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585 lnGintegratedGencyclopediaGofGoylGelementsGinGtheGhumanGgenomeUGNatureSG2012SG[cdSG]bTb[ 50.4 11449

584 tnitialGsequencingGandGcomparativeGanalysisGofGtheGmouseGgenomeUGNatureSG2002SG[YWSG]YWTaY 50.4 5376

583 tdentificationGandGanalysisGofGfunctionalGelementsGinGXLGofGtheGhumanGgenomeGbyGtheGpynzopGpilotG
projectUGNatureSG2007SG[[bSGbddTcXa 50.4 4121

582 wandscapeGofGtranscriptionGinGhumanGcellsUGNatureSG2012SG[cdSGXWXTc 50.4 3544

581 ”equenceGandGcomparativeGanalysisGofGtheGchickenGgenomeGprovideGuniqueGperspectivesGonG
vertebrateGevolutionUGNatureSG2004SG[ZYSGad]TbXa 50.4 2143

580 TheGpynzopGOpynyclopediaGzfGoylGplementsPGProjectUGScienceSG2004SGZWaSGaZaT[W 33.3 1692

579 xutationGnomenclatureGextensionsGandGsuggestionsGtoGdescribeGcomplexGmutationseGaGdiscussionUG
HumanaMutationSG2000SGX]SGbTXY 4.7 1533

578 TranscriptomeGandGgenomeGsequencingGuncoversGfunctionalGvariationGinGhumansUGNatureSG2013SG]WXSG]WaTXX50.4 1323

577 PositionalGcloningGofGtheGlPpnpoGgeneUGNatureaGeneticsSG1997SGXbSGZdZTc 36.3 1105

576 lGuserNsGguideGtoGtheGencyclopediaGofGoylGelementsGOpynzopPUGPLoSaBiologySG2011SGdSGeXWWXW[a 9.7 1060

575 lGwholeTgenomeGassociationGstudyGofGmajorGdeterminantsGforGhostGcontrolGofGstüTXUGScienceSG2007SG
ZXbSGd[[Tb 33.3 999

574 renomeGscanGmetaTanalysisGofGschizophreniaGandGbipolarGdisorderSGpartGtteG”chizophreniaUGAmericana
JournalaofaHumanaGeneticsSG2003SGbZSGZ[T[c 11 985

573 TheGoylGsequenceGofGhumanGchromosomeGYXUGNatureSG2000SG[W]SGZXXTd 50.4 911

572 ruidelinesGforGinvestigatingGcausalityGofGsequenceGvariantsGinGhumanGdiseaseUGNatureSG2014SG]WcSG[adTba 50.4 910

571 winkageGofGbetaTthalassaemiaGmutationsGandGbetaTglobinGgeneGpolymorphismsGwithGoylG
polymorphismsGinGhumanGbetaTglobinGgeneGclusterUGNatureSG1982SGYdaSGaYbTZX 50.4 866

570 TheGgenomeGsequenceGofGtaurineGcattleeGaGwindowGtoGruminantGbiologyGandGevolutionUGScienceSG2009SG
ZY[SG]YYTc 33.3 863

569 “ecommendationsGforGaGnomenclatureGsystemGforGhumanGgeneGmutationsUGyomenclatureGβorkingG
rroupUGHumanaMutationSG1998SGXXSGXTZ 4.7 839
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568 srü”G“ecommendationsGforGtheGoescriptionGofG”equenceGüariantseGYWXaGöpdateUGHumanaMutationSG
2016SGZbSG]a[Td 4.7 792

567 yomenclatureGforGtheGdescriptionGofGhumanGsequenceGvariationsUGHumanaGeneticsSG2001SGXWdSGXYXT[ 6.3 766

566 tnversionsGdisruptingGtheGfactorGütttGgeneGareGaGcommonGcauseGofGsevereGhaemophiliaGlUGNaturea
GeneticsSG1993SG]SGYZaT[X 36.3 709

565 saemophiliaGlGresultingGfromGdeGnovoGinsertionGofGwXGsequencesGrepresentsGaGnovelGmechanismGforG
mutationGinGmanUGNatureSG1988SGZZYSGXa[Ta 50.4 706

564 PresenileGdementiaGandGcerebralGhaemorrhageGlinkedGtoGaGmutationGatGcodonGadYGofGtheG
betaTamyloidGprecursorGproteinGgeneUGNatureaGeneticsSG1992SGXSGYXcTYX 36.3 652

563 nommonGregulatoryGvariationGimpactsGgeneGexpressionGinGaGcellGtypeTdependentGmannerUGScienceSG
2009SGZY]SGXY[aT]W 33.3 607

562 “ecurrentGrearrangementsGofGchromosomeGXqYXUXGandGvariableGpediatricGphenotypesUGNewaEnglanda
JournalaofaMedicineSG2008SGZ]dSGXac]Tdd 59.2 587

561 ”chizophreniaGsusceptibilityGassociatedGwithGinterstitialGdeletionsGofGchromosomeGYYqXXUG
ProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG1995SGdYSGbaXYTa 11.5 529

560 TargetedGdisruptionGofGtheGmouseGfactorGütttGgeneGproducesGaGmodelGofGhaemophiliaGlUGNaturea
GeneticsSG1995SGXWSGXXdTYX 36.3 523

559 lssessmentGofGtranscriptGreconstructionGmethodsGforG“ylTseqUGNatureaMethodsSG2013SGXWSGXXbbTc[ 21.6 477

558 nhromosomeGYXGandGdownGsyndromeeGfromGgenomicsGtoGpathophysiologyUGNatureaReviewsaGeneticsSG
2004SG]SGbY]TZc 30.1 476

557 lGhighTresolutionGanatomicalGatlasGofGtheGtranscriptomeGinGtheGmouseGembryoUGPLoSaBiologySG2011SG
dSGeXWWW]cY 9.7 467

556 ”chizophreniaGsusceptibilityGlociGonGchromosomesGXZqZYGandGcpYXUGNatureaGeneticsSG1998SGYWSGbWTZ 36.3 435

555 rpynzopeGproducingGaGreferenceGannotationGforGpynzopUGGenomeaBiologySG2006SGbG”upplGXSG”[UXTd 18.3 434

554 renomeTwideGassociationsGofGgeneGexpressionGvariationGinGhumansUGPLoSaGeneticsSG2005SGXSGebc 6 431

553 nontinuumGofGoverlappingGclonesGspanningGtheGentireGhumanGchromosomeGYXqUGNatureSG1992SGZ]dSGZcWTb50.4 394

552 lGclusterGofGcysticGfibrosisGmutationsGinGtheGfirstGnucleotideTbindingGfoldGofGtheGcysticGfibrosisG
conductanceGregulatorGproteinUGNatureSG1990SGZ[aSGZaaTd 50.4 387

551 renomeGscanGmetaTanalysisGofGschizophreniaGandGbipolarGdisorderSGpartGttteGmipolarGdisorderUG
AmericanaJournalaofaHumanaGeneticsSG2003SGbZSG[dTaY 11 353
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550 PsychoticGillnessGinGpatientsGdiagnosedGwithGveloTcardioTfacialGsyndromeGandGtheirGrelativesUGJournala
ofaNervousaandaMentalaDiseaseSG1994SGXcYSG[baTc 1.8 340

549 reneticGoriversGofGppigeneticGandGTranscriptionalGüariationGinGsumanGtmmuneGnellsUGCellSG2016SGXabSGXZdcTX[X[UeY[56.2 339

548 nopyGnumberGvariantsGandGgeneticGtraitseGcloserGtoGtheGresolutionGofGphenotypicGtoGgenotypicG
variabilityUGNatureaReviewsaGeneticsSG2007SGcSGaZdT[a 30.1 335

547 xirrorGextremeGmxtGphenotypesGassociatedGwithGgeneGdosageGatGtheGchromosomeGXapXXUYGlocusUG
NatureSG2011SG[bcSGdbTXWY 50.4 322

546 ”equentialGstrategyGtoGidentifyGaGsusceptibilityGgeneGforGschizophreniaeGreportGofGpotentialGlinkageG
onGchromosomeGYYqXYTqXZUXeGPartGXUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1994SG][SGZaT[Z 321

545 oodecamerGrepeatGexpansionGinGcystatinGmGgeneGinGprogressiveGmyoclonusGepilepsyUGNatureSG1997SG
ZcaSGc[bT]X 50.4 316

544 pxomeGsequencingGidentifiesGrecurrentGsomaticGxlPYvXGandGxlPYvYGmutationsGinGmelanomaUG
NatureaGeneticsSG2011SG[[SGXZZTd 36.3 313

543 pndocyticGproteinGintersectinTlGregulatesGactinGassemblyGviaGndc[YGandGyTβl”PUGNatureaCellaBiologySG
2001SGZSGdYbTZY 23.4 312

542 nommonGgeneticGvariationGandGtheGcontrolGofGstüTXGinGhumansUGPLoSaGeneticsSG2009SG]SGeXWWWbdX 6 310

541
sumanGmicro“ylTX]]GonGchromosomeGYXGdifferentiallyGinteractsGwithGitsGpolymorphicGtargetGinGtheG
lrT“XGZNGuntranslatedGregioneGaGmechanismGforGfunctionalGsingleTnucleotideGpolymorphismsGrelatedG
toGphenotypesUGAmericanaJournalaofaHumanaGeneticsSG2007SGcXSG[W]TXZ

11 305

540
tnGvitroGanalysesGofGknownGandGnovelG“öyXXVlxwXGmutationsGinGdominantGfamilialGplateletGdisorderG
withGpredispositionGtoGacuteGmyelogenousGleukemiaeGimplicationsGforGmechanismsGofGpathogenesisUG
BloodSG2002SGddSGXZa[TbY

2.2 305

539 PassiveGandGactiveGoylGmethylationGandGtheGinterplayGwithGgeneticGvariationGinGgeneGregulationUG
ELifeSG2013SGYSGeWW]YZ 8.9 295

538 stüTXGyefGpromotesGinfectionGbyGexcludingG”p“tyn]GfromGvirionGincorporationUGNatureSG2015SG]YaSGYXYTb 50.4 269

537 nzxTGgenotypeGpredictsGlongitudinalGcognitiveGdeclineGandGpsychosisGinGYYqXXUYGdeletionG
syndromeUGNatureaNeuroscienceSG2005SGcSGX]WWTY 25.5 269

536
xutationsGinGtheGoylsXXGOaxonemalGheavyGchainGdyneinGtypeGXXPGgeneGcauseGoneGformGofGsitusG
inversusGtotalisGandGmostGlikelyGprimaryGciliaryGdyskinesiaUGProceedingsaofatheaNationalaAcademyaofa
SciencesaofatheaUnitedaStatesaofaAmericaSG2002SGddSGXWYcYTa

11.5 268

535 mwöpP“tyTGtoGdecodeGtheGepigeneticGsignatureGwrittenGinGbloodUGNatureaBiotechnologySG2012SGZWSGYY[Ta 44.5 261

534 lbnormalG“ylGprocessingGdueGtoGtheGexonGmutationGofGbetaGpTglobinGgeneUGNatureSG1982SGZWWSGbacTd 50.4 256

533 renomicGanalysisGidentifiesGnewGdriversGandGprogressionGpathwaysGinGskinGbasalGcellGcarcinomaUG
NatureaGeneticsSG2016SG[cSGZdcT[Wa 36.3 242
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532 reneticGstructureGofGpuropeanseGaGviewGfromGtheGyorthTpastUGPLoSaONESG2009SG[SGe][bY 3.7 237

531 xeioticGandGepigeneticGdefectsGinGonmtZwTknockoutGmouseGspermatogenesisUGProceedingsaofathea
NationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG2005SGXWYSG[WacTbZ 11.5 233

530 TheGtnternationalGsumanGppigenomeGnonsortiumeGlGmlueprintGforG”cientificGnollaborationGandG
oiscoveryUGCellSG2016SGXabSGXX[]TXX[d 56.2 232

529 oyls]GmutationsGareGaGcommonGcauseGofGprimaryGciliaryGdyskinesiaGwithGouterGdyneinGarmGdefectsUG
AmericanaJournalaofaRespiratoryaandaCriticalaCareaMedicineSG2006SGXb[SGXYWTa 10.2 232

528 “ecurrentGmutationsGinGhaemophiliaGlGgiveGevidenceGforGnprGmutationGhotspotsUGNatureSG1986SGZY[SGZcWTY50.4 230

527 lutoimmuneGregulatorGisGexpressedGinGtheGcellsGregulatingGimmuneGtoleranceGinGthymusGmedullaUG
BiochemicalaandaBiophysicalaResearchaCommunicationsSG1999SGY]bSGcYXT] 3.4 229

526 xutationsGinGrumaGcauseGhidroticGectodermalGdysplasiaUGNatureaGeneticsSG2000SGYaSGX[YT[ 36.3 227

525 ”chizophreniaeGaGgenomeGscanGtargetsGchromosomesGZpGandGcpGasGpotentialGsitesGofGsusceptibilityG
genesUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1995SGaWSGY]YTaW 225

524 oylGpolymorphismGandGmolecularGpathologyGofGtheGhumanGglobinGgeneGclustersUGHumanaGeneticsSG
1985SGadSGXTX[ 6.3 223

523 tsolationGandGinitialGcharacterizationGofGaGnovelGzincGfingerGgeneSGoyxTZwSGonGYXqYYUZSGrelatedGtoG
theGcytosineT]TmethyltransferaseGZGgeneGfamilyUGGenomicsSG2000SGa]SGYdZTc 4.3 221

522 ParentalGoriginGofGtheGextraGchromosomeGinGtrisomyGYXGasGindicatedGbyGanalysisGofGoylG
polymorphismsUGoownG”yndromeGnollaborativeGrroupUGNewaEnglandaJournalaofaMedicineSG1991SGZY[SGcbYTa59.2 216

521 nonservedGnonTgenicGsequencesGTGanGunexpectedGfeatureGofGmammalianGgenomesUGNatureaReviewsa
GeneticsSG2005SGaSGX]XTb 30.1 208

520
PolymorphismsGinGtheGlowTdensityGlipoproteinGreceptorTrelatedGproteinG]GOw“P]PGgeneGareG
associatedGwithGvariationGinGvertebralGboneGmassSGvertebralGboneGsizeSGandGstatureGinGwhitesUG
AmericanaJournalaofaHumanaGeneticsSG2004SGb[SGcaaTb]

11 207

519 renotypeTphenotypeGcorrelationsGinGoownGsyndromeGidentifiedGbyGarrayGnrsGinGZWGcasesGofGpartialG
trisomyGandGpartialGmonosomyGchromosomeGYXUGEuropeanaJournalaofaHumanaGeneticsSG2009SGXbSG[][Taa 5.3 203

518 yumerousGpotentiallyGfunctionalGbutGnonTgenicGconservedGsequencesGonGhumanGchromosomeGYXUG
NatureSG2002SG[YWSG]bcTcY 50.4 197

517 ”omaticGlctivatingGv“l”GxutationsGinGlrteriovenousGxalformationsGofGtheGmrainUGNewaEnglanda
JournalaofaMedicineSG2018SGZbcSGY]WTYaX 59.2 195

516 oomainsGofGgenomeTwideGgeneGexpressionGdysregulationGinGoownNsGsyndromeUGNatureSG2014SG]WcSGZ[]T]W50.4 195

515 PrimaryGciliaryGdyskinesiaGassociatedGwithGnormalGaxonemeGultrastructureGisGcausedGbyGoylsXXG
mutationsUGHumanaMutationSG2008SGYdSGYcdTdc 4.7 193

(2008-2009)
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514 lGcommonGmutationGinG”ardinianGautoimmuneGpolyendocrinopathyTcandidiasisTectodermalG
dystrophyGpatientsUGHumanaGeneticsSG1998SGXWZSG[YcTZ[ 6.3 192

513 “eproducibilityGofGhighTthroughputGm“ylGandGsmallG“ylGsequencingGacrossGlaboratoriesUGNaturea
BiotechnologySG2013SGZXSGXWX]TYY 44.5 187

512 prl”PeGtheGhumanGpynzopGrenomeGlnnotationGlssessmentGProjectUGGenomeaBiologySG2006SGbG
”upplGXSG”YUXTZX 18.3 187

511 oylGmethylationGprofilesGofGhumanGactiveGandGinactiveGXGchromosomesUGGenomeaResearchSG2011SG
YXSGX]dYTaWW 9.7 186

510 nonservedGnoncodingGsequencesGareGselectivelyGconstrainedGandGnotGmutationGcoldGspotsUGNaturea
GeneticsSG2006SGZcSGYYZTb 36.3 184

509 yovelGtripletGrepeatGcontainingGgenesGinGhumanGbraineGcloningSGexpressionSGandGlengthG
polymorphismsUGGenomicsSG1993SGXaSG]bYTd 4.3 183

508 xulticenterGlinkageGstudyGofGschizophreniaGcandidateGregionsGonGchromosomesG]qSGaqSGXWpSGandG
XZqeGschizophreniaGlinkageGcollaborativeGgroupGtttUGAmericanaJournalaofaHumanaGeneticsSG2000SGabSGa]YTaZ 11 182

507
lGcombinedGanalysisGofGoYY”YbcGmarkerGallelesGinGaffectedGsibTpairseGsupportGforGaGsusceptibilityG
locusGforGschizophreniaGatGchromosomeGYYqXYUG”chizophreniaGnollaborativeGwinkageGrroupG
OnhromosomeGYYPUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1996SGabSG[WT]

