11 122

250 TruncationIofItheItownIsyndromeIcandidateIgeneItYR–aqIinItwoIunrelatedIpatientsIwithI
microcephalyXIAmericaneJournaleofeHumaneGeneticsVI2008VIhbVIaafeWgZ 11 118

249 ysolationIandIfineImappingIofIafInovelIhumanIzincIfingerWencodingIctNqsIidentifyIputativeI
candidateIgenesIforIdevelopmentalIandImalignantIdisordersXIGenomicsVI1995VIbgVIbeiWfd 4.3 117

248 RuSTWmediatedIrecruitmentIofIpolycombIrepressorIcomplexesIinImammalianIcellsXIPLoSeGeneticsVI
2012VIhVIeaZZbdid 6 116

247 LinkageImappingIinIbiIrardetWriedlIsyndromeIfamiliesIconfirmsIlociIinIchromosomalIregionsIaaqacVI
aeqbbXcWqbcVIandIafqbaXIGenomicsVI1997VIdaVIicWi 4.3 115

246 qutoimmuneIdiseasesIinIwomenIwithITurnerPsIsyndromeXIArthritiseandeRheumatismVI2010VIfbVIfehWff 111

245 qIbalancedIchromosomalItranslocationIdisruptingIqRxwuviIisIassociatedIwithIepilepsyVIanxietyVI
aggressionVIandImentalIretardationXIHumaneMutationVI2009VIcZVIfaWh 4.7 108

244 sorpusIcallosumIabnormalitiesVIintellectualIdisabilityVIspeechIimpairmentVIandIautismIinIpatientsI
withIhaploinsufficiencyIofIqRytarXIClinicaleGeneticsVI2012VIhbVIbdhWee 4 104

243
xighIfrequencyIofIsubmicroscopicIgenomicIaberrationsIdetectedIbyItilingIpathIarrayIcomparativeI
genomeIhybridisationIinIpatientsIwithIisolatedIcongenitalIheartIdiseaseXIJournaleofeMedicaleGenetics
VI2008VIdeVIgZdWi

5.8 102

242 MutationsIinIautismIsusceptibilityIcandidateIbIRqUTSbSIinIpatientsIwithImentalIretardationXIHumane
GeneticsVI2007VIabaVIeZaWi 6.3 97
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241
weneticIandIenvironmentalIriskIfactorsIinIcongenitalIheartIdiseaseIfunctionallyIconvergeIinIproteinI
networksIdrivingIheartIdevelopmentXIProceedingseofetheeNationaleAcademyeofeScienceseofetheeUnitede
StateseofeAmericaVI2012VIaZiVIadZceWdZ

11.5 90

240 tistinctIstxcImutationsIcauseIectodermalIdysplasiaVIectrodactylyVImacularIdystrophyIRuuMI
syndromeSXIJournaleofeMedicaleGeneticsVI2005VIdbVIbibWh 5.8 86

239 xaploinsufficiencyIofInovelIvOXwarIvariantsIinIaIpatientIwithIsevereImentalIretardationVIbrainI
malformationsIandImicrocephalyXIHumaneGeneticsVI2005VIaagVIecfWdd 6.3 83

238 TheIgeneticIbasisIofItheIPierreIRobinISequenceXICleftePalatesCraniofacialeJournalVI2006VIdcVIaeeWi 1.9 82

237 xypomorphicImutationsIinIPwqPbVIencodingIaIwPyWanchorWremodelingIproteinVIcauseI
autosomalWrecessiveIintellectualIdisabilityXIAmericaneJournaleofeHumaneGeneticsVI2013VIibVIegeWhc 11 79

236 tisruptionIofINetrinIwaIbyIaIbalancedIchromosomeItranslocationIinIaIgirlIwithIRettIsyndromeXI
EuropeaneJournaleofeHumaneGeneticsVI2005VIacVIibaWg 5.3 78

235 NovelIsonnexinIdcIRwzqaSImutationIcausesIoculoWdentoWdigitalIdysplasiaIwithIcurlyIhairXIAmericane
JournaleofeMedicaleGeneticseParteAVI2004VIabgqVIaebWg 77

234 somparativeIgenomicsIbeyondIsequenceWbasedIalignmentsjIRNqIstructuresIinItheIuNsOtuI
regionsXIGenomeeResearchVI2008VIahVIbdbWea 9.7 76

233 xaploinsufficiencyIofITqrbIcausesIcongenitalIheartIdefectsIinIhumansXIAmericaneJournaleofeHumane
GeneticsVI2010VIhfVIhciWdi 11 75

232 PierreIRobinIsequenceImayIbeIcausedIbyIdysregulationIofISOXiIandI–sNzbXIJournaleofeMedicale
GeneticsVI2007VIddVIchaWf 5.8 75

231 tissectingIspatioWtemporalIproteinInetworksIdrivingIhumanIheartIdevelopmentIandIrelatedI
disordersXIMoleculareSystemseBiologyVI2010VIfVIcha 12.2 72

230 xedgehogIsignalingIinIsmallWcellIlungIcancerjIfrequentIinIvivoIbutIaIrareIeventIinIvitroXILungeCancerVI
2006VIebVIbhaWiZ 5.9 71

229 qssignmentIofIhumanIelongationIfactorIaalphaIgenesjIuuvaqImapsItoIchromosomeIfqadIandI
uuvaqbItoIbZqacXcXIGenomicsVI1996VIcfVIceiWfa 4.3 71

228 MutationsIinIwqrRrcjIvromIfebrileIseizuresItoIepilepticIencephalopathiesXINeurologyVI2017VIhhVIdhcWdib6.5 68

227 XWlinkedImentalIretardationIwithIfragileIXXIqIpedigreeIshowingItransmissionIbyIapparentlyI
unaffectedImalesIandIpartialIexpressionIinIfemaleIcarriersXIHumaneGeneticsVI1981VIeiVIbcWe 6.3 68

226 weneticIassociationIstudiesIinIlumbarIdiscIdegenerationjIaIsystematicIreviewXIPLoSeONEVI2012VIgVIediiie3.7 67

225 weneIPanelITestingIinIupilepticIuncephalopathiesIandIvamilialIupilepsiesXIMoleculareSyndromologyVI
2016VIgVIbaZWbai 1.5 65

224 uxclusionIofISNRPNIasIaImajorIdeterminantIofIPraderWWilliIsyndromeIbyIaItranslocationIbreakpointXI
NatureeGeneticsVI1996VIabVIdebWd 36.3 64
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223 tisruptionIofItheIsNTNqPbIgeneIinIaItRgkaeSItranslocationIfamilyIwithoutIsymptomsIofIwillesIdeIlaI
TouretteIsyndromeXIEuropeaneJournaleofeHumaneGeneticsVI2007VIaeVIgaaWc 5.3 63