180

506 xolecularGgeneticGapproachGtoGtheGcharacterizationGofGtheGIoownGsyndromeGregionIGofG
chromosomeGYXUGGenomicsSG1989SG]SGZY]TZX 4.3 178

505 TheGimplicationsGofGalternativeGsplicingGinGtheGpynzopGproteinGcomplementUGProceedingsaofathea
NationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG2007SGXW[SG][d]T]WW 11.5 177

504 sumanGchromosomeGYXGgeneGexpressionGatlasGinGtheGmouseUGNatureSG2002SG[YWSG]cYTa 50.4 177

503 semophiliaGlUGoetectionGofGmolecularGdefectsGandGofGcarriersGbyGoylGanalysisUGNewaEnglandaJournala
ofaMedicineSG1985SGZXZSGc[YTc 59.2 175

502 reneGduplicationeGaGdriveGforGphenotypicGdiversityGandGcauseGofGhumanGdiseaseUGAnnualaReviewaofa
GenomicsaandaHumanaGeneticsSG2007SGcSGXbTZ] 9.7 172

501 sumanGgenomicsUGpffectGofGpredictedGproteinTtruncatingGgeneticGvariantsGonGtheGhumanG
transcriptomeUGScienceSG2015SGZ[cSGaaaTd 33.3 170

500 nloningGofGtheGTxP“””YGgeneSGwhichGencodesGaGnovelGserineGproteaseGwithGtransmembraneSGwow“lSG
andG”“n“GdomainsGandGmapsGtoGYXqYYUZUGGenomicsSG1997SG[[SGZWdTYW 4.3 168

499 xendelianGdisordersGdeserveGmoreGattentionUGNatureaReviewsaGeneticsSG2006SGbSGYbbTcY 30.1 168

498 TheGautoimmuneGregulatorGproteinGhasGtranscriptionalGtransactivatingGpropertiesGandGinteractsGwithG
theGcommonGcoactivatorGn“pmTbindingGproteinUGJournalaofaBiologicalaChemistrySG2000SGYb]SGXacWYTd 5.4 168

497 betaTThalassemiaGinGlmericanGmlackseGnovelGmutationsGinGtheGITlTlIGboxGandGanGacceptorGspliceG
siteUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG1984SGcXSGXX][Tc 11.5 168
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496
xeisXGandGpvnoxXGbindGoylGcooperativelyGwithGPbxXGutilizingGanGinteractionGsurfaceGdisruptedGinG
oncoproteinGpYaTPbxXUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofa
AmericaSG1997SGd[SGX[]]ZTc

11.5 166

495 wossGofGwvmXGkinaseGactivityGinGPeutzTueghersGsyndromeSGandGevidenceGforGallelicGandGlocusG
heterogeneityUGAmericanaJournalaofaHumanaGeneticsSG1998SGaZSGXa[XT]W 11 166

494 pvolutionaryGdiscriminationGofGmammalianGconservedGnonTgenicGsequencesGOnyrsPUGScienceSG2003SG
ZWYSGXWZZT] 33.3 164

493 mindingGofGPTpyGtoGspecificGPoZGdomainsGcontributesGtoGPTpyGproteinGstabilityGandGphosphorylationG
byGmicrotubuleTassociatedGserineVthreonineGkinasesUGJournalaofaBiologicalaChemistrySG2005SGYcWSGYcdZaT[Z5.4 164

492 lnalysesGofGdeepGmammalianGsequenceGalignmentsGandGconstraintGpredictionsGforGXLGofGtheGhumanG
genomeUGGenomeaResearchSG2007SGXbSGbaWTb[ 9.7 163

491 tnsertionGofGbetaTsatelliteGrepeatsGidentifiesGaGtransmembraneGproteaseGcausingGbothGcongenitalG
andGchildhoodGonsetGautosomalGrecessiveGdeafnessUGNatureaGeneticsSG2001SGYbSG]dTaZ 36.3 159

490 PseudogenesGinGtheGpynzopGregionseGconsensusGannotationSGanalysisGofGtranscriptionSGandG
evolutionUGGenomeaResearchSG2007SGXbSGcZdT]X 9.7 158

489 TandemGchimerismGasGaGmeansGtoGincreaseGproteinGcomplexityGinGtheGhumanGgenomeUGGenomea
ResearchSG2006SGXaSGZbT[[ 9.7 157

488 ProminentGuseGofGdistalG]NGtranscriptionGstartGsitesGandGdiscoveryGofGaGlargeGnumberGofGadditionalG
exonsGinGpynzopGregionsUGGenomeaResearchSG2007SGXbSGb[aT]d 9.7 156

487 “ylGandGproteinGexpressionGofGtheGmurineGautoimmuneGregulatorGgeneGOlirePGinGnormalSG
“elmTdeficientGandGinGyzoGmouseUGEuropeanaJournalaofaImmunologySG2000SGZWSGXcc[TdZ 6.1 155

486 yaturalGgeneTexpressionGvariationGinGoownGsyndromeGmodulatesGtheGoutcomeGofGgeneTdosageG
imbalanceUGAmericanaJournalaofaHumanaGeneticsSG2007SGcXSGY]YTaZ 11 152

485 reneGexpressionGfromGtheGaneuploidGchromosomeGinGaGtrisomyGmouseGmodelGofGdownGsyndromeUG
GenomeaResearchSG2004SGX[SGXYacTb[ 9.7 151

484 ”ubmicroscopicGdeletionGinGpatientsGwithGβilliamsTmeurenGsyndromeGinfluencesGexpressionGlevelsGofG
theGnonhemizygousGflankingGgenesUGAmericanaJournalaofaHumanaGeneticsSG2006SGbdSGZZYT[X 11 149

483
TheGphenotypicGspectrumGofGrwtZGmorphopathiesGincludesGautosomalGdominantGpreaxialGpolydactylyG
typeTtüGandGpostaxialGpolydactylyGtypeTlVmfGyoGphenotypeGpredictionGfromGtheGpositionGofGrwtZG
mutationsUGAmericanaJournalaofaHumanaGeneticsSG1999SGa]SGa[]T]]

11 149

482 xutationGinGrwtZGinGpostaxialGpolydactylyGtypeGlUGNatureaGeneticsSG1997SGXbSGYadTbX 36.3 148

481
ldditionalGsupportGforGschizophreniaGlinkageGonGchromosomesGaGandGceGaGmulticenterGstudyUG
”chizophreniaGwinkageGnollaborativeGrroupGforGnhromosomesGZSGaGandGcUGAmericanaJournalaofa
MedicalaGeneticsaPartaASG1996SGabSG]cWTd[

147

480 TwoGpatientsGwithGcysticGfibrosisSGnonsenseGmutationsGinGeachGcysticGfibrosisGgeneSGandGmildG
pulmonaryGdiseaseUGNewaEnglandaJournalaofaMedicineSG1990SGZYZSGXac]Td 59.2 146

479 qactorGütttGgeneGinversionsGcausingGsevereGhemophiliaGlGoriginateGalmostGexclusivelyGinGmaleGgermG
cellsUGHumanaMolecularaGeneticsSG1994SGZSGXWZ]Td 5.6 144

(1994-1997)
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478 oownGsyndromeGandGtheGcomplexityGofGgenomeGdosageGimbalanceUGNatureaReviewsaGeneticsSG2017SG
XcSGX[bTXaZ 30.1 143

477 TissueTspecificGeffectsGofGgeneticGandGepigeneticGvariationGonGgeneGregulationGandGsplicingUGPLoSa
GeneticsSG2015SGXXSGeXWW[d]c 6 140

476 nellTtypeSGallelicSGandGgeneticGsignaturesGinGtheGhumanGpancreaticGbetaGcellGtranscriptomeUGGenomea
ResearchSG2013SGYZSGX]][TaY 9.7 140

475 tdentificationGandGcharacterizationGofGtwoGputativeGhumanGarginineGmethyltransferasesGOs“xTXwXG
andGs“xTXwYPUGGenomicsSG1998SG[cSGZZWT[W 4.3 138

474 ”ystemsGmedicineGandGintegratedGcareGtoGcombatGchronicGnoncommunicableGdiseasesUGGenomea
MedicineSG2011SGZSG[Z 14.4 137

473 XWGyearsGofGrenomicsSGchromosomeGYXSGandGoownGsyndromeUGGenomicsSG1998SG]XSGXTXa 4.3 136

472
”ynaptojaninGXTlinkedGphosphoinositideGdyshomeostasisGandGcognitiveGdeficitsGinGmouseGmodelsGofG
oownNsGsyndromeUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG
2008SGXW]SGd[X]TYW

11.5 133

471 nommonGmutationsGinGautoimmuneGpolyendocrinopathyTcandidiasisTectodermalGdystrophyGpatientsG
ofGdifferentGoriginsUGMolecularaEndocrinologySG1998SGXYSGXXXYTd 133

470 ”tructuredG“ylsGinGtheGpynzopGselectedGregionsGofGtheGhumanGgenomeUGGenomeaResearchSG2007SG
XbSGc]YTa[ 9.7 131

469 xultiTomicGmeasurementsGofGheterogeneityGinGsewaGcellsGacrossGlaboratoriesUGNatureaBiotechnologySG
2019SGZbSGZX[TZYY 44.5 129

468
xutationsGinGZxYyoXWSGaGgeneGessentialGforGproperGaxonemalGassemblyGofGinnerGandGouterGdyneinG
armsGinGhumansGandGfliesSGcauseGprimaryGciliaryGdyskinesiaUGAmericanaJournalaofaHumanaGeneticsSG
2013SGdZSGZ[aT]a

11 126

467 PrenatalGdiagnosisGusingGoylGpolymorphismsUG“eportGonGd]GpregnanciesGatGriskGforGsickleTcellG
diseaseGorGbetaTthalassemiaUGNewaEnglandaJournalaofaMedicineSG1983SGZWcSGXW][Tc 59.2 126

466 TheGtransmembraneGserineGproteaseGOTxP“””ZPGmutatedGinGdeafnessGoqymcVXWGactivatesGtheG
epithelialGsodiumGchannelGOpyanPGinGvitroUGHumanaMolecularaGeneticsSG2002SGXXSGYcYdTZa 5.6 124

465 qollowTupGofGaGreportGofGaGpotentialGlinkageGforGschizophreniaGonGchromosomeGYYqXYTqXZUXeGPartGYUG
AmericanaJournalaofaMedicalaGeneticsaPartaASG1994SG][SG[[T]W 124

464 PeutzTueghersGsyndromeeGconfirmationGofGlinkageGtoGchromosomeGXdpXZUZGandGidentificationGofGaG
potentialGsecondGlocusSGonGXdqXZU[UGAmericanaJournalaofaHumanaGeneticsSG1997SGaXSGXZYbTZ[ 11 123

463 oY“vXlTdosageGimbalanceGperturbsGy“”qV“p”TGlevelsSGderegulatingGpluripotencyGandGembryonicG
stemGcellGfateGinGoownGsyndromeUGAmericanaJournalaofaHumanaGeneticsSG2008SGcZSGZccT[WW 11 123

462 PrimaryGciliaryGdyskinesiaeGaGgenomeTwideGlinkageGanalysisGrevealsGextensiveGlocusGheterogeneityUG
EuropeanaJournalaofaHumanaGeneticsSG2000SGcSGXWdTXc 5.3 123

461
xolecularGcharacterizationGofGmildTtoTmoderateGhemophiliaGleGdetectionGofGtheGmutationGinGY]GofGYdG
patientsGbyGdenaturingGgradientGgelGelectrophoresisUGProceedingsaofatheaNationalaAcademyaofa
SciencesaofatheaUnitedaStatesaofaAmericaSG1991SGccSGcZWbTXX

11.5 121
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460 oownGsyndromeUGNatureaReviewsaDiseaseaPrimersSG2020SGaSGd 51.1 120

459 xitoticGerrorsGinGsomaticGcellsGcauseGtrisomyGYXGinGaboutG[U]LGofGcasesGandGareGnotGassociatedGwithG
advancedGmaternalGageUGNatureaGeneticsSG1993SGZSGX[aT]W 36.3 120

458 xodellingGandGrescuingGneurodevelopmentalGdefectGofGoownGsyndromeGusingGinducedGpluripotentG
stemGcellsGfromGmonozygoticGtwinsGdiscordantGforGtrisomyGYXUGEMBOaMolecularaMedicineSG2014SGaSGY]dTbb12 117

457 ”chizophreniaGsusceptibilityGandGchromosomeGapY[TYYUGNatureaGeneticsSG1995SGXXSGYZ]Ta 36.3 113

456 lPzmpnTinducedGmutationsGinGhumanGcancersGareGstronglyGenrichedGonGtheGlaggingGoylGstrandG
duringGreplicationUGGenomeaResearchSG2016SGYaSGXb[TcY 9.7 110

455 xolecularGetiologyGofGfactorGütttGdeficiencyGinGhemophiliaGlUGHumanaMutationSG1995SG]SGXTYY 4.7 110

454 pvidenceGforGmultipleGoriginsGofGtheGbetaGpTglobinGgeneGinG”outheastGlsiaUGProceedingsaofathea
NationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG1982SGbdSGaaWcTXX 11.5 109

453 TheGcompleteGsequenceGofGaGhumanGgenomeUUGScienceSG2022SGZbaSG[[T]Z 33.3 107

452 lPpnpoGmutationsGinGtheGautoimmuneGregulatorGOlt“pPGgeneUGHumanaMutationSG2001SGXcSGYW]TXX 4.7 106

451 TyPzZGprotectsGstüTXGreplicationGfromGnP”qaTmediatedGcapsidGstabilizationGinGtheGhostGcellG
cytoplasmUGRetrovirologySG2013SGXWSGYW 3.6 105

450 xolecularGheterogeneityGofGinheritedGantithrombinGtttGdeficiencyUGNewaEnglandaJournalaofaMedicineSG
1983SGZWcSGX][dT]Y 59.2 105

449 lireTdeficientGn]bmwVaGmiceGmimickingGtheGcommonGhumanGXZTbaseGpairGdeletionGmutationGpresentG
withGonlyGaGmildGautoimmuneGphenotypeUGJournalaofaImmunologySG2009SGXcYSGZdWYTXc 5.3 103

448 opPon]GmutationsGinGfamiliesGpresentingGasGautosomalGdominantGnocturnalGfrontalGlobeGepilepsyUG
NeurologySG2014SGcYSGYXWXTa 6.5 98

447
nomparisonGofGmouseGandGhumanGgenomesGfollowedGbyGexperimentalGverificationGyieldsGanG
estimatedGXSWXdGadditionalGgenesUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUniteda
StatesaofaAmericaSG2003SGXWWSGXX[WT]

11.5 95

446 wvmXGinteractsGwithGandGphosphorylatesGPTpyeGaGfunctionalGlinkGbetweenGtwoGproteinsGinvolvedGinG
cancerGpredisposingGsyndromesUGHumanaMolecularaGeneticsSG2005SGX[SGYYWdTXd 5.6 95

445 TheGchallengeGofGoownGsyndromeUGTrendsainaMolecularaMedicineSG2006SGXYSG[bZTd 11.5 94

444
lGlargeGgenomicGdeletionGleadsGtoGenhancerGadoptionGbyGtheGlaminGmXGgeneeGaGsecondGpathGtoG
autosomalGdominantGadultTonsetGdemyelinatingGleukodystrophyGOlowoPUGHumanaMolecularaGeneticsSG
2015SGY[SGZX[ZT][

5.6 93

443 tdentificationGofGsequenceGvariantsGandGanalysisGofGtheGroleGofGtheGcatecholTzTmethylTtransferaseG
geneGinGschizophreniaGsusceptibilityUGBiologicalaPsychiatrySG1998SG[ZSG[Y]TZX 7.9 93

(1998-2020)

9



442 reneGexpressionGvariationGandGexpressionGquantitativeGtraitGmappingGofGhumanGchromosomeGYXG
genesUGHumanaMolecularaGeneticsSG2005SGX[SGZb[XTd 5.6 93

441 ruidelinesGforGhumanGgeneGnomenclatureGOXddbPUGsörzGyomenclatureGnommitteeUGGenomicsSG1997SG
[]SG[acTbX 4.3 91

440 parlyGhistoryGofGmammalsGisGelucidatedGwithGtheGpynzopGmultipleGspeciesGsequencingGdataUGPLoSa
GeneticsSG2007SGZSGeY 6 91

439 xutationGanalysesGofGyorthGlmericanGlP”TXGpatientsUGHumanaMutationSG1999SGXZSGadTb[ 4.7 90

438 oownGsyndromeeGfromGunderstandingGtheGneurobiologyGtoGtherapyUGJournalaofaNeuroscienceSG2010SG
ZWSGX[d[ZT] 6.6 89

437 oiagnosisGofGgeneticGdisordersGatGtheGoylGlevelUGNewaEnglandaJournalaofaMedicineSG1989SGZYWSGX]ZTaZ 59.2 89

436 miasedGallelicGexpressionGinGhumanGprimaryGfibroblastGsingleGcellsUGAmericanaJournalaofaHumana
GeneticsSG2015SGdaSGbWTcW 11 88

435 XTlinkedGprimaryGciliaryGdyskinesiaGdueGtoGmutationsGinGtheGcytoplasmicGaxonemalGdyneinGassemblyG
factorGPtsXoZUGNatureaCommunicationsSG2017SGcSGX[Ybd 17.4 87

434 lGnewGmouseGmodelGforGtheGtrisomyGofGtheGlbcgXTöYafXGregionGrevealsGtheGcomplexityGofGtheG
combinatorialGgeneticGcodeGofGdownGsyndromeUGHumanaMolecularaGeneticsSG2009SGXcSG[b]aTad 5.6 86

433 reneticGheterogeneityGinGschizophreniaeGstratificationGofGgenomeGscanGdataGusingGcoTsegregatingG
relatedGphenotypesUGMolecularaPsychiatrySG2000SG]SGa]WTZ 15.1 86

432 TwoGisoformsGofGaGhumanGintersectinGOtT”yPGproteinGareGproducedGbyGbrainTspecificGalternativeG
splicingGinGaGstopGcodonUGGenomicsSG1998SG]ZSGZadTba 4.3 86

431 nharacterizationGofGfiveGpartialGdeletionsGofGtheGfactorGütttGgeneUGProceedingsaofatheaNationala
AcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG1987SGc[SGZbbYTa 11.5 85

430 yewGclassGofGgeneTterminiTassociatedGhumanG“ylsGsuggestsGaGnovelG“ylGcopyingGmechanismUG
NatureSG2010SG[aaSGa[YTa 50.4 84

429
wifeThistoryGtraitsGdriveGtheGevolutionaryGratesGofGmammalianGcodingGandGnoncodingGgenomicG
elementsUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG2007SG
XW[SGYW[[ZTc

11.5 84

428 lPpnpoeGaGmonogenicGautoimmuneGdiseaseGprovidingGnewGcluesGtoGselfTtoleranceUGTrendsaina
ImmunologySG1998SGXdSGZc[Ta 83

427 “egulationGofGfibrinogenGproductionGbyGmicro“ylsUGBloodSG2010SGXXaSGYaWcTX] 2.2 81

426 oecipheringGnellGwineageG”pecificationGduringGxaleG”exGoeterminationGwithG”ingleTnellG“ylG
”equencingUGCellaReportsSG2018SGYYSGX]cdTX]dd 10.6 80

425 nharacterizationGofGmutationsGinGtheGfactorGütttGgeneGbyGdirectGsequencingGofGamplifiedGgenomicG
oylUGGenomicsSG1990SGaSGa]TbX 4.3 80
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424
winkageGmapGofGtheGshortGarmGofGhumanGchromosomeGXXeGlocationGofGtheGgenesGforGcatalaseSG
calcitoninSGandGinsulinTlikeGgrowthGfactorGttUGProceedingsaofatheaNationalaAcademyaofaSciencesaofathea
UnitedaStatesaofaAmericaSG1985SGcYSG]Wa[Tb

11.5 80

423 vnoblochGsyndromeeGnovelGmutationsGinGnzwXclXSGevidenceGforGgeneticGheterogeneitySGandGaG
functionallyGimpairedGpolymorphismGinGendostatinUGHumanaMutationSG2004SGYZSGbbTc[ 4.7 79

422
xiceGtrisomicGforGaGbacterialGartificialGchromosomeGwithGtheGsingleTmindedGYGgeneGO”imYPGshowG
phenotypesGsimilarGtoGsomeGofGthoseGpresentGinGtheGpartialGtrisomyGXaGmouseGmodelsGofGoownG
syndromeUGHumanaMolecularaGeneticsSG2000SGdSGXc]ZTa[

5.6 79

421 saemophiliaGleGdatabaseGofGnucleotideGsubstitutionsSGdeletionsSGinsertionsGandGrearrangementsGofG
theGfactorGütttGgeneSGsecondGeditionUGNucleicaAcidsaResearchSG1994SGYYSGZ]XXTZZ 20.1 79

420 TheGcerebellarGtranscriptomeGduringGpostnatalGdevelopmentGofGtheGTsXnjeGmouseSGaGsegmentalG
trisomyGmodelGforGoownGsyndromeUGHumanaMolecularaGeneticsSG2005SGX[SGZbZTc[ 5.6 78

419 lGgeneticGlinkageGmapGofGYbGmarkersGonGhumanGchromosomeGYXUGGenomicsSG1991SGdSG[WbTXd 4.3 78

418 yonhomologousGrecombinationGinGtheGhumanGgenomeeGdeletionsGinGtheGhumanGfactorGütttGgeneUG
GenomicsSG1991SGXWSGd[TXWX 4.3 78

417
xolecularGandGclinicalGcharacterizationGofGY]GindividualsGwithGexonicGdeletionsGofGy“XyXGandG
comprehensiveGreviewGofGtheGliteratureUGAmericanaJournalaofaMedicalaGeneticsaPartaB:a
NeuropsychiatricaGeneticsSG2013SGXaYmSGZccT[WZ

3.5 76

416 TrisomyGforGsynaptojaninXGinGoownGsyndromeGisGfunctionallyGlinkedGtoGtheGenlargementGofGearlyG
endosomesUGHumanaMolecularaGeneticsSG2012SGYXSGZX]aTbY 5.6 76

415
oiseaseTcausingGbU[GkbGcisTregulatoryGdeletionGdisruptingGconservedGnonTcodingGsequencesGandG
theirGinteractionGwithGtheGqzXwYGpromotoreGimplicationsGforGmutationGscreeningUGPLoSaGeneticsSG
2009SG]SGeXWWW]YY

6 76

414 lGgenomicGrearrangementGresultingGinGaGtandemGduplicationGisGassociatedGwithGsplitGhandTsplitGfootG
malformationGZGO”sqxZPGatGXWqY[UGHumanaMolecularaGeneticsSG2003SGXYSGXd]dTbX 5.6 75

413 lGgeneticGlinkageGmapGofGXbGmarkersGonGhumanGchromosomeGYXUGGenomicsSG1989SG[SG]bdTdX 4.3 75

412 TheGTPTpGgeneGfamilyeGcellularGexpressionSGsubcellularGlocalizationGandGalternativeGsplicingUGGeneSG
2003SGZYZSGXcdTdd 3.8 74

411 qollowTupGreportGofGpotentialGlinkageGforGschizophreniaGonGchromosomeGYYqeGPartGZUGAmericana
JournalaofaMedicalaGeneticsaPartaASG1995SGaWSGXbYTZ 74

410 ”ingleTmindedGandGoownGsyndromejUGNatureaGeneticsSG1995SGXWSGdTXW 36.3 73

409
nlinicalSGbiochemicalSGandGneuropsychiatricGevaluationGofGaGpatientGwithGaGcontiguousGgeneG
syndromeGdueGtoGaGmicrodeletionGXpXXUZGincludingGtheGyorrieGdiseaseGlocusGandGmonoamineG
oxidaseGOxlzlGandGxlzmPGgenesUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1992SG[YSGXYbTZ[

73

408 nonstructionGofGhumanGchromosomeGYXTspecificGyeastGartificialGchromosomesUGProceedingsaofathea
NationalaAcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG1989SGcaSGdddXT] 11.5 73

407 öseGofGdenaturingGgradientGgelGelectrophoresisGtoGdetectGpointGmutationsGinGtheGfactorGütttGgeneUG
GenomicsSG1990SGaSGYdZTZWX 4.3 73

(1990-1985)
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406 ppistaticGinteractionsGwithGaGcommonGhypomorphicG“pTGalleleGinGsyndromicGsirschsprungGdiseaseUG
HumanaMutationSG2007SGYcSGbdWTa 4.7 71

405 qunctionalGgeneticGvariationGofGhumanGmi“ylsGandGphenotypicGconsequencesUGMammalianaGenomeSG
2008SGXdSG]WZTd 3.2 70

404 ouplicationsGofGmswsldGareGassociatedGwithGectrodactylyGandGtibiaGhemimeliaGinheritedGinG
nonTxendelianGfashionUGJournalaofaMedicalaGeneticsSG2012SG[dSGXXdTY] 5.8 68

403 xolecularGgeneticGanalysisGinGautosomalGdominantGkeratoconusUGCorneaSG1992SGXXSGZWYTc 3.1 68

402 sumanGchromosomeGYXeGgenomeGmappingGandGexplorationSGcircaGXddZUGTrendsainaGeneticsSG1993SGdSGX[YTc8.5 68

401
TheGmouseGbrainGtranscriptomeGbyG”lrpeGdifferencesGinGgeneGexpressionGbetweenGPZWGbrainsGofGtheG
partialGtrisomyGXaGmouseGmodelGofGoownGsyndromeGOTsa]onPGandGnormalsUGGenomeaResearchSG2000SG
XWSGYWWaTYX

9.7 68

400 oiagnosticGexomeGsequencingGtoGelucidateGtheGgeneticGbasisGofGlikelyGrecessiveGdisordersGinG
consanguineousGfamiliesUGHumanaMutationSG2014SGZ]SGXYWZTXW 4.7 67

399 yovelGmissenseGmutationsGofGTxP“””ZGinGtwoGconsanguineousGTunisianGfamiliesGwithG
nonTsyndromicGautosomalGrecessiveGdeafnessUGHumanaMutationSG2001SGXcSGXWXTc 4.7 67

398 xwwYGmutationGdetectionGinGcaGpatientsGwithGvabukiGsyndromeeGaGgenotypeTphenotypeGstudyUG
ClinicalaGeneticsSG2013SGc[SG]ZdT[] 4 66

397 PaternalGnondisjunctionGinGtrisomyGYXeGexcessGofGmaleGpatientsUGHumanaMolecularaGeneticsSG1993SGYSGXadXT]5.6 66

396 nloningGofGaGnovelGhumanGneuralGcellGadhesionGmoleculeGgeneGOynlxYPGthatGmapsGtoGchromosomeG
regionGYXqYXGandGisGpotentiallyGinvolvedGinGoownGsyndromeUGGenomicsSG1997SG[ZSG[ZT]X 4.3 65

395 wanguageGskillsGinGchildrenGwithGvelocardiofacialGsyndromeGOdeletionGYYqXXUYPUGJournalaofaPediatricsSG
2002SGX[WSGb]ZTc 3.6 65

394 oylGpolymorphismGhaplotypesGofGtheGhumanGapolipoproteinGlPzlXTlPznZTlPzl[GgeneGclusterUG
HumanaGeneticsSG1988SGcWSGYa]TbZ 6.3 65

393 oeletionGofGtheGfibrinogenG[correctionGofGfibrogen]GalphaTchainGgeneGOqrlPGcausesGcongenitalG
afibrogenemiaUGJournalaofaClinicalaInvestigationSG1999SGXWZSGYX]Tc 15.9 64

392 TheGhumanGgeneGencodingGinsulinTlikeGgrowthGfactorGtGisGlocatedGonGchromosomeGXYUGHumana
GeneticsSG1985SGadSGX]bTaW 6.3 63

391 w“P]GgeneGpolymorphismsGandGidiopathicGosteoporosisGinGmenUGBoneSG2005SGZbSGbbWT] 4.7 62

390 lssociationGofGtheGconnexinZaGgeneGwithGjuvenileGmyoclonicGepilepsyUGJournalaofaMedicalaGeneticsSG
2004SG[XSGedZ 5.8 62

389 lGgeneGwhichGcausesGsevereGocularGalterationsGandGoccipitalGencephaloceleGOvnoblochGsyndromePGisG
mappedGtoGYXqYYUZUGHumanaMolecularaGeneticsSG1996SG]SGc[ZTb 5.6 62
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388 lGlinkageGmapGofGhumanGchromosomeGYXe[ZGPn“GmarkersGatGaverageGintervalsGofGYU]GcxUGGenomicsSG
1993SGXaSG]aYTbX 4.3 62

387 pxomeGsequencingGidentifiesGputativeGdriversGofGprogressionGofGtransientGmyeloproliferativeG
disorderGtoGlxvwGinGinfantsGwithGoownGsyndromeUGBloodSG2013SGXYYSG]][TaX 2.2 60

386 xendelianGdisordersGandGmultifactorialGtraitseGtheGbigGdivideGorGoneGforGalljUGNatureaReviewsaGeneticsSG
2010SGXXSGZcWT[ 30.1 60

385
tdentificationGandGcharacterizationGofGaGnovelGcyclicGnucleotideGphosphodiesteraseGgeneGOPopdlPG
thatGmapsGtoGYXqYYUZeGalternativeGsplicingGofGm“ylGtranscriptsSGgenomicGstructureGandGsequenceUG
HumanaGeneticsSG1998SGXWZSGZcaTdY

6.3 60

384 PhylogenyGofGhumanGbetaTglobinGhaplotypesGandGitsGimplicationsGforGrecentGhumanGevolutionUG
AmericanaJournalaofaPhysicalaAnthropologySG1990SGcXSGXXZTZW 2.5 60

383 TheGmolecularGbasisGofGhemophiliaGlGinGmanUGTrendsainaGeneticsSG1988SG[SGYZZTb 8.5 60

382 ”ystematicGproteomeGandGproteostasisGprofilingGinGhumanGTrisomyGYXGfibroblastGcellsUGNaturea
CommunicationsSG2017SGcSGXYXY 17.4 59

381 PathogenicGüariantsGinGPtrrGnauseGtntellectualGoisabilityGwithG”eizuresGandGsypotoniaUGAmericana
JournalaofaHumanaGeneticsSG2016SGdcSGaX]TYa 11 59

380 pxomeGsequencingGinG]ZGsporadicGcasesGofGschizophreniaGidentifiesGXcGputativeGcandidateGgenesUG
PLoSaONESG2014SGdSGeXXYb[] 3.7 59

379 tnGvitroGwholeTgenomeGanalysisGidentifiesGaGsusceptibilityGlocusGforGstüTXUGPLoSaBiologySG2008SGaSGeZY 9.7 59

378 lGoylGresequencingGarrayGforGpathogenicGmutationGdetectionGinGhypertrophicGcardiomyopathyUG
HumanaMutationSG2008SGYdSGcbdTc] 4.7 59

377 winkageGanalysisGofGtheGhumanGsxrX[GgeneGonGchromosomeGYXGusingGaGrTGdinucleotideGrepeatGasG
polymorphicGmarkerUGGenomicsSG1990SGbSGXZaTc 4.3 59

376 tdentifyingGproteinTcodingGgenesGinGgenomicGsequencesUGGenomeaBiologySG2009SGXWSGYWX 18.3 58

375 TheGsubcellularGlocalizationGofGtheGnho“pTbindingGproteinSGencodedGbyGtheGβilliamsTmeurenG
syndromeGcriticalGregionGgeneGX[SGisGregulatedGbyGX[TZTZUGHumanaMolecularaGeneticsSG2004SGXZSGX]W]TX[ 5.6 58

374 xolecularGanalysisGofGtheGfibrinogenGgeneGclusterGinGXaGpatientsGwithGcongenitalGafibrinogenemiaeG
novelGtruncatingGmutationsGinGtheGqrlGandGqrrGgenesUGHumanaGeneticsSG2001SGXWcSGYZbT[W 6.3 58

373
lGtestisTspecificGgeneSGTPTpSGencodesGaGputativeGtransmembraneGtyrosineGphosphataseGandGmapsGtoG
theGpericentromericGregionGofGhumanGchromosomesGYXGandGXZSGandGtoGchromosomesGX]SGYYSGandGYUG
HumanaGeneticsSG1999SGXW]SGZddT[Wd

6.3 58

372 nharacterizationGofGaGnondeleteriousGwXGinsertionGinGanGintronGofGtheGhumanGfactorGütttGgeneGandG
furtherGevidenceGofGopenGreadingGframesGinGfunctionalGwXGelementsUGGenomicsSG1989SG[SGYdWTa 4.3 58

371 TheGcompleteGsequenceGofGaGhumanGgenome 58

(-1993)
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370 tdentificationGofGcisTGandGtransTregulatoryGvariationGmodulatingGmicro“ylGexpressionGlevelsGinG
humanGfibroblastsUGGenomeaResearchSG2011SGYXSGacTbZ 9.7 57

369 nloningGofGtwoGhumanGhomologsGofGtheGorosophilaGsingleTmindedGgeneG”txXGonGchromosomeGaqG
andG”txYGonGYXqGwithinGtheGoownGsyndromeGchromosomalGregionUGGenomeaResearchSG1997SGbSGaX]TY[ 9.7 57

368 ParentalGoriginGofGtheGdeletionGYYqXXUYGandGbrainGdevelopmentGinGvelocardiofacialGsyndromeeGaG
preliminaryGstudyUGArchivesaofaGeneralaPsychiatrySG2001SG]cSGa[Tc 57

367 tsolationGandGinitialGcharacterizationGofGtheGmouseGonmtZlGgeneUGCytogeneticaandaGenomeaResearchSG
2001SGdYSGXYYTa 1.9 57

366 zxtxGpassesGtheGXSWWWTdiseaseTgeneGmarkUGNatureaGeneticsSG2000SGY]SGXX 36.3 57

365
lGPn“GamplificationGmethodGrevealsGinstabilityGofGtheGdodecamerGrepeatGinGprogressiveGmyoclonusG
epilepsyGOpPxXPGandGnoGcorrelationGbetweenGtheGsizeGofGtheGrepeatGandGageGatGonsetUGAmericana
JournalaofaHumanaGeneticsSG1998SGaYSGc[YTb

11 56

364 reneticGandGepigeneticGregulationGofGhumanGlinc“ylGgeneGexpressionUGAmericanaJournalaofaHumana
GeneticsSG2013SGdZSGXWX]TYa 11 55

363 PreliminaryGstructureGandGpredictiveGvalueGofGattenuatedGnegativeGsymptomsGinGYYqXXUYGdeletionG
syndromeUGPsychiatryaResearchSG2012SGXdaSGYbbTc[ 9.9 55

362
nomparisonGofGhumanGchromosomeGYXGconservedGnongenicGsequencesGOnyrsPGwithGtheGmouseGandG
dogGgenomesGshowsGthatGtheirGselectiveGconstraintGisGindependentGofGtheirGgenicGenvironmentUG
GenomeaResearchSG2004SGX[SGc]YTd