222 wenomeWwideIdetectionIofIchromosomalIrearrangementsVIindelsVIandImutationsIinIcircularI
chromosomesIbyIshortIreadIsequencingXIGenomeeResearchVI2011VIbaVIachhWic 9.7 60

221 TheIsmallIRNqIcontentIofIhumanIspermIrevealsIpseudogeneWderivedIpiRNqsIcomplementaryItoI
proteinWcodingIgenesXIRnaVI2015VIbaVIaZheWie 5.8 59

220
qIfamilialIreciprocalItranslocationItRckgSIRpbaXakpacSIassociatedIwithItheIwreigI
polysyndactylyWcraniofacialIanomaliesIsyndromeXIAmericaneJournaleofeMedicaleGeneticseParteAVI1983VI
afVIcacWba

59

219 wenomeWwideIanalysisIofIstXbIbindingIinIintestinalIepithelialIcellsIRsacoWbSXIJournaleofeBiologicale
ChemistryVI2010VIbheVIbeaaeWbe 5.4 57

218
MusPbImutationsIinItanishIpatientsIwithIRettIsyndromejIhighIfrequencyIofImutationsIbutInoI
consistentIcorrelationsIwithIclinicalIseverityIorIwithItheIXIchromosomeIinactivationIpatternXI
EuropeaneJournaleofeHumaneGeneticsVI2001VIiVIaghWhd

5.3 57

217 vySxingIwithIlockedInucleicIacidsIRLNqSjIevaluationIofIdifferentILNqYtNqImixmersXIMoleculareande
CellulareProbesVI2003VIagVIafeWi 3.3 55

216 siaoIaIisIaInovelIWtdZIproteinIthatIinteractsIwithItheItumorIsuppressorIproteinIWTaXIJournaleofe
BiologicaleChemistryVI1998VIbgcVIaZhhZWg 5.4 54

215 vilterWgrownITRadfIcellsIasIanIinIvitroImodelIofIhumanIbuccalIepithelialIpermeabilityXIEuropeane
JournaleofeOraleSciencesVI1999VIaZgVIachWdf 2.3 53

214 TheIroleIofISLsbqaImutationsIinImyoclonicIastaticIepilepsyIandIabsenceIepilepsyVIandItheI
estimatedIfrequencyIofIwLUTaIdeficiencyIsyndromeXIEpilepsiaVI2015VIefVIebZcWh 6.4 52

213 NonWrandomIXIchromosomeIinactivationIinIanIaffectedItwinIinIaImonozygoticItwinIpairIdiscordantI
forIWiedemannWreckwithIsyndromeXIAmericaneJournaleofeMedicaleGeneticseParteAVI1995VIefVIbaZWd 52

212 qberrantIexpressionIofImiRWbahIandImiRWbZdIinIhumanImesialItemporalIlobeIepilepsyIandI
hippocampalIsclerosisWconvergenceIonIaxonalIguidanceXIEpilepsiaVI2014VIeeVIbZagWbg 6.4 51

211 MutationsIinINRXNaIinIaIfamilyImultiplyIaffectedIwithIbrainIdisordersjINRXNaImutationsIandIbrainI
disordersXIAmericaneJournaleofeMedicaleGeneticseParteB:eNeuropsychiatriceGeneticsVI2012VIaeirVIcedWh 3.5 51

210 MarkerIXIchromosomeIinductionIinIfibroblastsIbyIvUdRXIAmericaneJournaleofeMedicaleGeneticseParteA
VI1981VIiVIbfcWd 51

209 MolecularIcytogeneticIcharacterizationIofIringIchromosomeIaeIinIthreeIunrelatedIpatientsI2004VI
acZqVIcdZWd 49

208 uxonWdisruptingIdeletionsIofINRXNaIinIidiopathicIgeneralizedIepilepsyXIEpilepsiaVI2013VIedVIbefWfd 6.4 48

207 qnIexcessIofIchromosomeIaIbreakpointsIinImaleIinfertilityXIEuropeaneJournaleofeHumaneGeneticsVI
2004VIabVIiicWaZZZ 5.3 48

206 ProfilingImicroRNqsIinIlungItissueIfromIpigsIinfectedIwithIqctinobacillusIpleuropneumoniaeXIBMCe
GenomicsVI2012VIacVIdei 4.5 47

(2012-2007)
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205 ysolatedIandIsyndromicIformsIofIcongenitalIanosmiaXIClinicaleGeneticsVI2012VIhaVIbaZWe 4 47

204 LNqWmodifiedIoligonucleotidesIareIhighlyIefficientIasIvySxIprobesXICytogeneticeandeGenomee
ResearchVI2004VIaZgVIcbWg 1.9 47

203 TheIidentificationIandIfunctionalIannotationIofIRNqIstructuresIconservedIinIvertebratesXIGenomee
ResearchVI2017VIbgVIacgaWachc 9.7 46

202 weneticIinstabilityIofIcellIlinesIderivedIfromIaIsingleIhumanIsmallIcellIcarcinomaIofItheIlungXI
EuropeaneJournaleofeCancereleClinicaleOncologyVI1985VIbaVIhaeWbd 46

201
MacroorchidismIandIfragileIXIinImentallyIretardedImalesXIslinicalVIcytogeneticVIandIsomeIhormonalI
investigationsIinImentallyIretardedImalesVIincludingItwoIwithItheIfragileIsiteIatIXqbhVIfraRXSRqbhSXI
HumaneGeneticsVI1982VIfaVIaacWg

6.3 46

200
qdditionalIchromosomalIabnormalitiesIinIpatientsIwithIaIpreviouslyIdetectedIabnormalIkaryotypeVI
mentalIretardationVIandIdysmorphicIfeaturesXIAmericaneJournaleofeMedicaleGeneticsreParteAVI2006VI
adZVIbahZWg

2.5 45

199 PsoriasisIupregulatedIphorbolinWaIsharesIstructuralIbutInotIfunctionalIsimilarityItoItheI
mRNqWeditingIproteinIapobecWaXIJournaleofeInvestigativeeDermatologyVI1999VIaacVIafbWi 4.3 45

198 tisruptionsIofItheInovelI–yqqabZbIgeneIareIassociatedIwithIXWlinkedImentalIretardationXIHumane
GeneticsVI2006VIaahVIeghWiZ 6.3 44

197 MappingIofItheIhumanIPqWRIRparWdSIgeneItoIchromosomeIabqbaXIGenomicsVI1998VIecVIbdaWc 4.3 44

196 qIzincWfingerIgeneIZNvadaImappingIatIdpafXcYtdSiZIisIaIcandidateIgeneIforItheIWolfWxirschhornI
RdpWSIsyndromeXIHumaneMoleculareGeneticsVI1993VIbVIaegaWe 5.6 44