9.7 55

361
wossGofGfunctionGmutationGinGtheGpalmitoylTtransferaseGsslTGleadsGtoGsyndromicG[aSXYGdisorderGofG
sexGdevelopmentGbyGimpedingGsedgehogGproteinGpalmitoylationGandGsignalingUGPLoSaGeneticsSG2014SG
XWSGeXWW[Z[W

6 54

360 TmprssZSGaGtransmembraneGserineGproteaseGdeficientGinGhumanGoqymcVXWGdeafnessSGisGcriticalGforG
cochlearGhairGcellGsurvivalGatGtheGonsetGofGhearingUGJournalaofaBiologicalaChemistrySG2011SGYcaSGXbZcZTdb 5.4 54

359 TwoGhighGthroughputGtechnologiesGtoGdetectGsegmentalGaneuploidiesGidentifyGnewGβilliamsTmeurenG
syndromeGpatientsGwithGatypicalGdeletionsUGJournalaofaMedicalaGeneticsSG2006SG[ZSGYaaTbZ 5.8 54

358 tsolationGandGcharacterizationGofGtheGmouseGlireGgeneUGBiochemicalaandaBiophysicalaResearcha
CommunicationsSG1999SGY]]SG[cZTdW 3.4 54

357 TheGtetranucleotideGrepeatGpolymorphismGoYX”XY[]GdemonstratesGhypermutabilityGinGgermlineG
andGsomaticGcellsUGHumanaMolecularaGeneticsSG1995SG[SGXXdZTd 5.6 54

356 öniparentalGisodisomyGdueGtoGduplicationGofGchromosomeGYXGoccurringGinGsomaticGcellsGmonosomicG
forGchromosomeGYXUGGenomicsSG1992SGXZSGYadTb[ 4.3 54

355
narneyGcomplexSGPeutzTueghersGsyndromeSGnowdenGdiseaseSGandGmannayanTZonanaGsyndromeGshareG
cutaneousGandGendocrineGmanifestationsSGbutGnotGgeneticGlociUGJournalaofaClinicalaEndocrinologyaanda
MetabolismSG1998SGcZSGYdbYTa

5.6 53

354 saemophiliaGleGdatabaseGofGnucleotideGsubstitutionsSGdeletionsSGinsertionsGandGrearrangementsGofG
theGfactorGütttGgeneSGsecondGeditionUGNucleicaAcidsaResearchSG1994SGYYSG[c]XTac 20.1 52

353 PhenotypicGvariabilityGinGsiblingsGwithGqarberGdiseaseUGJournalaofaPediatricsSG1984SGXW[SG[WaTd 3.6 52
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352 lGnovelGhomozygousGmutationGinGqrq“ZGcausesGtallGstatureSGsevereGlateralGtibialGdeviationSGscoliosisSG
hearingGimpairmentSGcamptodactylySGandGarachnodactylyUGHumanaMutationSG2014SGZ]SGd]dTaZ 4.7 51

351 pvidenceGforGtranscriptGnetworksGcomposedGofGchimericG“ylsGinGhumanGcellsUGPLoSaONESG2012SGbSGeYcYXZ3.7 51

350
sumanGnocturnalGfrontalGlobeGepilepsyeGpharmocogenomicGprofilesGofGpathogenicGnicotinicG
acetylcholineGreceptorGbetaTsubunitGmutationsGoutsideGtheGionGchannelGporeUGMoleculara
PharmacologySG2008SGb[SGZbdTdX

4.3 51

349 yoGevidenceGforGlinkageGbetweenGschizophreniaGandGmarkersGatGchromosomeGX]qXZTX[UGAmericana
JournalaofaMedicalaGeneticsaPartaASG1999SGccSGXWdTXY 51

348 qamilialGisolatedGaniridiaGassociatedGwithGaGtranslocationGinvolvingGchromosomesGXXGandGYYG
[tOXXfYYPOpXZfqXYUYP]UGHumanaGeneticsSG1986SGbYSGYdbTZWY 6.3 51

347 reneticGdiseaseseGdiagnosisGbyGrestrictionGendonucleaseGanalysisUGJournalaofaPediatricsSG1982SGXWWSGc[]T]a3.6 51

346 reneticGcharacterizationGofGnortheasternGttalianGpopulationGisolatesGinGtheGcontextGofGbroaderG
puropeanGgeneticGdiversityUGEuropeanaJournalaofaHumanaGeneticsSG2013SGYXSGa]dTa] 5.3 50

345 lGsingleTnucleotideGsubstitutionGmutatorGphenotypeGrevealedGbyGexomeGsequencingGofGhumanG
colonGadenomasUGCanceraResearchSG2012SGbYSGaYbdTcd 10.1 50

344 nloningGofGaGhumanG“ylGeditingGdeaminaseGOlol“mXPGofGglutamateGreceptorsGthatGmapsGtoG
chromosomeGYXqYYUZUGGenomicsSG1997SG[XSGYXWTb 4.3 50

343 waryngealGatresiaGtypeGtttGOglotticGwebPGwithGYYqXXUYGmicrodeletioneG“eportGofGthreeGpatientsG1997SG
bWSGXZWTXZZ 50

342 lbnormalGcorticalGactivationGduringGresponseGinhibitionGinGYYqXXUYGdeletionGsyndromeUGHumanaBraina
MappingSG2007SGYcSG]ZZT[Y 5.9 50

341 xutationsGinGtheGTxP“””ZGgeneGareGaGrareGcauseGofGchildhoodGnonsyndromicGdeafnessGinGnaucasianG
patientsUGJournalaofaMolecularaMedicineSG2002SGcWSGXY[TZX 5.5 50

340 oiseaseTcausingGmutationsGinGtheGhumanGgenomeUGEuropeanaJournalaofaPediatricsSG2000SGX]dG”upplGZSG”XbZTc4.1 50

339 nloningGofGaGhumanGhomologGofGtheGorosophilaGenhancerGofGzesteGgeneGOpZsYPGthatGmapsGtoG
chromosomeGYXqYYUYUGGenomicsSG1996SGZcSGZWTb 4.3 50

338 “qwPGforGtheGhumanGlipoproteinGlipaseGOwPwPGgeneeGsindtttUGNucleicaAcidsaResearchSG1987SGX]SGabaZ 20.1 50

337 narrierGscreeningGforGrecessiveGdisordersUGNatureaReviewsaGeneticsSG2019SGYWSG][dT]aX 30.1 49

336 nardiomyogenesisGisGcontrolledGbyGtheGmi“TddaVletTbcGclusterGandGepigeneticGmodificationsUGStema
CellaResearchSG2014SGXYSGZYZTZb 1.6 49

335 ”pectrumGofGmutationsGinGn“xTpositiveGandGn“xTreducedGhemophiliaGlUGGenomicsSG1993SGX]SGZdYTc 4.3 49

(1993-2014)
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334 TheGcomplexG”yPGandGnyüGgeneticGarchitectureGofGtheGincreasedGriskGofGcongenitalGheartGdefectsGinG
oownGsyndromeUGGenomeaResearchSG2013SGYZSGX[XWTYX 9.7 48

333 pvolutionaryGcomparisonGprovidesGevidenceGforGpathogenicityGofG“x“PGmutationsUGPLoSaGeneticsSG
2005SGXSGe[b 6 48

332 semophiliaGlGdueGtoGmutationsGthatGcreateGnewGyTglycosylationGsitesUGProceedingsaofatheaNationala
AcademyaofaSciencesaofatheaUnitedaStatesaofaAmericaSG1992SGcdSG[dZZTb 11.5 46

331 pxtrachromosomalGdriverGmutationsGinGglioblastomaGandGlowTgradeGgliomaUGNatureaCommunicationsSG
2014SG]SG]adW 17.4 45

330 ThreeGcommonGpolymorphismsGinGtheGnYmlGgeneGformGaGhaplotypeGassociatedGwithGdecreasedG“z”G
generationUGHumanaMutationSG2009SGZWSGXXYZTZZ 4.7 45

329 xouseGmodelsGforGoownGsyndromeTassociatedGdevelopmentalGcognitiveGdisabilitiesUGDevelopmentala
NeuroscienceSG2011SGZZSG[W[TXZ 2.2 44

328 lGnarcolepsyGsusceptibilityGlocusGmapsGtoGaG]GxbGregionGofGchromosomeGYXqUGAnnalsaofaNeurologySG
2004SG]aSGZcYTc 9.4 44

327 oeterminationGofGgeneGdosageGbyGaGquantitativeGadaptationGofGtheGpolymeraseGchainGreactionG
OgdTPn“PeGrapidGdetectionGofGdeletionsGandGduplicationsGofGgeneGsequencesUGGenomicsSG1994SGYXSGZW[TXW 4.3 44

326
”earchGforGtheGsecondGPeutzTueghersGsyndromeGlocuseGexclusionGofGtheG”TvXZSGP“vnrSGvwvXWSGandG
P”noYGgenesGonGchromosomeGXdGandGtheG”TvXXtPGgeneGonGchromosomeGYUGCytogeneticaandaGenomea
ResearchSG2002SGdbSGXbXTc

1.9 43

325 yineteenGadditionalGunpredictedGtranscriptsGfromGhumanGchromosomeGYXUGGenomicsSG2002SGbdSGcY[TZY 4.3 43

324 mriefGreporteGisogenicGinducedGpluripotentGstemGcellGlinesGfromGanGadultGwithGmosaicGdownGsyndromeG
modelGacceleratedGneuronalGageingGandGneurodegenerationUGStemaCellsSG2015SGZZSGYWbbTc[ 5.8 42

323 PathogenicGmutationsGandGpolymorphismsGinGtheGlipoproteinGreceptorTrelatedGproteinG]GrevealGaG
newGbiologicalGpathwayGforGtheGcontrolGofGboneGmassUGCurrentaOpinionainaLipidologySG2005SGXaSGYWbTX[ 4.4 42

322
nloustonGhidroticGectodermalGdysplasiaGOspoPeGgeneticGhomogeneitySGpresenceGofGaGfounderGeffectG
inGtheGqrenchGnanadianGpopulationGandGfineGgeneticGmappingUGEuropeanaJournalaofaHumanaGeneticsSG
2000SGcSGZbYTcW

5.3 42

321 lGteratocarcinomaTlikeGhumanGembryonicGstemGcellGOhp”nPGlineGandGfourGhp”nGlinesGrevealG
potentiallyGoncogenicGgenomicGchangesUGPLoSaONESG2010SG]SGeXWYaZ 3.7 42

320 oylGxethylationGProfilingGofGöniparentalGoisomyG”ubjectsGProvidesGaGxapGofGParentalGppigeneticG
miasGinGtheGsumanGrenomeUGAmericanaJournalaofaHumanaGeneticsSG2016SGddSG]]]T]aa 11 41

319 PurifyingGselectionGinGmammalianGmitochondrialGproteinTcodingGgenesGisGhighlyGeffectiveGandG
congruentGwithGevolutionGofGnuclearGgenesUGMolecularaBiologyaandaEvolutionSG2013SGZWSGZ[bT]] 8.3 41

318 qrequentGcasesGofG“l”TmutatedGoownGsyndromeGacuteGlymphoblasticGleukaemiaGlackGulvYG
mutationsUGNatureaCommunicationsSG2014SG]SG[a][ 17.4 41

317 lspX[Y[lsnGxYsdGmutationGresultsGinGanGunstableGproteinGresponsibleGforGtheGphenotypesGinG
xayTsegglinGanomalyVqechtnerGsyndromeUGBloodSG2003SGXWYSG]YdTZ[ 2.2 41
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316 reneticGvariabilityGofGmuTopioidGreceptorGinGanGobstetricGpopulationUGAnesthesiologySG2004SGXWWSGXWZWTZ 4.3 41

315 lxonemalGbetaGheavyGchainGdyneinGoylsdeGcoylGsequenceSGgenomicGstructureSGandGinvestigationG
ofGitsGroleGinGprimaryGciliaryGdyskinesiaUGGenomicsSG2001SGbYSGYXTZZ 4.3 41

314
lGtransmissionGdisequilibriumGandGlinkageGanalysisGofGoYY”YbcGmarkerGallelesGinG]b[GfamilieseG
furtherGsupportGforGaGsusceptibilityGlocusGforGschizophreniaGatGYYqXYUG”chizophreniaGnollaborativeG
winkageGrroupGforGnhromosomeGYYUGSchizophreniaaResearchSG1998SGZYSGXX]TYX

3.6 41

313 wocalizationGofGXWYGexonsGtoGaGYU]GxbGregionGinvolvedGinGoownGsyndromeUGHumanaMolecularaGenetics
SG1995SG[SGXZW]TXX 5.6 41

312
lnalysisGofGoylGhaplotypesGsuggestsGaGgeneticGpredispositionGtoGtrisomyGYXGassociatedGwithGoylG
sequencesGonGchromosomeGYXUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesa
ofaAmericaSG1985SGcYSGZZaWT[

11.5 41

311 yetworkTguidedGanalysisGofGgenesGwithGalteredGsomaticGcopyGnumberGandGgeneGexpressionGrevealsG
pathwaysGcommonlyGperturbedGinGmetastaticGmelanomaUGPLoSaONESG2011SGaSGeXcZad 3.7 40

310 nloningGofG]]dGpotentialGexonsGofGgenesGofGhumanGchromosomeGYXGbyGexonGtrappingUGGenomea
ResearchSG1996SGaSGb[bTaW 9.7 40

309 lnalysisGofGtheGhumanG”onicGsedgehogGcodingGandGpromoterGregionsGinGsacralGagenesisSG
triphalangealGthumbSGandGmirrorGpolydactylyUGHumanaGeneticsSG1998SGXWYSGZcbTdY 6.3 40

308 yoGevidenceGforGanGeffectGofGnzxTGüalX]cxetGgenotypeGonGexecutiveGfunctionGinGpatientsGwithG
YYqXXGdeletionGsyndromeUGAmericanaJournalaofaPsychiatrySG2006SGXaZSG]ZbTd 11.9 40

307 oifferentGmechanismsGprecludeGmutantGnwoyX[GproteinsGfromGformingGtightGjunctionsGinGvitroUG
HumanaMutationSG2005SGY]SG][ZTd 4.7 40

306 PeutzTueghersGwvmXGmutantsGfailGtoGactivateGr”vTZbetaSGpreventingGitGfromGinhibitingGβntGsignalingUG
MolecularaGeneticsaandaGenomicsSG2005SGYbZSGXc[Tda 3.1 40

305 lGtOYfcPGbalancedGtranslocationGwithGbreakpointsGnearGtheGhumanGszXoGcomplexGcausesGmesomelicG
dysplasiaGandGvertebralGdefectsUGGenomicsSG2002SGbdSG[dZTc 4.3 40

304 llteredGspacingGofGpromoterGelementsGdueGtoGtheGdodecamerGrepeatGexpansionGcontributesGtoG
reducedGexpressionGofGtheGcystatinGmGgeneGinGpPxXUGHumanaMolecularaGeneticsSG1999SGcSGXbdXTc 5.6 40

303 xicrodeletionGinGtheGXTchromosomeGandGprenatalGdiagnosisGinGaGfamilyGwithGyorrieGdiseaseUG
AmericanaJournalaofaMedicalaGeneticsaPartaASG1989SGZZSG[c]Tc 40

302 YeastGartificialGchromosomeGvectorsGforGefficientGcloneGmanipulationGandGmappingUGGenomicsSG1991SG
XWSG]W]Tc 4.3 40

301 nloningGofGaGnovelGhomeoboxTcontainingGgeneSGPvyzXXSGandGmappingGtoGhumanGchromosomeG
YXqYYUZUGGenomicsSG1997SG[XSGXdZTYWW 4.3 39

300 oetectionGofGaneuploidiesGbyGparalogousGsequenceGquantificationUGJournalaofaMedicalaGeneticsSG2004
SG[XSGdWcTX] 5.8 39

299 tsolationGandGcharacterizationGofGtheGöml”sZlGgeneGonGYXqYYUZGencodingGaGpotentialGnuclearG
proteinGwithGaGnovelGcombinationGofGdomainsUGHumanaGeneticsSG2001SGXWcSGX[WTb 6.3 39

(2001-2004)
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298 TranscriptionalGmapGofGtheGYU]TxbGnm“Tp“rGregionGofGchromosomeGYXGinvolvedGinGoownGsyndromeUG
GenomicsSG1998SG[cSGXYTYZ 4.3 39

297 TheGsameGITlTlIGboxGbetaTthalassemiaGmutationGinGnhineseGandGö”GblackseGanotherGexampleGofG
independentGoriginsGofGmutationUGHumanaGeneticsSG1986SGb[SGXaYT[ 6.3 39

296 yovelGmutationsGofGTxP“””ZGinGfourGoqymcVmXWGfamiliesGsegregatingGcongenitalGautosomalG
recessiveGdeafnessUGJournalaofaMedicalaGeneticsSG2001SGZcSGZdaT[WW 5.8 39

295 oylTxethylationGPatternsGinGTrisomyGYXGösingGnellsGfromGxonozygoticGTwinsUGPLoSaONESG2015SGXWSGeWXZ]]]]3.7 39

294 pxomeGsequencingGrevealsGpathogenicGmutationsGinGdXGstrainsGofGmiceGwithGxendelianGdisordersUG
GenomeaResearchSG2015SGY]SGd[cT]b 9.7 38

293 lGnovelGTxP“””ZGmissenseGmutationGinGaGoqymcVXWGfamilyGpreventsGproteolyticGactivationGofGtheG
proteinUGHumanaGeneticsSG2005SGXXbSG]YcTZ] 6.3 38

292
pxtensiveGcellularGheterogeneityGofGXGinactivationGrevealedGbyGsingleTcellGalleleTspecificGexpressionG
inGhumanGfibroblastsUGProceedingsaofatheaNationalaAcademyaofaSciencesaofatheaUnitedaStatesaofa
AmericaSG2018SGXX]SGXZWX]TXZWYW

11.5 38

291 miallelicGvariantsGinGvtqX[GcauseGintellectualGdisabilityGwithGmicrocephalyUGEuropeanaJournalaofaHumana
GeneticsSG2018SGYaSGZZWTZZd 5.3 37

290 TheGlocusGforGcombinedGfactorGüTfactorGütttGdeficiencyGOq]qcoPGmapsGtoGXcqYXSGbetweenGoXc”c[dG
andGoXc”XXWZUGAmericanaJournalaofaHumanaGeneticsSG1997SGaXSGX[ZT]W 11 37

289 PatternsGofGmeioticGrecombinationGonGtheGlongGarmGofGhumanGchromosomeGYXUGGenomeaResearchSG
2000SGXWSGXZXdTZY 9.7 37

288 xethylationGprofilingGinGindividualsGwithGuniparentalGdisomyGidentifiesGnovelGdifferentiallyG
methylatedGregionsGonGchromosomeGX]UGGenomeaResearchSG2010SGYWSGXYbXTc 9.7 36

287 xitochondrialGoylGmutationGandGheteroplasmyGinGtypeGtGweberGhereditaryGopticGneuropathyUG
AmericanaJournalaofaMedicalaGeneticsaPartaASG1992SG[YSGXbZTd 36

286 pfficientGtargetedGtranscriptGdiscoveryGviaGarrayTbasedGnormalizationGofG“lnpGlibrariesUGNaturea
MethodsSG2008SG]SGaYdTZ] 21.6 35

285 xpnPYGmutantGalleleGinGaGboyGwithG“ettGsyndromeGandGhisGunaffectedGheterozygousGmotherUGBraina
andaDevelopmentSG2007SGYdSG[bT]W 2.2 35

284 oetectionGofGtmprintedGrenesGbyG”ingleTnellGllleleT”pecificGreneGpxpressionUGAmericanaJournalaofa
HumanaGeneticsSG2017SGXWWSG[[[T[]Z 11 34

283 lnGapparentlyGdominantGbipolarGaffectiveGdisorderGOmPloPGlocusGonGchromosomeGYWpXXUYTqXXUYGinGaG
largeGTurkishGpedigreeUGEuropeanaJournalaofaHumanaGeneticsSG2001SGdSGZdT[[ 5.3 34

282 somologousGlociGoXY”X]aXGandGoXY”X]aYGcontainGaGpolymorphicGpentanucleotideGrepeatG
OTllllPnGandGmapGtoGhumanGXGandGYGchromosomesUGHumanaMutationSG1994SG[SGYWcTXX 4.7 34

281 lGc”yPGxapGandGoatabaseGforGsumanGnhromosomeGYXUGGenomeaResearchSG2001SGXXSGZWWTZWb 9.7 34

Stylianos Antonarakis

18



280 “apidGdetectionGofGgeneticGvariantsGinGhypertrophicGcardiomyopathyGbyGcustomGoylGresequencingG
arrayGinGclinicalGpracticeUGJournalaofaMedicalaGeneticsSG2011SG[cSG]bYTa 5.8 33

279 ”pecificGmlnpXGgenotypesGprovideGadditionalGriskGforGlateTonsetGllzheimerGdiseaseGinGlPzpGepsilonG
[GcarriersG2003SGXXdmSG[[Tb 33

278 tsolationGandGcharacterizationGofGaGhumanGchromosomeGYXqYYUZGgeneGOβo“[PGandGitsGmouseG
homologueGthatGcodeGforGaGβoTrepeatGproteinUGGenomicsSG2000SGacSGbXTd 4.3 33

277 qromGP“posGandGopenGreadingGframesGtoGcoylGisolationeGrevisitingGtheGhumanGchromosomeGYXG
transcriptionGmapUGGenomicsSG2001SGbcSG[aT][ 4.3 33

276
lutosomalT“ecessiveGxutationsGinGlPZmYSGldaptorT“elatedGProteinGnomplexGZGmetaGYG”ubunitSG
nauseGanGparlyTznsetGppilepticGpncephalopathyGwithGzpticGltrophyUGAmericanaJournalaofaHumana
GeneticsSG2016SGddSGXZacTXZba

11 32

275 lGrecurrentGX[qZYUYGmicrodeletionGmediatedGbyGexpandedGTrrGrepeatsUGHumanaMolecularaGeneticsSG
2010SGXdSGXdabTbZ 5.6 32

274 ProliferationGdeficitsGandGgeneGexpressionGdysregulationGinGoownNsGsyndromeGOTsXnjePGneuralG
progenitorGcellsGculturedGfromGneurospheresUGJournalaofaNeuroscienceaResearchSG2009SGcbSGZX[ZT]Y 4.4 32

273 llphoidGoylGpolymorphismsGforGchromosomeGYXGcanGbeGdistinguishedGfromGthoseGofGchromosomeG
XZGusingGprobesGhomologousGtoGbothUGGenomicsSG1991SGdSGX[XTa 4.3 32

272 qarberGdiseaseeGpathologicGdiagnosisGinGsibsGwithGphenotypicGvariabilityUGAmericanaJournalaofaMedicala
GeneticsaPartaASG1987SGZSGYZZT[X 32

271 ”imultaneousGidentificationGandGprioritizationGofGvariantsGinGfamilialSGdeGnovoSGandGsomaticGgeneticG
disordersGwithGüariantxasterUGGenomeaResearchSG2014SGY[SGZ[dT]] 9.7 31

270 lctivationGofGmultipleGcrypticGdonorGspliceGsitesGbyGtheGcommonGcongenitalGafibrinogenemiaG
mutationSGqrlGtü”[GRGXGrTTiTUGBloodSG2001SGdbSGXcbdTcX 2.2 31

269 pyeGgazeGduringGfaceGprocessingGinGchildrenGandGadolescentsGwithGYYqXXUYGdeletionGsyndromeUG
JournalaofatheaAmericanaAcademyaofaChildaandaAdolescentaPsychiatrySG2010SG[dSGaa]Tb[ 7.2 30

268 winkageGmappingGofGhighlyGinformativeGoylGpolymorphismsGwithinGtheGhumanGinterferonTalphaG
receptorGgeneGonGchromosomeGYXUGGenomicsSG1991SGXXSG]bZTa 4.3 30

267 TxP“””ZSGaGtypeGttGtransmembraneGserineGproteaseGmutatedGinGnonTsyndromicGautosomalGrecessiveG
deafnessUGFrontiersainaBioscienceanaLandmarkSG2008SGXZSGX]]bTab 2.8 30

266 xonozygoticGtwinsGdiscordantGforGtrisomyGYXGandGmaternalGYXqGinheritanceeGaGcomplexGseriesGofG
eventsUGAmericanaJournalaofaMedicalaGeneticsmaPartaASG2008SGX[alSGYWcaTdZ 2.5 29

265 InompensatoryIGuniparentalGdisomyGofGchromosomeGYXGinGtwoGcasesUGJournalaofaMedicalaGeneticsSG
1994SGZXSG]Z[T[W 5.8 29

264 PathogenicGvariantsGinGnonTproteinTcodingGsequencesUGClinicalaGeneticsSG2013SGc[SG[YYTc 4 28

263
renomewideGlinkageGscanGforGsplitThandVfootGmalformationGwithGlongTboneGdeficiencyGinGaGlargeG
lrabGfamilyGidentifiesGtwoGnovelGsusceptibilityGlociGonGchromosomesGXq[YUYTq[ZGandGaqX[UXUG
AmericanaJournalaofaHumanaGeneticsSG2007SGcWSGXW]TXX

11 28

(2007-2011)
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262 TheGmurineGorthologueGofGtheGrolgiTlocalizedGTPTpGproteinGprovidesGcluesGtoGtheGevolutionaryG
historyGofGtheGhumanGTPTpGgeneGfamilyUGHumanaGeneticsSG2001SGXWdSG]adTb] 6.3 28

261
nloningGandGcharacterizationGofGaGputativeGhumanGglycerolGZTphosphateGpermeaseGgeneGO”wnZblXG
orGrZPPPGonGYXqYYUZeGmutationGanalysisGinGtwoGcandidateGphenotypesSGoqymXWGandGaGglycerolGkinaseG
deficiencyUGGenomicsSG2000SGbWSGXdWTYWW

4.3 28

260 wackGofGlinkageGorGassociationGbetweenGschizophreniaGandGtheGpolymorphicGtrinucleotideGrepeatG
withinGtheGvnyyZGgeneGonGchromosomeGXqYXG1999SGccSGZ[cTZ]X 28

259 winkageGmappingGofGtheGhighlyGinformativeGoylGmarkerGoYX”X]aGtoGhumanGchromosomeGYXGusingGaG
polymorphicGrTGdinucleotideGrepeatUGGenomicsSG1990SGcSG[WWTY 4.3 28

258
TheGgeneGforGautosomalGdominantGhidroticGectodermalGdysplasiaGOnloustonGsyndromePGinGaGlargeG
tndianGfamilyGmapsGtoGtheGXZqXXTqXYUXGpericentromericGregionUGAmericanaJournalaofaMedicala
GeneticsaPartaASG1997SGbXSGcWTa

27

257 oifferentialGgeneGexpressionGstudiesGtoGexploreGtheGmolecularGpathophysiologyGofGoownGsyndromeUG
BrainaResearchaReviewsSG2001SGZaSGYa]Tb[ 27

256 nhromosomeGYXeGfromGsequenceGtoGapplicationsUGCurrentaOpinionainaGeneticsaandaDevelopmentSG2001
SGXXSGY[XTa 4.9 27

255 ”lightlyGdeleteriousGgenomicGvariantsGandGtranscriptomeGperturbationsGinGoownGsyndromeG
embryonicGselectionUGGenomeaResearchSG2018SGYcSGXTXW 9.7 27

254 TheGeffectGofGgeneticGvariationGonGpromoterGusageGandGenhancerGactivityUGNatureaCommunicationsSG
2017SGcSGXZ]c 17.4 26

253 reneGageGpredictsGtheGstrengthGofGpurifyingGselectionGactingGonGgeneGexpressionGvariationGinG
humansUGAmericanaJournalaofaHumanaGeneticsSG2014SGd]SGaaWTb[ 11 26

252 ”ubtelomericGapGdeletioneGclinicalGandGarrayTnrsGcharacterizationGinGtwoGpatientsUGAmericanaJournala
ofaMedicalaGeneticsmaPartaASG2008SGX[alSGYWd[TXWY 2.5 26

251 ”plitThandVsplitTfootGmalformationGZGO”sqxZPGatGXWqY[SGdevelopmentGofGrapidGdiagnosticGmethodsG
andGgeneGexpressionGfromGtheGregionUGAmericanaJournalaofaMedicalaGeneticsmaPartaASG2006SGX[WSGXZc[Td] 2.5 26

250 renomewideGscanGforGnonsyndromicGcleftGlipGandGpalateGinGmultigenerationalGtndianGfamiliesGrevealsG
significantGevidenceGofGlinkageGatGXZqZZUXTZ[UGAmericanaJournalaofaHumanaGeneticsSG2006SGbdSG]cWT] 11 26

249 lrgXaGhomozygosityGofGtheGbetaYTadrenergicGreceptorGimprovesGtheGoutcomeGafterGbetaYTagonistG
tocolysisGforGpretermGlaborUGClinicalaPharmacologyaandaTherapeuticsSG2005SGbcSGa]aTaZ 6.1 26

248 reneGfindingGinGtheGchickenGgenomeUGBMCaBioinformaticsSG2005SGaSGXZX 3.6 26

247 TheGnzwalXGandGnzwalYGgenesGexistGasGaGgeneGclusterGandGdetectGhighlyGinformativeGoylG
polymorphismsGinGtheGtelomericGregionGofGhumanGchromosomeGYXqUGHumanaGeneticsSG1991SGcbSGXaYTa 6.3 26

246 pxcessG”ynaptojaninGXGnontributesGtoGPlaceGnellGoysfunctionGandGxemoryGoeficitsGinGtheGlgingG
sippocampusGinGThreeGTypesGofGllzheimerNsGoiseaseUGCellaReportsSG2018SGYZSGYdabTYdb] 10.6 25

245 xutationGnomenclatureUGCurrentaProtocolsainaHumanaGeneticsSG2003SGnhapterGbSGönitGbUXZ 3.2 25
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244 yoGdeleteriousGmutationsGinGtheGqzXuXGOaliasGsqsT[PGgeneGinGpatientsGwithGprimaryGciliaryGdyskinesiaG
OPnoPUGCytogeneticaandaGenomeaResearchSG2000SGdWSGXXdTYY 1.9 25

243
“efinedGlocalizationGofGautosomalGrecessiveGnonsyndromicGdeafnessGoqymXWGlocusGusingGZ[GnovelG
microsatelliteGmarkersSGgenomicGstructureSGandGexclusionGofGsixGknownGgenesGinGtheGregionUG
GenomicsSG2000SGacSGYYTd

4.3 25

242 TandemGrepeatGsequenceGvariationGasGcausativeGcisTeQTwsGforGproteinTcodingGgeneGexpressionG
variationeGtheGcaseGofGn”TmUGHumanaMutationSG2012SGZZSGXZWYTd 4.7 24

241 xappingGofGsmallG“ylsGinGtheGhumanGpynzopGregionsUGAmericanaJournalaofaHumanaGeneticsSG2008SG
cYSGdbXTcX 11 24

240 qrequencyGofGreplicationVtranscriptionGerrorsGinGOlPVOTPGrunsGofGhumanGgenesUGHumanaGeneticsSG2001SG
XWdSG[WTb 6.3 24

239 lnGautosomalGdominantGtriphalangealGthumbeGpolysyndactylyGsyndromeGwithGvariableGexpressionGinG
aGlargeGtndianGfamilyGmapsGtoGbqZaUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1996SGaaSGYWdTX] 24

238 nompleteG”equenceGofGtheGYYqXXUYGllleleGinGXSW]ZG”ubjectsGwithGYYqXXUYGoeletionG”yndromeG
“evealsGxodifiersGofGnonotruncalGseartGoefectsUGAmericanaJournalaofaHumanaGeneticsSG2020SGXWaSGYaT[W 11 24

237 zppositeGphenotypesGofGmuscleGstrengthGandGlocomotorGfunctionGinGmouseGmodelsGofGpartialG
trisomyGandGmonosomyGYXGforGtheGproximalGsspaXZTlppGregionUGPLoSaGeneticsSG2015SGXXSGeXWW]WaY 6 23

236 tsolationGofGaGhumanGgeneGOsp”XPGwithGhomologyGtoGanGpscherichiaGcoliGandGaGzebrafishGproteinGthatG
mapsGtoGchromosomeGYXqYYUZUGHumanaGeneticsSG1997SGddSGaXaTYZ 6.3 23

235 qzXwYTmutationsGinGblepharophimosisTptosisTepicanthusGinversusGsyndromeGOmPp”PfGchallengesGforG
geneticGcounselingGinGfemaleGpatientsG2003SGXXblSGX[ZTa 23

234 renomicGstructureGofGaGcopyGofGtheGhumanGTPTpGgeneGwhichGencompassesGcbGkbGonGtheGshortGarmGofG
chromosomeGYXUGHumanaGeneticsSG2000SGXWbSGXYbTZX 6.3 23

233 YoungGchildrenGwithGüeloTnardioTqacialGsyndromeGOnlTnsTYYPUGPsychologicalGandGlanguageG
phenotypesUGEuropeanaChildaandaAdolescentaPsychiatrySG2000SGdSGXWdTX[ 5.5 23

232
“eportGfromGtheGxarylandGppidemiologyG”chizophreniaGwinkageG”tudyeGnoGevidenceGforGlinkageG
betweenGschizophreniaGandGaGnumberGofGcandidateGandGotherGgenomicGregionsGusingGaGcomplexG
dominantGmodelUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1994SG][SGZ[]T]Z

23

231 lG[cSXXYSRYXGoownGsyndromeGpatientGwithGadditionalGpaternalGXGandGmaternalGYXUGHumanaGeneticsSG
1991SGcbSG][Ta 6.3 23

230 “estrictionGsiteGpolymorphismGinGtheGphosphoglycerateGkinaseGgeneGonGtheGXGchromosomeUGHumana
GeneticsSG1984SGaaSGYXbTd 6.3 23

229 lGsystematicGenhancerGscreenGusingGlentivectorGtransgenesisGidentifiesGconservedGandG
nonTconservedGfunctionalGelementsGatGtheGzligXGandGzligYGlocusUGPLoSaONESG2010SG]SGeX]b[X 3.7 23

228 TheGroleGofGbiobankingGinGrareGdiseaseseGpuropeanGconsensusGexpertGgroupGreportUGBiopreservationa
andaBiobankingSG2009SGbSGX]]Ta 2.1 22

227 pvolutionaryGforcesGshapeGtheGhumanG“qPwXSYSZGgenesGtowardGaGroleGinGneocortexGdevelopmentUG
AmericanaJournalaofaHumanaGeneticsSG2008SGcZSGYWcTXc 11 22

(2008-2000)
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226 PromoterGpolymorphismsGandGallelicGimbalanceGinGlmnmXGexpressionUGPharmacogeneticsaanda
GenomicsSG2007SGXbSGd]XTd 1.9 22