195 ReducedIceramideIsynthaseIbIactivityIcausesIprogressiveImyoclonicIepilepsyXIAnnalseofeClinicaleande
TranslationaleNeurologyVI2014VIaVIhhWih 5.3 42

194 TranslocationsIdisruptingIPxvbaqIinItheIPotockiWShafferWsyndromeIregionIareIassociatedIwithI
intellectualIdisabilityIandIcraniofacialIanomaliesXIAmericaneJournaleofeHumaneGeneticsVI2012VIiaVIefWgb 11 42

193 qIneocentromereIonIhumanIchromosomeIcIwithoutIdetectableIalphaWsatelliteItNqIformsI
morphologicallyInormalIkinetochoresXIChromosomaVI1998VIaZgVIceiWfe 2.8 42

192
xighIresolutionIcomparativeIgenomicIhybridisationIanalysisIrevealsIimbalancesIinIdyschromosomalI
patientsIwithInormalIorIapparentlyIbalancedIconventionalIkaryotypesXIEuropeaneJournaleofeHumane
GeneticsVI2000VIhVIffaWh

5.3 41

191
PreaxialIpolydactylyYtriphalangealIthumbIisIassociatedIwithIchangedItranscriptionIfactorWbindingI
affinityIinIaIfamilyIwithIaInovelIpointImutationIinItheIlongWrangeIcisWregulatoryIelementIZRSXI
EuropeaneJournaleofeHumaneGeneticsVI2010VIahVIgccWf

5.3 40

190 wermlineIshromothripsisItrivenIbyILaWMediatedIRetrotranspositionIandIqluYqluIxomologousI
RecombinationXIHumaneMutationVI2016VIcgVIcheWie 4.7 40

189 rreakpointsIaroundItheIxOXtIclusterIresultIinIvariousIlimbImalformationsXIJournaleofeMedicale
GeneticsVI2006VIdcVIaaaWh 5.8 39

188
TheIstrengthIofIcombinedIcytogeneticIandImateWpairIsequencingItechniquesIillustratedIbyIaI
germlineIchromothripsisIrearrangementIinvolvingIvOXPbXIEuropeaneJournaleofeHumaneGeneticsVI
2014VIbbVIcchWdc

5.3 38
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187 sxuMOqTTRqsTyONIyNTuTRqxYMuNqjIONITxuIROLuIOvIsxuMO–yNuSySXIBiologicaleBulletinVI1986
VIagZVIcegWcfg 1.5 38

186 weneticIheterogeneityIinIPakistaniImicrocephalyIfamiliesXIClinicaleGeneticsVI2013VIhcVIddfWea 4 37

185 SequenceIassemblyXIComputationaleBiologyeandeChemistryVI2009VIccVIabaWcf 3.6 37

184 MutationalIanalysisIofItheIhumanIvqTuIgeneIinIaddIinfertileImenXIHumaneGeneticsVI2003VIaacVIaieWbZa 6.3 35

183 tysfunctionIofItheIxeteromericI–VgXcY–VgXeIPotassiumIshannelIisIqssociatedIwithIqutismI
SpectrumItisordersXIFrontierseineGeneticsVI2013VIdVIed 4.5 34

182 TentativeIassignmentIofIaIlocusIforIRubinsteinWTaybiIsyndromeItoIafpacXcIbyIaIdeInovoIreciprocalI
translocationVItRgkafSRqcdkpacXcSXIAmericaneJournaleofeMedicaleGeneticseParteAVI1992VIddVIbcgWda 34

181 NonWdisjunctionIofIchromosomeIacXIHumaneMoleculareGeneticsVI2007VIafVIbZZdWaZ 5.6 32

180 ynterstitialIdeletionIacqjIfurtherIdelineationIofItheIsyndromeIbyIclinicalIandIhighWresolutionI
chromosomeIanalysisIofIfiveIpatientsXIAmericaneJournaleofeMedicaleGeneticseParteAVI1988VIbiVIgciWec 32

179 teletionIofIgqcdWqcfXbIinItwoIsiblingsIwithImentalIretardationVIlanguageIdelayVIprimaryI
amenorrheaVIandIdysmorphicIfeaturesXIAmericaneJournaleofeMedicaleGeneticsreParteAVI2010VIaebqVIcaaeWi 2.5 31

178 SequenceIvariantsIinItheIhumanIcocaineIandIamphetamineWregulatedItranscriptIRsqRTSIgeneIinI
subjectsIwithIearlyIonsetIobesityXIObesityVI1999VIgVIecbWf 31

177 sharacterizationIofIaIaXZIMbIYqsIcontigIspanningItwoIchromosomeIbreakpointsIrelatedItoIMenkesI
diseaseXIHumaneMoleculareGeneticsVI1992VIaVIdhcWi 5.6 30

176
ynterstitialIdeletionIiqbbXcbWqccXbIassociatedIwithIadditionalIfamilialItranslocationI
tRikagSRqcdXaakpaaXbSIinIaIpatientIwithIworlinWwoltzIsyndromeIandIfeaturesIofINailWPatellaIsyndromeI
2004VIabdqVIagiWia

29

175 TetrasomyIahpIdeInovojIparentalIoriginIandIdifferentImechanismsIofIformationXIEuropeaneJournale
ofeHumaneGeneticsVI1996VIdVIafZWg 5.3 29

174 MetaphaseIvySxIonIaIchipjIminiaturizedImicrofluidicIdeviceIforIfluorescenceIinIsituIhybridizationXI
SensorsVI2010VIaZVIihcaWdf 3.8 27

173 telineationIofIanIinterstitialIiqbbIdeletionIinIbasalIcellInevusIsyndromeI2005VIacbqVIcbdWh 27

172 ydentificationIofIhumanIcandidateIgenesIforImaleIinfertilityIbyIdigitalIdifferentialIdisplayXIMoleculare
HumaneReproductionVI2001VIgVIaaWbZ 4.4 27

171 qcuteIandIpersistentIsymptomsIinInonWhospitalizedIPsRWconfirmedIsOVytWaiIpatientsXIScientifice
ReportsVI2021VIaaVIacaec 4.9 27

170 telineationIofIaIbXbIMbImicrodeletionIatIeqceIassociatedIwithImicrocephalyIandIcongenitalIheartI
diseaseXIAmericaneJournaleofeMedicaleGeneticsreParteAVI2006VIadZVIdbgWcc 2.5 26