225 nomplexGgeneticGpredispositionGtoGcancerGinGanGextendedGsyPnnGfamilyGwithGanGancestralGhxwsXG
mutationUGJournalaofaMedicalaGeneticsSG1996SGZZSGaZaT[W 5.8 22

224 TheGhaemophiliaGlGmutationGsearchGtestGandGresourceGsiteSGhomeGpageGofGtheGfactorGütttGmutationG
databaseeGslx”Te“”UGNucleicaAcidsaResearchSG1996SGY[SGXWWTY 20.1 22

223 reneGdefectsGinGbetaTthalassemiaGandGtheirGprenatalGdiagnosisUGAnnalsaofatheaNewaYorkaAcademyaofa
SciencesSG1990SGaXYSGXTX[ 6.5 22

222 xsptGpolymorphismGinGtheGZNGflankingGregionGofGtheGhumanGfactorGütttGgeneUGNucleicaAcidsaResearchSG
1987SGX]SGaZXY 20.1 22

221 oeGnovoGduplicationGofGxpnPYGinGaGgirlGwithGmentalGretardationGandGnoGobviousGdysmorphicG
featuresUGClinicalaGeneticsSG2010SGbcSGXb]TcW 4 21

220 lGspectrumGofGwxXXmGmutationsGinGyailTPatellaGsyndromeeGnewGpointGmutationsSGdeletionSGandG
evidenceGofGmosaicismGinGunaffectedGparentsUGGeneticsainaMedicineSG2010SGXYSG[ZXTd 8.1 21

219 PericentromericGinstabilityGandGspontaneousGemergenceGofGhumanGneoacrocentricGandGminuteG
chromosomesGinGtheGalternativeGpathwayGofGtelomereGlengtheningUGCanceraResearchSG2008SGacSGcX[aT]] 10.1 21

218 tslandsGofGeuchromatinTlikeGsequenceGandGexpressedGpolymorphicGsequencesGwithinGtheGshortGarmG
ofGhumanGchromosomeGYXUGGenomeaResearchSG2007SGXbSGXadWTa 9.7 21

217 tdentificationGofGaGnovelGmemberGofGtheGnwtnGfamilySGnwtnaSGmappingGtoGYXqYYUXYUGGeneSG2003SGZYWSGZXT[W3.8 21

216 TheGnaenorhabditisGelegansGorthologGofGnYXorfcWSGaGpotentialGnewGproteinGzTfucosyltransferaseSGisG
requiredGforGnormalGdevelopmentUGGenomicsSG2004SGc[SGZYWTZW 4.3 21

215 TheGXXGkbGqrlGdeletionGresponsibleGforGcongenitalGafibrinogenaemiaGisGmediatedGbyGaGshortGdirectG
repeatGinGtheGfibrinogenGgeneGclusterUGEuropeanaJournalaofaHumanaGeneticsSG1999SGbSGcdbTdWY 5.3 21

214 ”evereGhemophiliaGlGinGaGfemaleGbyGcrypticGtranslocationeGorderGandGorientationGofGfactorGütttGwithinG
XqYcUGGenomicsSG1993SGXaSGYWT] 4.3 21

213 lGmethodGforGtheGextractionGofGgenomicGoylGfromGhumanGbrainGtissueGfixedGandGstoredGinGformalinG
forGmanyGyearsUGActaaNeuropathologicaSG1997SGdZSG[WcTXZ 14.3 20

212
lnalysisGofGmutationsGandGchromosomalGlocalisationGofGtheGgeneGencodingG“qX]SGaGnovelG
transcriptionGfactorGaffectedGinGmajorGhistocompatibilityGcomplexGclassGttGdeficiencyUGHumana
MutationSG1997SGXWSG[ZWT]

4.7 20

211 nharacterizationGofGaGnovelGgeneSGnYXorfYSGonGhumanGchromosomeGYXqYYUZGandGitsGexclusionGasGtheG
lPpnpoGgeneGbyGmutationGanalysisUGGenomicsSG1998SG[bSGa[TbW 4.3 20

210 “estrictionGendonucleaseGmappingGofGsixGnovelGdeletionsGofGtheGfactorGütttGgeneGinGhemophiliaGlUG
HumanaGeneticsSG1988SGcWSGX[ZTc 6.3 20

209 xacrorestrictionGmappingGofGnzw[lXGandGnzw[lYGcollagenGgenesGonGhumanGchromosomeGXZqZ[UG
GenomicsSG1988SGZSGY]aTaZ 4.3 20

Stylianos Antonarakis
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208 miTallelicGwossTofTqunctionGüariantsGinGoyxmPGnauseGtnfantileGnataractsUGAmericanaJournalaofaHumana
GeneticsSG2018SGXWZSG]acT]bc 11 20

207 PerturbationsGofGheartGdevelopmentGandGfunctionGinGcardiomyocytesGfromGhumanGembryonicGstemG
cellsGwithGtrisomyGYXUGStemaCellsSG2015SGZZSGX[Z[T[a 5.8 19

206 “ecessiveGthrombocytopeniaGlikelyGdueGtoGaGhomozygousGpathogenicGvariantGinGtheGqYmGgeneeGcaseG
reportUGBMCaMedicalaGeneticsSG2014SGX]SGXZ] 2.1 19

205 renomicGdeterminantsGinGtheGphenotypicGvariabilityGofGoownGsyndromeUGProgressainaBrainaResearchSG
2012SGXdbSGX]TYc 2.9 19

204 “efinementGofGtheGXTlinkedGnonsyndromicGhighTgradeGmyopiaGlocusGxYPXGonGXqYcGandGexclusionGofG
XZGknownGpositionalGcandidateGgenesGbyGdirectGsequencingG2011SG]YSGacX[Td 19

203
qrequencyGofGgenomicGrearrangementsGinvolvingGtheG”sqxZGlocusGatGchromosomeGXWqY[GinG
syndromicGandGnonTsyndromicGsplitThandVfootGmalformationUGAmericanaJournalaofaMedicalaGeneticsma
PartaASG2006SGX[WSGXZb]TcZ

2.5 19

202 winearizationGandGpurificationGofGmlnGoylGforGtheGdevelopmentGofGtransgenicGmiceUGTransgenica
ResearchSG1999SGcSGX[bT]W 3.3 19

201 parlyTonsetGdementiaseGclinicalSGneuropathologicalGandGgeneticGcharacteristicsUGActaa
NeuropathologicaSG1996SGdXSG[]XTa] 14.3 19

200 miparentalGinheritanceGofGchromosomeGYXGpolymorphicGmarkersGindicatesGthatGsomeG“obertsonianG
translocationsGtOYXfYXPGoccurGpostzygoticallyUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1994SG[dSGZaZTc 19

199 oetectionGofGmutationsGinGtheGfactorGütttGgeneGusingGsingleTstrandedGconformationalGpolymorphismG
O””nPPUGGenomicsSG1992SGXZSGdWdTXX 4.3 19

198 winkageGmappingGofGtheGcystathionineGbetaTsynthaseGOnm”PGgeneGonGhumanGchromosomeGYXGusingGaG
oylGpolymorphismGinGtheGZNGuntranslatedGregionUGHumanaGeneticsSG1993SGdWSG]aaTc 6.3 19

197 betaTlmyloidGgeneGisGnotGpresentGinGthreeGcopiesGinGautopsyTvalidatedGllzheimerNsGdiseaseUG
GenomicsSG1987SGXSGZWbTXY 4.3 19

196 ylyzrGprimingGbeforeGfullGreprogrammingGmayGgenerateGgermGcellGtumoursUGEuropeanaCellsaanda
MaterialsSG2011SGYYSGY]cTb[fGdiscussioGYb[ 4.3 19

195 lssayingGtheGregulatoryGpotentialGofGmammalianGconservedGnonTcodingGsequencesGinGhumanGcellsUG
GenomeaBiologySG2008SGdSG“Xac 18.3 18

194 TheGhumanGsugarTphosphateVphosphateGexchangerGfamilyG”wnZbUGPflugersaArchivaEuropeanaJournala
ofaPhysiologySG2004SG[[bSGbcWTZ 4.6 18

193 lGhighTresolutionGphysicalGmapGofGhumanGchromosomeGYXpGusingGyeastGartificialGchromosomesUG
GenomeaResearchSG1999SGdSGXW]dTbZ 9.7 18

192 nloningGofGtheGcoylGforGtheGhumanGlTPGsynthaseGz”nPGsubunitGOlTP]zPGbyGexonGtrappingGandG
mappingGtoGchromosomeGYXqYYUXTqYYUYUGGenomicsSG1995SGYcSG[bWTa 4.3 18

191 nloningGofGtheGcoylGforGaGhumanGhomologGofGtheGratGPpPTXdGgeneGandGmappingGtoGchromosomeG
YXqYYUYTqYYUZUGHumanaGeneticsSG1996SGdcSGabYTb 6.3 18

(1996-2018)
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190 xildGhemophiliaGlGresultingGfromGlrgTtoTweuGsubstitutionGinGexonGYaGofGtheGfactorGütttGgeneUGHumana
GeneticsSG1989SGcXSGZZ]Tc 6.3 18

189 xildGhemophiliaGlGassociatedGwithGaGcrypticGdonorGspliceGsiteGmutationGinGintronG[GofGtheGfactorGütttG
geneUGGenomicsSG1988SGYSGZYTa 4.3 18

188 ralaninGpathogenicGmutationsGinGtemporalGlobeGepilepsyUGHumanaMolecularaGeneticsSG2015SGY[SGZWcYTdX 5.6 17

187 wocalisationGofGaGhumanGhomologueGofGtheGorosophilaGmnbGandGratGoyrkGgenesGtoGchromosomeG
YXqYYUYUGHumanaGeneticsSG1997SGddSGYaYT] 6.3 17

186 nharacterizationGofGmouseGoactylaplasiaGmutationseGaGmodelGforGhumanGectrodactylyG”sqxZUG
MammalianaGenomeSG2008SGXdSGYbYTc 3.2 17

185 TheGepilepsySGtheGproteaseGinhibitorGandGtheGdodecamereGprogressiveGmyoclonusGepilepsySGcystatinGbG
andGaGXYTmerGrepeatGexpansionUGCytogeneticaandaGenomeaResearchSG2003SGXWWSGYXZTYZ 1.9 17

184 nYXorf]SGaGnovelGhumanGchromosomeGYXGgeneSGhasGaGnaenorhabditisGelegansGorthologGOpadTXPG
requiredGforGembryonicGpatterningUGGenomicsSG2000SGacSGZWT[W 4.3 17

183 YlnGandGcosmidGqt”sGmappingGofGanGunbalancedGchromosomalGtranslocationGcausingGpartialGtrisomyG
YXGandGoownGsyndromeUGHumanaGeneticsSG1996SGdcSG[aWTa 6.3 17

182 ouplicationGandGlossGofGchromosomeGYXGinGtwoGchildrenGwithGoownGsyndromeGandGacuteGleukemiaUG
AmericanaJournalaofaMedicalaGeneticsaPartaASG1995SG]dSGXb[TcX 17

181 lGhighlyGpolymorphicGlocusGclonedGfromGtheGbreakpointGofGaGchromosomeGXXpXZGdeletionG
associatedGwithGtheGβlr“GsyndromeUGGenomicsSG1989SG]SGccWTdZ 4.3 17

180 PhysicalGmappingGbyGPqrpGlocalizesGtheGnzwZlXGandGnzw]lYGgenesGtoGaGZ]TkbGregionGonGhumanG
chromosomeGYUGGenomicsSG1990SGcSG[WbTXW 4.3 17

179 ”ingleGcellGtranscriptomeGinGaneuploidiesGrevealsGmechanismsGofGgeneGdosageGimbalanceUGNaturea
CommunicationsSG2019SGXWSG[[d] 17.4 16

178 miallelicGvariantsGinGwtyrzXGareGassociatedGwithGautosomalGrecessiveGintellectualGdisabilitySG
microcephalySGspeechGandGmotorGdelayUGGeneticsainaMedicineSG2018SGYWSGbbcTbc[ 8.1 16

177 qortuitousGdetectionGofGuniparentalGisodisomyGofGchromosomeGaUGJournalaofaMedicalaGeneticsSG1997SG
Z[SGbbTc 5.8 16

176 lGlargeGfamilyGwithGsubtelomericGtranslocationGtOXcfYXPOqYZfqYYUXPGandGmolecularGbreakpointGinGtheG
oownGsyndromeGcriticalGregionUGHumanaGeneticsSG1997SGXWWSGaadTb] 6.3 16

175 nyüsGandGgeneticGmedicineGOexcitementGandGconsequencesGofGaGrediscoveryPUGCytogeneticaanda
GenomeaResearchSG2008SGXYZSGbTXa 1.9 16

174
pctrodactylyGwithGaplasiaGofGlongGbonesGOzxtxfGXXdXWWPGinGaGlargeGinbredGlrabGfamilyGwithGanG
apparentGautosomalGdominantGinheritanceGandGreducedGpenetranceeGclinicalGandGgeneticGanalysisUG
AmericanaJournalaofaMedicalaGeneticsmaPartaASG2006SGX[WSGX[[WTa

2.5 16

173 “oleGofGtheGpleckstrinGhomologyGdomainGinGintersectinTwGoblGhomologyGdomainGactivationGofGndc[YG
andGsignalingUGBiochimicaaEtaBiophysicaaActaanaMolecularaCellaResearchSG2003SGXa[WSGaXTc 4.9 16
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172 nytogeneticGandGmolecularGanalysisGofGaGringGOYXPGinGaGpatientGwithGpartialGtrisomyGYXGandG
megakaryocyticGleukemiaUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1995SG]bSG]YbTZa 16

171 PvuttGpolymorphicGsiteGupstreamGtoGtheGhumanGlpontttGgeneUGNucleicaAcidsaResearchSG1986SGX[SG]]bX 20.1 16

170 xolecularGcharacterizationGofGbetaTglobinGgeneGmutationsGinGpatientsGwithGbetaTthalassaemiaG
intermediaGinGsouthGnhinaUGBritishaJournalaofaHaematologySG1988SGbWSGZ]bTaX 4.5 16

169 rermTlineGchromosomalGlocalizationGofGgenesGinGchromosomeGXXpGlinkageeGparathyroidGhormoneSG
betaTglobinSGcTsaTrasTXSGandGinsulinUGSomaticaCellaandaMolecularaGeneticsSG1985SGXXSGXdbTYWY 16

168 nhromosomeGconformationGcaptureGuncoversGpotentialGgenomeTwideGinteractionsGbetweenGhumanG
conservedGnonTcodingGsequencesUGPLoSaONESG2011SGaSGeXbaZ[ 3.7 16

167 xmüeGaGmethodGtoGsolveGsampleGmislabelingGandGdetectGtechnicalGbiasGinGlargeGcombinedGgenotypeG
andGsequencingGassayGdatasetsUGBioinformaticsSG2017SGZZSGXcd]TXcdb 7.2 15

166
lssociationGbetweenGüariantsGatGmnwXXlGprythroidT”pecificGpnhancerGandGqetalGsemoglobinGwevelsG
amongG”ickleGnellGoiseaseGPatientsGinGnamerooneGtmplicationsGforGqutureGTherapeuticGtnterventionsUG
OMICSaAaJournalaofaIntegrativeaBiologySG2015SGXdSGaYbTZX

3.8 15

165 TheGeffectGofGheterogeneousGTranscriptionG”tartG”itesGOT””PGonGtheGtranslatomeeGimplicationsGforGtheG
mammalianGcellularGphenotypeUGBMCaGenomicsSG2015SGXaSGdca 4.5 15

164 βhatGisGexpandedGinGprogressiveGmyoclonusGepilepsyjUGNatureaGeneticsSG1997SGXbSGXb 36.3 15

163 wocalizationGofGaGnovelGhumanG“ylTeditingGdeaminaseGOh“poYGorGlol“mYPGtoGchromosomeGXWpX]UG
HumanaGeneticsSG1997SGXWWSGZdcT[WW 6.3 15

162 tncreasedGlevelsGofGaGchromosomeGYXTencodedGtumourGinvasionGandGmetastasisGfactorGOTtlxXPG
m“ylGinGboneGmarrowGofGdownGsyndromeGchildrenGduringGtheGacuteGphaseGofGlxwOxbPG1998SGYZSGaXTaa 15

161 TranscriptionalGactivationGbyGbidirectionalG“ylGpolymeraseGttGelongationGoverGaGsilentGpromoterUG
EMBOaReportsSG2005SGaSGd]aTaW 6.5 15

160 lnGalphaGsatelliteGoylGpolymorphismGspecificGforGtheGcentromericGregionGofGchromosomeGXZUG
GenomicsSG1990SGbSGXXWT[ 4.3 15

159 oylGpolymorphicGsitesGinGtheGhumanGlpoltTntttTltüGclustereGTaqGtGandGlvaGtUGNucleicaAcidsaResearchSG
1986SGX[SGXdY[ 20.1 15

158 PerturbationsGofGgenesGessentialGforGxˆ…llerianGductGandGβˆ¶lffianGductGdevelopmentGinG
xayerT“okitanskyTvˆ…sterTsauserGsyndromeUGAmericanaJournalaofaHumanaGeneticsSG2021SGXWcSGZZbTZ[] 11 15

157 üisualGimpairmentGandGprogressiveGphthisisGbulbiGcausedGbyGrecessiveGpathogenicGvariantGinGxl“vZUG
HumanaMolecularaGeneticsSG2018SGYbSGYbWZTYbXX 5.6 15

156 renomeTβideGlssociationG”tudyGtoGqindGxodifiersGforGTetralogyGofGqallotGinGtheGYYqXXUYGoeletionG
”yndromeGtdentifiesGüariantsGinGtheGwocusGonG]qX[UZUGCirculation:aCardiovascularaGeneticsSG2017SGXWSG 14

155 nognitionGandGhippocampalGplasticityGinGtheGmouseGisGalteredGbyGmonosomyGofGaGgenomicGregionG
implicatedGinGoownGsyndromeUGGeneticsSG2014SGXdbSGcddTdXY 4 14

(2014-1995)
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154
yovelGhomozygousSGheterozygousGandGhemizygousGq“xobGgeneGmutationsGsegregatedGinGtheGsameG
consanguineousGfamilyGwithGcongenitalGXTlinkedGnystagmusUGEuropeanaJournalaofaHumanaGeneticsSG
2012SGYWSGXWZYTa

5.3 14

153 lutosomalGdominantGnonsyndromicGcleftGlipGandGpalateeGsignificantGevidenceGofGlinkageGatGXcqYXUXUG
AmericanaJournalaofaHumanaGeneticsSG2007SGcXSGXcWTc 11 14

152 oYX”YX]GisGaGOrTPnGpolymorphicGmarkerGcloseGtoGcentromericGalphoidGsequencesGonGchromosomeG
YXUGGenomicsSG1992SGXZSGXZa]Tb 4.3 14

151 TaurineGtreatmentGofGretinalGdegenerationGandGcardiomyopathyGinGaGconsanguineousGfamilyGwithG
”wnalaGtaurineGtransporterGdeficiencyUGHumanaMolecularaGeneticsSG2020SGYdSGaXcTaYZ 5.6 14

150 nongenitalGyeuronalGneroidGwipofuscinosisGwithGaGyovelGnT”oGreneGxutationeGlG“areGnauseGofG
yeonatalTznsetGyeurodegenerativeGoisorderUGNeuropediatricsSG2018SG[dSGX]WTX]Z 1.6 13

149 PureGProgressiveGltaxiaGandGPalatalGTremorGOPlPTPGlssociatedGwithGaGyewGPolymeraseGrammaG
OPzwrPGxutationUGCerebellumSG2016SGX]SGcYdTcZX 4.3 13

148 moyqGandGoY“vXlGareGvariableGandGinverselyGcorrelatedGinGlymphoblastoidGcellGlinesGfromGoownG
syndromeGpatientsUGMolecularaNeurobiologySG2012SG[aSGYdbTZWZ 6.2 13

147 tsolationGofGtheGhumanGmlnsXGtranscriptionGregulatorGgeneSGwhichGmapsGtoGchromosomeGYXqYYUXUG
HumanaGeneticsSG1998SGXWYSGYcYTc 6.3 13

146 renomicGdeterminantsGofGtheGefficiencyGofGinternalGribosomalGentryGsitesGofGviralGandGcellularGoriginUG
NucleicaAcidsaResearchSG2008SGZaSGadXcTY] 20.1 13

145 yoGassociationGbetweenGoöPY]GandGanxietyGdisordersUGAmericanaJournalaofaMedicalaGeneticsaPartaASG
2004SGXYcmSGcWTZ 13

144 nonstructionGofGaGYU]TxbGintegratedGphysicalGandGgeneGmapGofGdistalGYXqYYUZUGGenomicsSG1998SG[dSGXTXZ 4.3 13

143 ”tructureGofGtheGhumanGn“qm[GgeneeGnomparisonGwithGitsGtqyl“GneighborUGJournalaofaMoleculara
EvolutionSG1995SG[XSGZZcTZ[[ 3.1 13

142 TheGhumanGlanosterolGsynthaseGgeneGmapsGtoGchromosomeGYXqYYUZUGHumanaGeneticsSG1996SGdbSGaYWT[ 6.3 13

141 TwoGnovelGmutationsGaffectingGm“ylGsplicingGofGtheGneurofibromatosisGtypeGXGOyqXPGgeneUGHumana
MutationSG1996SGbSGXbYT] 4.7 13

140 pxomeGsequencingGdisclosesGvlw“yGhomozygousGvariantGasGlikelyGcauseGofGintellectualGdisabilityGandG
shortGstatureGinGaGconsanguineousGpedigreeUGHumanaGenomicsSG2016SGXWSGYa 6.8 12

139 nlTnsingGputativeGcausativeGvariantsGinGconsanguineousGfamiliesUGBMCaBioinformaticsSG2015SGXaSGZXW 3.6 12

138 pxomeGsequencingGrevealsGaGmutationGinGoxPXGinGaGfamilyGwithGfamilialGsclerosingGboneGdysplasiaUG
BoneSG2014SGacSGX[YT] 4.7 12

137 lGmouseGembryonicGstemGcellGbankGforGinducibleGoverexpressionGofGhumanGchromosomeGYXGgenesUG
GenomeaBiologySG2010SGXXSG“a[ 18.3 12
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136 oifferentialGratesGofGframeshiftGalterationsGinGfourGrepeatGsequencesGofGhereditaryGnonpolyposisG
colorectalGcancerGtumorsUGHumanaGeneticsSG2002SGXXXSGYc[Td 6.3 12

135 renomicGstructureSGsequenceSGandGrefinedGmappingGofGtheGhumanGintersectinGgeneGOtT”yPSGwhichG
encompassesGY]WGkbGonGchromosomeGYXqYYUXTTiqYYUYUGCytogeneticaandaGenomeaResearchSG1998SGcZSGYXcTYW1.9 12

134 yoGuniparentalGdisomyGforGchromosomeGZGinGmrachmannToeGwangeGsyndromeUGAmericanaJournalaofa
MedicalaGeneticsaPartaASG1994SG[dSGXZZT] 12

133 winkageGmappingGofGoYX”XbXGtoGtheGdistalGlongGarmGofGhumanGchromosomeGYXGusingGaGpolymorphicG
OlnPnGdinucleotideGrepeatUGHumanaGeneticsSG1991SGcbSG[WXT[ 6.3 12

132 oetectionGofGgenomicGvariationGbyGselectionGofGaGdGmbGoylGregionGandGhighGthroughputGsequencingUG
PLoSaONESG2009SG[SGeaa]d 3.7 11

131
oylGdeaminationGenablesGdirectGPn“GamplificationGofGtheGcystatinGmGOn”TmPGgeneTassociatedG
dodecamerGrepeatGexpansionGinGmyoclonusGepilepsyGtypeGönverrichtTwundborgUGHumanaMutationSG
2003SGYYSG[W[Tc

4.7 11

130 nharacterizationGofGcoylGclonesGcontainingGnnlGtrinucleotideGrepeatsGderivedGfromGhumanGbrainUG
SomaticaCellaandaMolecularaGeneticsSG1995SGYXSGYbdTc[ 11

129 xappingGofGtheGgeneGforGtheGpaWGsubunitGofGtheGhumanGchromatinGassemblyGfactorGOnlqXlPGtoGtheG
oownGsyndromeGregionGofGchromosomeGYXUGGenomicsSG1996SGZZSGZWdTXY 4.3 11

128 nloningGtheGcoylGofGhumanGPβPYSGwhichGencodesGaGproteinGwithGβoGrepeatsGandGmapsGtoGYXqYYUZUG
GenomicsSG1996SGZ]SGZYXTb 4.3 11

127 lpolipoproteinGlXGmaltimoreGOlrgXWTTTTweuPSGaGnewGlpolXGvariantUGHumanaGeneticsSG1990SGc[SG[ZdT[] 6.3 11

126 xolecularGheterogeneityGofGbetaTthalassemiaGinGmestizoGxexicansUGGenomicsSG1991SGXXSG[b[ 4.3 11

125 lGnaseGofGβiedemannT”teinerG”yndromeGlssociatedGwithGaG[aSXYGoisorderGofG”exualGoevelopmentG
andGronadalGoysgenesisUGSexualaDevelopmentSG2015SGdSGYcdTd] 1.6 10

124 sumanGsemoglobinG2010SGZa]T[WX 10

123 nharacterizationGofGanGinterstitialGdeletionGaqXZTqX[UXGinGaGfemaleGwithGmildGmentalGretardationSG
languageGdelayGandGminorGdysmorphismsUGEuropeanaJournalaofaMedicalaGeneticsSG2009SG]YSG[dT]Y 2.6 10

122
tmmunochemicalGcharacterizationGofGaGnovelGmitochondriallyGlocatedGproteinGencodedGbyGaGnuclearG
geneGwithinGtheGoqymcVXWGcriticalGregionGonGYXqYYUZUGBiochemicalaandaBiophysicalaResearcha
CommunicationsSG1997SGYZcSGcWaTXW

3.4 10

121 qamilialGtranslocationGtOYfX]POqXYfpXXPGandGdeGnovoGdeletionGofGtheGPraderTβilliGsyndromeGOPβ”PG
criticalGregionGonGX]qXXTqXZUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1997SGbWSGYYYTc 10

120 nomparativeGgeneGfindingGinGchickenGindicatesGthatGweGareGclosingGinGonGtheGsetGofGmultiTexonicG
widelyGexpressedGhumanGgenesUGNucleicaAcidsaResearchSG2005SGZZSGXdZ]Td 20.1 10

119 wocalizationGofGaGhumanGhomologGofGtheGmouseGTiamTXGgeneGtoGchromosomeGYXqYYUXUGGenomicsSG
1995SGZWSGXYZTb 4.3 10

(1995-2002)
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118
TheGgeneGforGhumanGöYGsn“yPGauxiliaryGfactorGsmallGZ]TkoaGsubunitGOöYlqXPGmapsGtoGtheG
progressiveGmyoclonusGepilepsyGOpPxXPGcriticalGregionGonGchromosomeGYXqYYUZUGGenomicsSG1996SG
ZZSGYdcTZWW

4.3 10

117 oinucleotideGrepeatGOrTPnGmarkersGonGchromosomeGYXUGGenomicsSG1992SGX[SGcXcTd 4.3 10

116 xolecularGetiologyGofGfactorGütttGdeficiencyGinGhemophiliaGlUGAdvancesainaExperimentalaMedicineaanda
BiologySG1995SGZcaSGXdTZ[ 3.6 10

115 TheGmolecularGgeneticsGofGhemophiliaGlGandGmGinGmanUGqactorGütttGandGfactorGtXGdeficiencyUGAdvancesa
inaHumanaGeneticsSG1988SGXbSGYbT]d 10

114 yoGevidenceGforGtheGpresenceGofGgeneticGvariantsGpredisposingGtoGpsychoticGdisordersGonGtheG
nonTdeletedGYYqXXUYGalleleGofGünq”GpatientsUGTranslationalaPsychiatrySG2017SGbSGeXWZd 8.6 9

113
miallelicGvariantsGinGP”xmXGencodingGtheGproteasomeGsubunitG˛†aGcauseGimpairmentGofGproteasomeG
functionSGmicrocephalySGintellectualGdisabilitySGdevelopmentalGdelayGandGshortGstatureUGHumana
MolecularaGeneticsSG2020SGYdSGXXZYTXX[Z

5.6 9

112 oataGinGbriefeGTranscriptomeGanalysisGofGinducedGpluripotentGstemGcellsGfromGmonozygoticGtwinsG
discordantGforGtrisomyGYXUGGenomicsaDataSG2014SGYSGYYaTd 9

111
rermlineGPx”YGandGsomaticGPzwpGexonucleaseGmutationsGcauseGhypermutabilityGofGtheGleadingG
oylGstrandGinGbiallelicGmismatchGrepairGdeficiencyGsyndromeGbrainGtumoursUGJournalaofaPathologySG
2017SGY[ZSGZZXTZ[X

9.4 9

110 ”tructureGofGtheGhumanGwanosterolGsynthaseGgeneGandGitsGanalysisGasGaGcandidateGforG
holoprosencephalyGOsPpXPUGHumanaGeneticsSG1999SGXW]SG[cdTd] 6.3 9

109 lGcontiguousGphysicalGmapGofGtheGpericentromericGregionGofGchromosomeGYXqGbetweenGoYXZXGandG
oYX”XZpUGGenomicsSG1993SGX]SGaYaTZW 4.3 9

108 pxonGskippingGassociatedGwithGlTTirGtransitionGatGR[GofGtheGtü”ZZGspliceGdonorGsiteGofGtheG
neurofibromatosisGtypeGXGOyqXPGgeneUGHumanaMolecularaGeneticsSG1994SGZSGaaZT] 5.6 9

107 oiscussionGonGmutationGnomenclatureUGHumanaMutationSG1994SG[SGXaa 4.7 9

106
TheGxouseGmrainGTranscriptomeGbyG”lrpeGoifferencesGinGreneGpxpressionGbetweenGPZWGmrainsGofG
theGPartialGTrisomyGXaGxouseGxodelGofGoownG”yndromeGOTsa]onPGandGyormalsUGGenomeaResearchSG
2000SGXWSGYWWaTYWYX

9.7 9

105 miallelicGvariantsGinGqmXwZGcauseGintellectualGdisabilitySGdelayedGmotorGdevelopmentGandGshortG
statureUGHumanaMolecularaGeneticsSG2019SGYcSGdbYTdbd 5.6 9

104 miallelicGlossGofGfunctionGvariantsGinGPPPX“YXGcauseGaGneurodevelopmentalGsyndromeGwithGimpairedG
endocyticGfunctionUGHumanaMutationSG2019SG[WSGYabTYcW 4.7 9

103 nhromosomeGYXeGaGsmallGlandGofGfascinatingGdisordersGwithGunknownGpathophysiologyUGInternationala
JournalaofaDevelopmentalaBiologySG2002SG[aSGcdTda 1.9 9

102 miTallelicGüariantsGinGoYynXtYGnauseG”yndromicGxicrocephalyGwithGtntellectualGoisabilitySGnerebralG
xalformationsSGandGoysmorphicGqacialGqeaturesUGAmericanaJournalaofaHumanaGeneticsSG2019SGXW[SGXWbZTXWcb11 8

101 miTallelicGüariantsGinGtQ”pnXGnauseGtntellectualGoisabilitySGoevelopmentalGoelaySGandG”hortG”tatureUG
AmericanaJournalaofaHumanaGeneticsSG2019SGXW]SGdWbTdYW 11 8
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100 xultiplexGtargetedGhighTthroughputGsequencingGforGxendelianGcardiacGdisordersUGClinicalaGeneticsSG
2014SGc]SGZa]TbW 4 8

99
renomeTwideGlinkageGandGcopyGnumberGvariationGanalysisGrevealsGbXWGkbGduplicationGonG
chromosomeGXpZXUZGresponsibleGforGautosomalGdominantGomphaloceleUGJournalaofaMedicalaGeneticsSG
2012SG[dSGYbWTa

5.8 8

98 lnGXbaGtGpolymorphismGZNGtoGtheGhumanGerythropoietinGOpPzPGgeneUGNucleicaAcidsaResearchSG1987SGX]SGabac20.1 8

97 norrectioneGPassiveGandGactiveGoylGmethylationGandGtheGinterplayGwithGgeneticGvariationGinGgeneG
regulationUGELifeSYSG 8.9 8

96 oeGyovoGvlT]GüariantsGnauseGaG”yndromeGwithG“ecognizableGqacialGoysmorphismsSGnerebellarG
ltrophySG”leepGoisturbanceSGandGppilepsyUGAmericanaJournalaofaHumanaGeneticsSG2020SGXWbSG]a[T]b[ 11 8

95 yovelGypXxtqGpathogenicGvariantGinGaGboyGwithGsevereGautisticGfeaturesSGintellectualGdisabilitySGandG
epilepsySGandGhisGmildlyGaffectedGmotherUGJournalaofaHumanaGeneticsSG2018SGaZSGc[bTc]W 4.3 7

94 TranslatingGmolecularGadvancesGinGoownGsyndromeGandGqragileGXGsyndromeGintoGtherapiesUG
EuropeanaNeuropsychopharmacologySG2018SGYcSGab]TadW 1.2 7

93 ”p“PtytXGpathogenicGvariantseGlnGemergingGcauseGofGchildhoodTonsetGprogressiveGmyoclonicG
epilepsyUGAmericanaJournalaofaMedicalaGeneticsmaPartaASG2017SGXbZSGY[]aTY[aW 2.5 7

92 lGdeGnovoGXYqXZUXXGmicrodeletionGinGaGpatientGwithGsevereGmentalGretardationSGcleftGpalateSGandG
highGmyopiaUGEuropeanaJournalaofaMedicalaGeneticsSG2011SG][SGd[Ta 2.6 7

91 xappingGofGtheGhumanGtranscriptionGfactorGrlmPlGOp[TqXTaWPGgeneGtoGchromosomeGYXUGGenomicsSG
1995SGYcSGXXdTYY 4.3 7

90 TheGnpPsGconsortiumGlinkageGmapGofGhumanGchromosomeGXZUGGenomicsSG1993SGXaSG[caTda 4.3 7

89 wocalizationGofGtheGhumanGgeneGforGmuTcrystallinGtoGchromosomeGXapUGGenomicsSG1992SGX[SGXXX]Ta 4.3 7

88 winkageGmappingGofGtheGcarbonylGreductaseGOnm“PGgeneGonGhumanGchromosomeGYXGusingGaGoylG
polymorphismGinGtheGZNGuntranslatedGregionUGGenomicsSG1992SGXZSG[[bTc 4.3 7

87 xultipointGmappingGstudiesGofGsixGlociGonGchromosomeGXXUGHumanaHereditySG1987SGZbSGd[TXWX 1.1 7