(2006-1986)
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169 TheIxedgehogIsignalingIpathwayWWimplicationsIforIdrugItargetsIinIcancerIandIneurodegenerativeI
disordersXIPharmacogenomicsVI2003VIdVIdaaWbi 2.6 25

168 TheIhumanIhedgehogWinteractingIproteinIgenejIstructureIandIchromosomeImappingItoI
dqcaXbaWWnqcaXcXICytogeneticeandeGenomeeResearchVI2001VIibVIcZZWc 1.9 25

167 weneticIlinkageIofIautosomalIdominantIprimaryIopenIangleIglaucomaItoIchromosomeIcqIinIaIwreekI
pedigreeXIEuropeaneJournaleofeHumaneGeneticsVI2001VIiVIdebWg 5.3 25

166 xumanIvqTuIisIaInovelIXWlinkedIgeneIexpressedIinIfetalIandIadultItestisXIMoleculareandeCellulare
EndocrinologyVI2001VIahdVIbeWcb 4.4 25

165 LocalizationIofItheIhumanIgeneIforIadvancedIglycosylationIendIproductWspecificIreceptorIRqwuRSItoI
chromosomeIfpbaXcXIGenomicsVI1994VIbdVIfZfWh 4.3 25

164 StructuralIgenomicIvariationIinIchildhoodIepilepsiesIwithIcomplexIphenotypesXIEuropeaneJournaleofe
HumaneGeneticsVI2014VIbbVIhifWiZa 5.3 24

163
ScreeningIofIcongenitalIheartIdiseaseIpatientsIusingImultiplexIligationWdependentIprobeI
amplificationjIearlyIdiagnosisIofIsyndromicIpatientsXIAmericaneJournaleofeMedicaleGeneticsreParteAVI
2012VIaehqVIgbZWe

2.5 24

162 NextWgenerationIsequencingjIproofIofIconceptIforIantenatalIpredictionIofItheIfetalI–ellIbloodI
groupIphenotypeIfromIcellWfreeIfetalItNqIinImaternalIplasmaXITransfusionVI2013VIecVIbhibWh 2.9 24

161 sompoundIheterozygousIqSPMImutationsIinIPakistaniIMsPxIfamiliesXIAmericaneJournaleofeMedicale
GeneticsreParteAVI2009VIadiqVIibfWcZ 2.5 24

160 ydentificationIofItheIrRtaIinteractionInetworkIandIitsIimpactIonImentalIdisorderIriskXIGenomee
MedicineVI2016VIhVIec 14.4 23

159 LossIofIfunctionIofItheIretinoidWrelatedInuclearIreceptorIRRORrSIgeneIandIepilepsyXIEuropeane
JournaleofeHumaneGeneticsVI2016VIbdVIagfaWaggZ 5.3 23

158 NeurodevelopmentalIdisordersIassociatedIwithIdosageIimbalanceIofIZrTrbZIcorrelateIwithItheI
morbidityIspectrumIofIZrTrbZIcandidateItargetIgenesXIJournaleofeMedicaleGeneticsVI2014VIeaVIfZeWac 5.8 23

157 TheImyosinIchaperoneIUNsderIisIinvolvedIinIlensIdevelopmentIandIautosomalIdominantIjuvenileI
cataractXIEuropeaneJournaleofeHumaneGeneticsVI2014VIbbVIabiZWg 5.3 23

156 xaploinsufficiencyIofIsuLvdIatIahqabXbIisIassociatedIwithIdevelopmentalIandIbehavioralIdisordersVI
seizuresVIeyeImanifestationsVIandIobesityXIEuropeaneJournaleofeHumaneGeneticsVI2012VIbZVIacaeWi 5.3 23

155 xOXtacIpolyalanineItractIexpansionIinIclassicalIsynpolydactylyItypeIVordingborgXIAmericane
JournaleofeMedicaleGeneticseParteAVI2002VIaaZVIaafWba 22

154 qImutationIinItheIreceptorIbindingIsiteIofIwtveIcausesIMohrWWriedtIbrachydactylyItypeIqbXIJournale
ofeMedicaleGeneticsVI2006VIdcVIbbeWca 5.8 22

153
qssignmentIofIhumanI–xWboxWcontainingIgenesIbyIinIsituIhybridizationjIxNRNP–ImapsItoI
iqbaXcbWqbaXccVIPsrPaItoIbpabWpacVIandIPsrPbItoIabqacXabWqacXacVIdistalItoIvRqabqXIGenomicsVI
1996VIcbVIbigWh

4.3 22

152 ReplicativeIandInonWreplicativeImechanismsIinItheIformationIofIclusteredIsNVsIareIindicatedIbyI
wholeIgenomeIcharacterizationXIPLoSeGeneticsVI2018VIadVIeaZZgghZ 6 22

NielsuTommerup
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151 OccurrenceIofIcancerIinIaIcohortIofIahcIpersonsIwithIconstitutionalIchromosomeIgIabnormalitiesXI
CancereGeneticseandeCytogeneticsVI1998VIaZeVIciWdb 21

150 wlobalIgeneIexpressionIanalysisIinIfetalImouseIovariesIwithIandIwithoutImeiosisIandIcomparisonIofI
selectedIgenesIwithImeiosisIinItheItestisXICelleandeTissueeResearchVI2007VIcbhVIbZgWba 4.2 21

149 qssignmentIofItheIhumanIgenesIencodingIadVcWcIutaIRYWxqxSItoIbbqabVIadWcWcIzetaIRYWxqZSItoI
bpbeXaWpbeXbVIandIadWcWcIbetaIRYWxqrSItoIbZqacXaIbyIinIsituIhybridizationXIGenomicsVI1996VIccVIadiWeZ 4.3 21

148 wenomeWwideItNqImethylationIanalysisIofItransientIneonatalIdiabetesItypeIaIpatientsIwithI
mutationsIinIZvPegXIBMCeMedicaleGeneticsVI2016VIagVIbi 2.1 21

147 qIbalancedItranslocationIdisruptsISYNwqPaIinIaIpatientIwithIintellectualIdisabilityVIspeechI
impairmentVIandIepilepsyIwithImyoclonicIabsencesIRuMqSXIEpilepsiaVI2011VIebVIeaiZWc 6.4 20

146 xighIfrequencyIofIrareIcopyInumberIvariantsIaffectingIfunctionallyIrelatedIgenesIinIpatientsIwithI
structuralIbrainImalformationsXIHumaneMutationVI2011VIcbVIadbgWce 4.7 20

145
SubtelomericIstudyIofIacbIpatientsIwithImentalIretardationIrevealsIiIchromosomalIanomaliesIandI
contributesItoItheIdelineationIofIsubmicroscopicIdeletionsIofIapterVIbqterVIdpterVIeqterIandIiqterXI
BMCeMedicaleGeneticsVI2005VIfVIba

2.1 20

144
ydentificationIandIcharacterizationIofIanIinnerIearWexpressedIhumanImelanomaIinhibitoryIactivityI
RMyqSWlikeIgeneIRMyqLSIwithIaIfrequentIpolymorphismIthatIabolishesItranslationXIGenomicsVI2001VI
gaVIdZWeb

4.3 20

143 PraderWWilliIsyndromeIinIaIbrotherIandIsisterIwithoutIcytogeneticIorIdetectableImolecularIgeneticI
abnormalityIatIchromosomeIaeqaaqacXIAmericaneJournaleofeMedicaleGeneticseParteAVI1992VIddVIecdWh 20

142 qImutationIinItheIvOXucIgeneIcausesIcongenitalIprimaryIaphakiaIinIanIautosomalIrecessiveI
consanguineousIPakistaniIfamilyXIMoleculareVisionVI2010VIafVIediWee 2.3 20

141
rreakpointIcloningIandIhaplotypeIanalysisIindicateIaIsingleIoriginIofItheIcommonI
ynvRaZSRpaaXbqbaXbSImutationIamongInorthernIuuropeansXIAmericaneJournaleofeHumaneGeneticsVI
2006VIghVIhghWhhc

11 19

140
RisksIandIRecommendationsIinIPrenatallyItetectedIteINovoIralancedIshromosomalI
RearrangementsIfromIqssessmentIofILongWTermIOutcomesXIAmericaneJournaleofeHumaneGeneticsVI
2018VIaZbVIaZiZWaaZc

11 19

139 RegionalIdifferencesIinIexpressionIofIspecificImarkersIforIhumanIembryonicIstemIcellsXI
ReproductiveeBioMedicineeOnlineVI2007VIaeVIhiWih 4 18

138 ScreeningItestIforIataxiaItelangiectasiaXILancetreTheVI1987VIbVIacihWi 40 18

137 TheIfirstImutationIinIsNwqbIinItwoIbrothersIwithIanosmiaXIClinicaleGeneticsVI2015VIhhVIbicWf 4 17

136 sostWeffectiveImultiplexingIbeforeIcaptureIallowsIscreeningIofIbeIZZZIclinicallyIrelevantISNPsIinI
childhoodIacuteIlymphoblasticIleukemiaXILeukemiaVI2011VIbeVIaZZaWf 10.7 17

135
sraniosynostosisWmicrocephalyIwithIchromosomalIbreakageIandIotherIabnormalitiesIisIcausedIbyIaI
truncatingIMsPxaImutationIandIisIallelicItoIprematureIchromosomalIcondensationIsyndromeIandI
primaryIautosomalIrecessiveImicrocephalyItypeIaXIAmericaneJournaleofeMedicaleGeneticsreParteAVI
2010VIaebqVIdieWg

2.5 17

134
qIgbWyearWoldItanishIpuzzleIresolvedWWcomparativeIanalysisIofIphenotypesIinIfamiliesIwithI
differentWsizedIxOXtacIpolyalanineIexpansionsXIAmericaneJournaleofeMedicaleGeneticsreParteAVI2005VI
achVIcbhWci

2.5 17

(2005-1998)
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133 qccurateIrreakpointIMappingIinIqpparentlyIralancedITranslocationIvamiliesIwithItiscordantI
PhenotypesIUsingIWholeIwenomeIMateWPairISequencingXIPLoSeONEVI2017VIabVIeZafiice 3.7 17

132 songenitalIolfactoryIimpairmentIisIlinkedItoIcorticalIchangesIinIprefrontalIandIlimbicIbrainIregionsXI
BraineImagingeandeBehaviorVI2018VIabVIaefiWaehb 4.1 16

131 NeuralIcorrelatesIofItasteIperceptionIinIcongenitalIolfactoryIimpairmentXINeuropsychologiaVI2014VI
fbVIbigWcZe 3.2 16

130 upigeneticIremodellingIandIdysregulationIofItLwqPdIisIlinkedIwithIearlyWonsetIcerebellarIataxiaXI
HumaneMoleculareGeneticsVI2014VIbcVIfafcWgf 5.6 16

129 ynvestigationIofIdqWdeletionIinItwoIunrelatedIpatientsIusingIarrayIswxXIAmericaneJournaleofeMedicale
GeneticsreParteAVI2008VIadfqVIbdcaWd 2.5 16

128 ScreeningIofIiiItanishIpatientsIwithIcongenitalIheartIdiseaseIforIwqTqdImutationsXIGeneticeTestinge
andeMoleculareBiomarkersVI2006VIaZVIbggWhZ 16

127
wenomicIstructureVIchromosomeImappingIandIexpressionIanalysisIofItheIhumanIqVyLIgeneVIandIitsI
exclusionIasIaIcandidateIforIlocusIforIinflammatoryIbowelIdiseaseIatIabqacWadIRyrtbSXIGeneVI2002VI
bhhVIagiWhe

3.8 16

126 MolecularIcytogeneticIdetectionIofIiqcdIbreakpointsIassociatedIwithInailIpatellaIsyndromeXI
EuropeaneJournaleofeHumaneGeneticsVI1999VIgVIfhWgf 5.3 16

125 ynvestigationIofIdeletionsIatIgqaaXbcIinIddIpatientsIreferredIforIWilliamsWreurenIsyndromeVIusingI
vySxIandIfourItNqIpolymorphismsXIHumaneGeneticsVI1997VIiiVIefWfa 6.3 16

124 NationwideIgermlineIwholeIgenomeIsequencingIofIaihIconsecutiveIpediatricIcancerIpatientsI
revealsIaIhighIincidenceIofIcancerIproneIsyndromesXIPLoSeGeneticsVI2020VIafVIeaZZibca 6 16

123 OpticalImappingIofIsingleWmoleculeIhumanItNqIinIdisposableVImassWproducedIallWpolymerIdevicesXI
JournaleofeMicromechanicseandeMicroengineeringVI2015VIbeVIaZeZZb 2 15

122 VeryIshortItNqIsegmentsIcanIbeIdetectedIandIhandledIbyItheIrepairImachineryIduringIgermlineI
chromothripticIchromosomeIreassemblyXIHumaneMutationVI2018VIciVIgZiWgaf 4.7 15

121 ValidationIofIgenomeWwideIintervertebralIdiskIcalcificationIassociationsIinIdachshundIandIfurtherI
investigationIofItheIchromosomeIabIsusceptibilityIlocusXIFrontierseineGeneticsVI2012VIcVIbbe 4.5 15

120 uxpressionIanalysesIofIhumanIcleftIpalateItissueIsuggestIaIroleIforIosteopontinIandIimmuneI
relatedIfactorsIinIpalatalIdevelopmentXIExperimentaleandeMoleculareMedicineVI2009VIdaVIggWhe 12.8 15

119
sharacterizationIofIaItRekhSRqcakqbaSItranslocationIinIaIpatientIwithImentalIretardationIandI
congenitalIheartIdiseasejIimplicationsIforIinvolvementIofIRUNXaTaIinIhumanIbrainIandIheartI
developmentXIEuropeaneJournaleofeHumaneGeneticsVI2009VIagVIaZaZWh

5.3 15

118 vineImappingIofIaIdeInovoIinterstitialIaZqbbWqbcIduplicationIinIaIpatientIwithIcongenitalIheartI
diseaseIandImicrocephalyXIEuropeaneJournaleofeMedicaleGeneticsVI2008VIeaVIhaWf 2.6 15

117 sytogeneticallyIinvisibleImicrodeletionsIinvolvingIPyTXbIinIRiegerIsyndromeXIClinicaleGeneticsVI2007VI
gbVIdfdWgZ 4 15

116
SystematicIreWexaminationIofIcarriersIofIbalancedIreciprocalItranslocationsjIaIstrategyItoIsearchIforI
candidateIregionsIforIcommonIandIcomplexIdiseasesXIEuropeaneJournaleofeHumaneGeneticsVI2006VI
adVIdaZWg

5.3 15
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115 SecondItrimesterIprenatalIdiagnosisIofItheIfragileIXXIAmericaneJournaleofeMedicaleGeneticseParteAVI
1986VIbcVIcacWbd 15

114 RRPgqIlinksIprimaryImicrocephalyItoIdysfunctionIofIribosomeIbiogenesisVIresorptionIofIprimaryI
ciliaVIandIneurogenesisXINatureeCommunicationsVI2020VIaaVIehaf 17.4 15

113 SmallIsupernumeraryImarkerIchromosomesjIqIlegacyIofItrisomyIrescueoXIHumaneMutationVI2019VIdZVIaicWbZZ4.7 15

112 qInovelIspliceIsiteImutationIinIsuPaceIisIassociatedIwithIprimaryImicrocephalyIinIaIPakistaniIfamilyXI
JournaleofeHumaneGeneticsVI2016VIfaVIbgaWc 4.3 14

111
XWlinkedIcongenitalIptosisIandIassociatedIintellectualIdisabilityVIshortIstatureVImicrocephalyVIcleftI
palateVIdigitalIandIgenitalIabnormalitiesIdefineInovelIXqbeqbfIduplicationIsyndromeXIHumane
GeneticsVI2014VIaccVIfbeWch

6.3 14

110 qIcXbIMbIdeletionIonIahqabIinIaIpatientIwithIchildhoodIautismIandIhighWgradeImyopiaXIEuropeane
JournaleofeHumaneGeneticsVI2008VIafVIcabWi 5.3 14

109 qpparentIhomozygosityIforItheIfragileIsiteIatIXqbhIinIaInormalIfemaleXIHumaneGeneticsVI1982VIfaVIfZWb 6.3 14

108 qINovelILocusIxarbouringIaIvunctionalIstafdINonsenseIMutationIydentifiedIinIaILargeItanishI
vamilyIwithINonsyndromicIxearingIympairmentXIPLoSeGeneticsVI2015VIaaVIeaZZechf 6 13

107 NoIevidenceIforIpathogenicIvariantsIorImaternalIeffectIofIZvPegIasItheIcauseIofI
reckwithWWiedemannISyndromeXIEuropeaneJournaleofeHumaneGeneticsVI2012VIbZVIaaiWba 5.3 13

106 StonesIinItheIlacrimalIglandjIaIrareIconditionXIActaeOphthalmologicaVI2009VIhgVIfgbWe 3.7 13

105 MowatWWilsonIsyndromejIanIunderdiagnosedIsyndromeoXIClinicaleGeneticsVI2008VIgcVIegiWhd 4 13

104 PartialIdeletionIaaqjIreportIofIaIcaseIwithIaIlargeIterminalIdeletionIaaqbaWqterIwithoutIlossIofI
telomericIsequencesVIandIreviewIofItheIliteratureXIClinicaleGeneticsVI1995VIdgVIbcaWe 4 13

103 MacroorchidismVImentalIretardationVIandItheIfragileIXXINeweEnglandeJournaleofeMedicineVI1981VIcZeVIacdh59.2 13

102 teInovoIunbalancedItranslocationsIhaveIaIcomplexIhistoryYaetiologyXIHumaneGeneticsVI2018VIacgVIhagWhbi6.3 13

101 TheIroleIofISLsbqaIinIearlyIonsetIandIchildhoodIabsenceIepilepsiesXIEpilepsyeResearchVI2013VIaZeVIbbiWcc3 12

100 sompleteIreWsequencingIofIaIbMbItopologicalIdomainIencompassingItheIvTOYyRXrIgenesIidentifiesI
aInovelIobesityWassociatedIregionIupstreamIofIyRXeXIGenomeeMedicineVI2015VIgVIabf 14.4 12

99 weneticIstudiesIinIcongenitalIanteriorImidlineIcervicalIcleftXIAmericaneJournaleofeMedicaleGeneticsre
ParteAVI2012VIaehqVIbZbaWf 2.5 12

98 qIcohortIofIbalancedIreciprocalItranslocationsIassociatedIwithIdyslexiajIidentificationIofItwoI
putativeIcandidateIgenesIatItYXaXIBehavioreGeneticsVI2011VIdaVIabeWcc 3.2 12

(2011-1986)
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97 PhenotypicIsubregionsIwithinItheIsplitWhandYfootImalformationIaIlocusXIHumaneGeneticsVI2016VIaceVIcdeWeg6.3 11

96 qIfolateIsensitiveIheritableIfragileIsiteIatIaipacXIClinicaleGeneticsVI1985VIbgVIeaZWd 4 11

95 volicIacidImetabolismIinIaIpatientIwithIfragileIXXIClinicaleGeneticsVI1983VIbdVIaecWe 4 11

94 qInovelImutationIinIyRvfIresultingIinIVWSWPPSIspectrumIdisorderIwithIrenalIaplasiaXIAmericane
JournaleofeMedicaleGeneticsreParteAVI2008VIadfqVIafZeWh 2.5 11

93 PopulationWbasedIstudyIofIcancerIamongIcarriersIofIaIconstitutionalIstructuralIchromosomalI
rearrangementXIGeneseChromosomeseandeCancerVI2006VIdeVIbcaWdf 5 11

92 tetectionIofIillegitimateIrearrangementIwithinItheIimmunoglobulinIlocusIonIadqcbXcIinIrWcellI
malignanciesIusingIendWsequencedIprobesXIGeneseChromosomeseandeCancerVI2001VIcbVIbfeWgd 5 11

91
shromosomalIbreakageVIendomitosisVIendoreduplicationVIandIhypersensitivityItowardI
radiomimetricIandIalkylatingIagentsjIaIpossibleInewIautosomalIrecessiveImutationIinIaIgirlIwithI
craniosynostosisIandImicrocephalyXIHumaneGeneticsVI1993VIibVIcciWdf

6.3 11

90 qbdominalIWallItefectsIinIwreenlandIaihiWbZaeXIBirtheDefectseResearchVI2017VIaZiVIhcfWhdb 2.9 10

89 wenomeWWideISupportedIRiskIVariantsIinIVIVIVIVIandIsontributeItoISchizophreniaISusceptibilityIinI
PakistaniIPopulationXIPsychiatryeInvestigationVI2017VIadVIfhgWfib 3.1 10

88 shallengesIforItheISustainabilityIofIUniversityWRunIriobanksXIBiopreservationeandeBiobankingVI2018VI
afVIcabWcba 2.1 10

87 SequenceIanalysisIofIagINRXNaIdeletionsXIAmericaneJournaleofeMedicaleGeneticseParteB:e
NeuropsychiatriceGeneticsVI2014VIaferVIebWfa 3.5 10

86
TwoIrareIdeletionsIupstreamIofItheINRXNaIgeneIRbpafXcSIaffectingItheInonWcodingImRNqI
q–abgbddIsegregateIwithIdiverseIpsychopathologicalIphenotypesIinIaIfamilyXIEuropeaneJournaleofe
MedicaleGeneticsVI2015VIehVIfeZWc

2.6 10

85 xumanIrabaaajItranscriptionVIchromosomeImappingIandIeffectIonItheIexpressionIlevelsIofIhostI
wTPWbindingIproteinsXIFEBSeLettersVI1998VIdbiVIceiWfd 3.8 10

84 ralancedItranslocationIinIaIpatientIwithIsevereImyoclonicIepilepsyIofIinfancyIdisruptsItheIsodiumI
channelIgeneISsNaqXIEpilepsiaVI2008VIdiVIaZiaWd 6.4 10

83 xydatidiformImolesjImethodsIforIcultureIandIcytogeneticIanalysesXICancereGeneticseande
CytogeneticsVI1986VIbbVIaiWbg 10

82 shromothripsisIandItNqIRepairItisordersXIJournaleofeClinicaleMedicineVI2020VIiVI 5.1 9

81 RegulatoryIvariantsIofIvOXwaIinItheIcontextIofIitsItopologicalIdomainIorganisationXIEuropeane
JournaleofeHumaneGeneticsVI2018VIbfVIahfWaif 5.3 9

80 tuplicationIofIMqOqVIMqOrVIandINtPIinIaIpatientIwithImentalIretardationIandIepilepsyXIEuropeane
JournaleofeHumaneGeneticsVI2011VIaiVIaWb 5.3 9
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79 wLyaIisIinvolvedIinIcellIcycleIregulationIandIproliferationIofINTbIembryonalIcarcinomaIstemIcellsXI
DNAeandeCelleBiologyVI2008VIbgVIbeaWf 3.6 9

78 ynterstitialIdeletionIofIchromosomeIdpIassociatedIwithImildImentalIretardationVIepilepsyIandI
polymicrogyriaIofItheIleftItemporalIlobeXIClinicaleGeneticsVI2007VIgbVIeicWh 4 9

77 dqceIdeletionIandIaZpaeIduplicationIassociatedIwithIimmunodeficiencyXIAmericaneJournaleofe
MedicaleGeneticsreParteAVI2006VIadZVIbbcaWe 2.5 9

76
weneticIcounselingIinIadultIcarriersIofIaIbalancedIchromosomalIrearrangementIascertainedIinI
childhoodjIexperiencesIfromIaInationwideIreexaminationIofItranslocationIcarriersXIGeneticseine
MedicineVI2007VIiVIaheWg

8.1 9

75 xumanIssSIgenejIgenomicIorganizationIandIexclusionIasIaIcandidateIforIamyotrophicIlateralI
sclerosisIRqLSSXIBMCeGeneticsVI2002VIcVIe 2.6 9

74 PositionIeffectVIcrypticIcomplexityVIandIdirectIgeneIdisruptionIasIdiseaseImechanismsIinIdeInovoI
apparentlyIbalancedItranslocationIcasesXIPLoSeONEVI2018VIacVIeZbZebih 3.7 9

73 qutoimmuneIdiseasesIinIaItanishIcohortIofIdVhffIcarriersIofIconstitutionalIstructuralIchromosomalI
rearrangementsXIArthritiseandeRheumatismVI2007VIefVIbdZbWi 8

72 shromosomalIstudiesIinIfamilialIpolyposisIcoliXICancereGeneticseandeCytogeneticsVI1985VIagVIceeWg 8

71 qutomationIofIaIsingleWtNqImoleculeIstretchingIdeviceXIRevieweofeScientificeInstrumentsVI2015VIhfVIZfcgZb1.7 7

70 riparentalIinheritanceIofIchromosomalIabnormalitiesIinImaleItwinsIwithInonWsyndromicImentalI
retardationXIEuropeaneJournaleofeMedicaleGeneticsVI2011VIedVIechcWh 2.6 7

69 qInovelIprimateIspecificIgeneVIsuyVIisIlocatedIinItheIhomeoboxIgeneIyRXqbIpromoterIinIxomoI
sapiensXIGeneVI2006VIcgaVIafgWgc 3.8 7

68 tetectionIofIillegitimateIrearrangementsIwithinItheIimmunoglobulinIlightIchainIlociIinIrIcellI
malignanciesIusingIendIsequencedIprobesXILeukemiaVI2002VIafVIbadhWee 10.7 7

67 MolecularIcharacterizationIofIaIbalancedIchromosomeItranslocationIinIpsoriasisIvulgarisXIClinicale
GeneticsVI2006VIfiVIahiWic 4 7

66 xighIresolutionIchromosomesIfromIfirstItrimesterItrophoblastIculturesXIPrenataleDiagnosisVI1985VIeVIbiaWd3.2 7

65 xaploinsufficiencyIofIqRxwqPdbIisIassociatedIwithIhypertensionXIEuropeaneJournaleofeHumane
GeneticsVI2019VIbgVIabifWacZc 5.3 6

64 srypticIbreakpointIidentifiedIbyIwholeWgenomeImateWpairIsequencingIinIaIrareIpaternallyIinheritedI
complexIchromosomalIrearrangementXIMoleculareCytogeneticsVI2018VIaaVIcd 2 6

63
qInovelImutationIinIst–eRqPbIgeneIcausesIprimaryImicrocephalyIwithIspeechIimpairmentIandI
sparseIeyebrowsIinIaIconsanguineousIPakistaniIfamilyXIEuropeaneJournaleofeMedicaleGeneticsVI2017VI
fZVIfbgWfcZ

2.6 6

62 tysregulationIofIvOXwaIbyIringIchromosomeIadXIMoleculareCytogeneticsVI2015VIhVIbd 2 6

(2015-2008)

13



61
ynterstitialIdeletionIofIadqbdXcWqcbXbIinIaImaleIpatientIwithIplagiocephalyVIrPuSIfeaturesVI
developmentalIdelayVIandIcongenitalIheartIdefectsXIAmericaneJournaleofeMedicaleGeneticsreParteAVI
2011VIaeeqVIbZcWf

2.5 6

60 eZZ–ISNPIarrayIanalysesIinIbloodIandIsalivaIshowedInoIdifferencesIinIaIpairIofImonozygoticItwinsI
discordantIforIcleftIlipXIAmericaneJournaleofeMedicaleGeneticsreParteAVI2011VIaeeqVIfebWe 2.5 6

59 SuggestiveIlinkageItoIaIneighboringIregionIofIyRvfIinIaIcleftIlipIandIpalateImultiplexIfamilyXI
AmericaneJournaleofeMedicaleGeneticsreParteAVI2007VIadcqVIbgafWba 2.5 6

58 ydentificationIofIaInovelIuYqaIspliceWsiteImutationIinIaItanishIbranchioWotoWrenalIsyndromeIfamilyXI
GeneticeTestingeandeMoleculareBiomarkersVI2004VIhVIdZdWf 6

57 shemotaxisIinItetrahymenaXIEuropeaneJournaleofeProtistologyVI1990VIbeVIbbiWcc 3.6 6

56 PartialIUSxbqIdeletionsIcontributeItoIUsherIsyndromeIinItenmarkXIEuropeaneJournaleofeHumane
GeneticsVI2015VIbcVIafdfWea 5.3 5

55
rreakpointImappingIandIhaplotypeIanalysisIofItranslocationItRakabSRqdckqbaXaSIinItwoIapparentlyI
independentIfamiliesIwithIvascularIphenotypesXIMoleculareGeneticselamp;eGenomiceMedicineVI2018VI
fVIefWfh

2.3 5

54 TheIsegregationIofIdifferentIsubmicroscopicIimbalancesIunderlyingItheIclinicalIvariabilityI
associatedIwithIaIfamilialIkaryotypicallyIbalancedItranslocationXIMoleculareCytogeneticsVI2015VIhVIaZf 2 5

53 uvaluationIofItwoImethodsIforIgeneratingIcRNqIforImicroarrayIexperimentsIfromInanogramI
amountsIofItotalIRNqXIAnalyticaleBiochemistryVI2006VIcehVIaaaWi 3.1 5

52 uxpressionIandIpostWtranslationalImodificationIofIhumanIdWhydroxyWphenylpyruvateIdioxygenaseXI
CelleBiologyeInternationalVI2002VIbfVIfaeWbe 4.5 5

51 MaleWtoWmaleItransmissionIinILaurinWSandrowIsyndromeIandIexclusionIofIRqRrIandIRqRwXIAmericane
JournaleofeMedicaleGeneticsreParteAVI2005VIacgVIadhWeb 2.5 5

50 MolecularIcloningIofIXpaaIbreakpointsIinItwoIunrelatedImentallyIretardedIfemalesIwithI
XkautosomeItranslocationsXICytogeneticeandeGenomeeResearchVI2000VIiZVIabfWcc 1.9 5

49 ScreeningIforItheIfragileIXjIhowImanyIcellsIshouldIweIanalyseoXIAmericaneJournaleofeMedicale
GeneticseParteAVI1988VIcZVIdagWbb 5

48 vragileIXIdemonstratedIretrospectivelyIinIamnioticIcellsIculturedIinIlowIfolateImediumXIPrenatale
DiagnosisVI1983VIcVIcfgWi 3.2 5

47 ydentificationIofItriploidyIbyItqYtqPyIstainingIofItrophoblasticIinterphaseInucleiXIPlacentaVI1985VIfVIcfcWg3.4 5

46 shromothripsisIandIxumanIweneticItiseaseaWaZ 5

45 qnIassociationIstudyIbetweenItheInorepinephrineItransporterIgeneIandIdepressionXIPsychiatrice
GeneticsVI2013VIbcVIbagWba 2.9 4

44 TheIlrrkbIpXwlybZaiSerImutationIisIuncommonIinIaItanishIcohortIwithIvariousIneurodegenerativeI
disordersXIParkinsonismeandeRelatedeDisordersVI2011VIagVIcihWi 3.6 4
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43 qInovelIsubtypeIofIdistalIsymphalangismIaffectingIonlyItheIdthIfingerXIAmericaneJournaleofeMedicale
GeneticsreParteAVI2009VIadiqVIaegaWc 2.5 4

42 wenomeWwideIgeneIexpressionIprofilingIofISsytImiceIwithITWcellWmediatedIsolitisXIScandinaviane
JournaleofeImmunologyVI2009VIfiVIdcgWdf 3.4 4

41 SequenceIandIexpressionIanalysisIofIgapsIinIhumanIchromosomeIbZXINucleiceAcidseResearchVI2012VI
dZVIfffZWgb 20.1 4

40 ProlongedIextremeIthrombocytosisIassociatedIwithIneurofibromatosisItypeIaXIJournaleofePediatricsVI
1997VIacZVIcagWi 3.6 4

39 LocalizationIinImanIofIfifteenItNqIsequencesIwithinItheIchromosomeIsegmentIacqabWqbbXI
HereditasVI1989VIaaZVIbecWfe 2.4 4

38 MutationIanalysisIofItheISonicIhedgehogIpromoterIandIputativeIenhancerIelementsIinIParkinsonPsI
diseaseIpatientsXIMoleculareBraineResearchVI2004VIabfVIbZgWaa 4

37
uponymousIzacobsenIsyndromejImappingItheIbreakpointsIofItheIoriginalIfamilyIsuggestsIanI
associationIbetweenItheIdistalIaXaIMbIofIchromosomeIbaIandIosteoporosisIinItownIsyndromeXI
AmericaneJournaleofeMedicaleGeneticsreParteAVI2005VIaceVIcciWda

2.5 4
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