86 ”pecificG”usceptibilityGtoGnzütoTXdGinGldultsGwithGoownG”yndromeUGNeuroMolecularaMedicineSG2021SG
YZSG]aXT]bX 4.6 7

85 qamilialGepilepsyGinGllgeriaeGnlinicalGfeaturesGandGinheritanceGprofilesUGSeizure:atheaJournalaofathea
BritishaEpilepsyaAssociationSG2015SGZXSGXYTc 3.2 6

84 nlinicalSGcytogeneticSGandGmolecularGgeneticGcharacterizationGofGtwoGunrelatedGpatientsGwithG
differentGduplicationsGofGYXqUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1990SGbSGXW[Td 6

83
reneGforGtheGhumanGtransmembraneTtypeGproteinGtyrosineGphosphataseGsGOPTP“sPeGgenomicG
structureSGfineTmappingGandGitsGexclusionGasGaGcandidateGforGPeutzTueghersGsyndromeUGCytogenetica
andaGenomeaResearchSG2001SGdYSGYXZTa

1.9 6

(2001-2014)
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82 oylGpolymorphismsGinGtheGZNGuntranslatedGregionGofGgenesGonGhumanGchromosomeGYXUGGenomicsSG
1993SGX]SGdcTXWY 4.3 6

81 oYX”YXWeGaGhighlyGpolymorphicGOrTPnGmarkerGcloselyGlinkedGtoGtheGbetaTamyloidGproteinGprecursorG
OlPPPGgeneUGHumanaGeneticsSG1993SGdXSGcbTc 6.3 6

80 metaTthalassemiaGinGnhinaeGaGsystematicGmolecularGcharacterizationGofGbetaTthalassemiaGmutationsUG
HemoglobinSG1988SGXYSGaYXTc 0.6 6

79 TheGgenomicGlandscapeGofGhumanGcellularGcircadianGvariationGpointsGtoGaGnovelGroleGforGtheG
signalosomeUGELifeSG2017SGaSG 8.9 6

78
oeGyovoGandGmiTallelicGPathogenicGüariantsGinGyl“”XGnauseGyeurodevelopmentalGoelayGoueGtoG
ToxicGrainTofTqunctionGandGPartialGwossTofTqunctionGpffectsUGAmericanaJournalaofaHumanaGeneticsSG
2020SGXWbSGZXXTZY[

11 6

77 tmmuneGoysregulationGandGtheGtncreasedG“iskGofGnomplicationsGandGxortalityGqollowingG
“espiratoryGTractGtnfectionsGinGldultsGβithGoownG”yndromeUGFrontiersainaImmunologySG2021SGXYSGaYX[[W 8.4 6

76 xutationGnomenclatureGextensionsGandGsuggestionsGtoGdescribeGcomplexGmutationseGlGdiscussionG
2000SGX]SGb 6

75 üivaGpuropaSGaGwandGofGpxcellenceGinG“esearchGandGtnnovationGforGsealthGandGβellbeingUGProgressaina
PreventiveaMedicineaiNewaYorkmaNaYajSG2017SGYSGeWWa 0.7 5

74 s”lYXG”ingleTxindedGYGO”imYPGmindingG”itesGnoTwocalizeGwithG”uperTpnhancersGandGPioneerG
TranscriptionGqactorsGinGPluripotentGxouseGp”GnellsUGPLoSaONESG2015SGXWSGeWXYa[b] 3.7 5

73 sumanGreneGxutationeGxechanismsGandGnonsequencesG2010SGZXdTZaZ 5

72 sighTthroughputGsequencingGandGrareGgeneticGdiseasesUGMolecularaSyndromologySG2012SGZSGXdbTYWZ 1.5 5

71
nlinicalSGcytogeneticSGandGmolecularGevaluationGofGaGpatientGwithGpartialGtrisomyGYXGOYXqXXTqYYPG
lackingGtheGclassicalGoownGsyndromeGphenotypeUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1990SG
bSGXXWT[

5

70 wocalizationGofGaGhumanGhomologGofGtheGmouseGpericentrinGgeneGOPnyTPGtoGchromosomeGYXqterUG
GenomicsSG1996SGZ]SGaYWT[ 4.3 5

69 lGnovelGzincGfingerGcoylGwithGaGpolymorphicGpentanucleotideGrepeatGOlTTTTPnGmapsGonGhumanG
chromosomeGXdpUGGenomicsSG1993SGX]SGaYXT] 4.3 5

68 oinucleotideGrepeatGpolymorphismGwithinGp“nn]GgeneUGHumanaMolecularaGeneticsSG1994SGZSGYX[ 5.6 5

67 nloningGandGlinkageGmappingGofGthreeGpolymorphicGtetranucleotideGOTlllPnGrepeatsGonGhumanG
chromosomeGYXUGGenomicsSG1992SGX[SGXWbXT] 4.3 5

66 xsptGpolymorphicGsiteGinGintronGYYGofGtheGfactorGütttGgeneGinGtheGuapaneseGpopulationUGHumana
GeneticsSG1990SGc[SGYX[T] 6.3 5

65 winkageGmapGonGchromosomeGYXqGandGtheGassociationGofGaGoylGhaplotypeGwithGaGpropensityGtoG
nondisjunctionGandGtrisomyGYXUGAnnalsaofatheaNewaYorkaAcademyaofaSciencesSG1985SG[]WSGd]TXWb 6.5 5
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64 ”nyclGheterozygousGvariantsGareGassociatedGwithGanoxicTepilepticGseizuresUGAmericanaJournalaofa
MedicalaGeneticsmaPartaASG2020SGXcYSGXYWdTXYXa 2.5 4

63
lrrayTnrsGanalysisGinGaGpatientGwithGβlr“GsyndromeGandGaGreciprocalGtranslocationGtOYfXXPG
inheritedGfromGtheGnormalGfatherGwithGdoubleGtranslocationUGAmericanaJournalaofaMedicalaGeneticsma
PartaASG2010SGX]YlSGYXZWTZ

2.5 4

62 TheG”sZoXlGgeneGmapsGtoGhumanGchromosomeGYXqYYUXTTiqYYUYUGCytogeneticaandaGenomeaResearch
SG1997SGbcSGYXZT] 1.9 4

61 βelcomeGtoGPathoreneticsUGPathoGeneticsSG2008SGXSGX 4

60 G2001SG 4

59 TheGYXqYYUXG”T”GmarkerSGüyWYGOp”TWW][XGcoylPSGisGpartGofGtheGZNGsequenceGofGtheGhumanG
yaRVmyoTinositolGcotransporterGO”wn]lZPGgeneUGCytogeneticaandaGenomeaResearchSG1996SGbZSGbbTc 1.9 4

58 winkageGmappingGofGtheGlxwXGgeneGonGhumanGchromosomeGYXGusingGaGoylGpolymorphismGinGtheGZNG
untranslatedGregionUGGenomicsSG1992SGX[SG]WaTb 4.3 4

57 pxtensiveGnaturalGvariationGforGcellularGhydrogenGperoxideGreleaseGisGgeneticallyGcontrolledUGPLoSa
ONESG2012SGbSGe[Z]aa 3.7 4

56 renomicSGProteomicGandGPhenotypicGseterogeneityGinGsewaGnellsGacrossGwaboratorieseGtmplicationsG
forG“eproducibilityGofG“esearchG“esults 4

55 oeGnovoGvariantsGinGnpwqYGthatGdisruptGtheGnuclearGlocalizationGsignalGcauseGdevelopmentalGandG
epilepticGencephalopathyUGHumanaMutationSG2021SG[YSGaaTba 4.7 4

54 renomicGdatabaseseGlGβszGaffairUGScienceSG2017SGZ]aSGcXYTcXZ 33.3 3

53 virrelZTxediatedG”ynapseGqormationGtsGlttenuatedGbyGoiseaseTlssociatedGxissenseGüariantsUG
JournalaofaNeuroscienceSG2020SG[WSG]ZbaT]Zcc 6.6 3

52
somozygousGdeletionGofGaGgeneTfreeGregionGofG[pX]GinGaGchildGwithGmultipleGanomalieseGcouldG
biallelicGlossGofGconservedSGnonTcodingGelementsGleadGtoGaGphenotypejUGEuropeanaJournalaofaMedicala
GeneticsSG2012SG]]SGaZTa

2.6 3

51 sumanGrenomeG”equenceGandGüariationG2010SGZXT]Z 3

50 wessonsGfromGtheGrenomeTβideGlssociationG”tudiesGforGnomplexGxultifactorialGoisordersGandG
TraitsG2010SGYcbTYdb 3

49 ”equenceGvariationGinGultraconservedGandGhighlyGconservedGelementsGdoesGnotGcauseGXTlinkedG
mentalGretardationUGAmericanaJournalaofaMedicalaGeneticsmaPartaASG2007SGX[ZlSGcccTdW 2.5 3

48 nytogeneticSGxolecularGandGqt”sGlnalysisGofGanGtsodicentricGnhromosomeGYXGidicOYXPOqYYUZPGinGaG
xildlyTlffectedGPatientGwithGoownG”yndromeUGInternationalaJournalaofaHumanaGeneticsSG2007SGbSGYX]TYXc1 3

47
önbalancedGtranslocationSGtOXcfYXPSGdetectedGbyGfluorescenceGinGsituGhybridizationGOqt”sPGinGaGchildG
withGXcqTGsyndromeGandGaGringGchromosomeGYXUGAmericanaJournalaofaMedicalaGeneticsaPartaASG1993SG
[aSGa[bT]X

3

(1993-2020)
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46 TwoGPsttGoylGpolymorphismsGadjacentGtoGtheGhumanGgeneGforGtheGinterferonTinducedGpbcGproteinG
OxXXGgenePUGNucleicaAcidsaResearchSG1989SGXbSGb][a 20.1 3

45 YlnGcloningGofGoylGembeddedGinGanGagaroseGmatrixUGGeneaAnalysisaTechniquesSG1990SGbSGXX[Tc 3

44 sistoryGofGtheGmethodologyGofGdiseaseGgeneGidentificationUGAmericanaJournalaofaMedicalaGeneticsma
PartaASG2021SGXc]SGZYaaTZYb] 2.5 3

43 varyotypicGqlexibilityGofGtheGnomplexGnancerGrenomeGandGtheG“oleGofGPolyploidizationGinG
xaintenanceGofG”tructuralGtntegrityGofGnancerGnhromosomesUGCancersSG2020SGXYSG 6.6 2

42 TranscriptionalGandGpostTtranscriptionalGprofileGofGhumanGchromosomeGYXUGGenomeaResearchSG2009SG
XdSGX[bXTd 9.7 2

41 xutationsGinGsumanGreneticGoiseaseG2006SG 2

40 nprGoinucleotidesGandGsumanGoisordersG2006SG 2

39 lGresponseGtoG”uzukiGetGalUGâ��sowGpathogenicGisGtheGpUoXW[yVendostatinGpolymorphicGalleleGofG
nzwXclXGinGvnoblochGsyndromejâ��UGHumanaMutationSG2005SGY]SGZXaTZXa 4.7 2

38 sighlyGpolymorphicGrepeatGmarkerGwithinGtheGbetaTamyloidGprecursorGproteinGgeneUGHumanaGenetics
SG1994SGdZSGc]Ta 6.3 2

37 lGnovelGformGofGhumanGpolymorphismGinvolvingGtheGhosq“TpsiGXGpseudogeneGidentifiesGthreeG
“qwPsUGNucleicaAcidsaResearchSG1987SGX]SG]]WX 20.1 2

36 lGoylGpolymorphismGwithGvpntGofGtheGhumanGliverTtypeGphosphofructokinaseGOPqvwPGgeneUGNucleica
AcidsaResearchSG1988SGXaSGdWaW 20.1 2

35 miallelicGtruncationGvariantsGinGlTPdlGareGassociatedGwithGaGnovelGautosomalGrecessiveG
neurodevelopmentalGdisorderUGNpjaGenomicaMedicineSG2021SGaSGd[ 6.2 2

34 PhenotypicGexpansionGofGnlnylXnTassociatedGdisordersGtoGincludeGisolatedGneurologicalG
manifestationsUGGeneticsainaMedicineSG2021SGYZSGXdYYTXdZY 8.1 2

33 ThreeGdecadesGofGtheGsumanGrenomeGzrganizationUGAmericanaJournalaofaMedicalaGeneticsmaPartaASG
2021SGXc]SGZZX[TZZYX 2.5 2

32 pxomeGsequencingGinGtheGdiagnosisGofGanGatypicalGphenotypeGofGinfantileGhyalinosisUGMiddleaEasta
JournalaofaMedicalaGeneticsSG2015SG[SGXcTYZ 1

31 sumanGreneGxutationGinGtnheritedGoiseaseG2013SGXT[c 1

30 lnalysisGofGtheGmornGinGmradfordGbirthGcohortUGLancetmaTheSG2014SGZcZSGXYZ 40 1

29 qromGsequenceGtoGfunctionalGunderstandingeGtheGdifficultGroadGaheadUGGenomeaMedicineSG2011SGZSGYX 14.4 1
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28 üariationGinGnovelGexonsGO“lnpfragsPGofGtheGxpnPYGgeneGinG“ettGsyndromeGpatientsGandGcontrolsUG
HumanaMutationSG2009SGZWSGpcaaTbd 4.7 1

27 pyeGrazeGouringGqaceGProcessingGinGnhildrenGandGldolescentsGβithGYYqXXUYGoeletionG”yndromeUG
JournalaofatheaAmericanaAcademyaofaChildaandaAdolescentaPsychiatrySG2010SG[dSGaa]Tab[ 7.2 1

26 TrappingGandGsequenceGanalysisGofGXXZcGputativeGexonsGfromGhumanGchromosomeGXcUGMoleculara
PsychiatrySG2003SGcSGaXdTYZ 15.1 1

25 lnGxsptGpolymorphismGatGtheGxXXGlocusGinGYXqYYUZUGNucleicaAcidsaResearchSG1991SGXdSG][]X 20.1 1

24 nhromosomeGYXGgeneticGlinkageGdataGsetGbasedGonGnpPsGpedigreesUGCytogeneticaandaGenomea
ResearchSG1992SG]dSGcaTb 1.9 1

23 TheGmappingGandGsequencingGofGtheGhumanGgenomeUGSouthernaMedicalaJournalSG1990SGcZSGcbaTc 0.6 1

22 PvuttGandGXhotVpco“üGpolymorphismsGadjacentGtoGtheGalphaGlTcrystallinGOn“YlXPGgeneGonGhumanG
chromosomeGYXUGNucleicaAcidsaResearchSG1990SGXcSG[ZWW 20.1 1

21 semophiliaGlGpersistenceGandGgeneGmutationalGvulnerabilityUGHospitalaPracticeairzzvjSG1987SGYYSG
dZT]SGddTXWY 2.2 1

20 xappingGbyGsequenceGhomologyUGEuropeanaJournalaofaHumanaGeneticsSG1996SG[SGY[bTd 5.3 1

19 nhromosomeGYXGandGoownGsyndromeeGtheGpostTsequenceGeraUGColdaSpringaHarboraSymposiaaona
QuantitativeaBiologySG2003SGacSG[Y]TZW 3.9 1

18 TrisomicGPhaseGtnferenceUGLectureaNotesainaComputeraScienceSG2004SGXTc 0.9 1

17 PtrrGvariantGpathogenicityGassessmentGrevealsGcharacteristicGfeaturesGwithinGXdGfamiliesUGGeneticsaina
MedicineSG2021SGYZSGXcbZTXccX 8.1 1

16 TaurineGnewbornGscreeningGtoGpreventGoneGformGofGretinalGdegenerationGandGcardiomyopathyUG
EuropeanaJournalaofaHumanaGeneticsSG2020SGYcSGX[bdTX[cW 5.3 0

15 βilliamGlllanGlwardGtntroductioneGsaigGsUGvazazianSGurUUGAmericanaJournalaofaHumanaGeneticsSG2009SG
c[SGXWZTXW[ 11 0

14 TwoTdimensionalGelectrophoresisGsouthernGtransferGmethodGforGdetectingGhumanGgenomeG
variabilityGusingGaGwtypTXGsequenceGprobeUGAnalyticalaBiochemistrySG1995SGYYbSGZXdTYb 3.1 0

13 YWXdGβilliamGlllanGlwardUGAmericanaJournalaofaHumanaGeneticsSG2020SGXWaSGYcdTYd[ 11 0

12 miallelicGvariantsGinGTxpxYYYGcauseGaGnewGautosomalGrecessiveGneurodevelopmentalGdisorderUG
GeneticsainaMedicineSG2021SGYZSGXY[aTXY][ 8.1 0

11 sumanGrenomicGüariantsGandGtnheritedGoiseaseeGxolecularGxechanismsGandGnlinicalGnonsequencesG
2019SGXY]TYWW 0

(2019-2009)
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10 yextGgenerationGdiagnosticsGonGcardiomyopathyUGMolecularaCytogeneticsSG2014SGbSGt[ 2

9 tndependentGoccurrenceGofGtheGnovelGlrgYXaZGtoGsisGmutationGinGtheGfactorGütttGgeneGinGthreeG
unrelatedGfamiliesGwithGhaemophiliaGlGwithGdifferentGphenotypesUGHumanaMutationSG1998SGXXSGZZ[TZZ[ 4.7

8 öniparentalGoisomyGforGtndividualGsumanGnhromosomeseG“eviewGofGnases[dTXZY

7 xechanismsGreneratingGöniparentalGoisomyGandGrenomicGtmprintingGoisordersY]T[c

6 oetectionGofGöniparentalGoisomyGandGtmprintingGbyGoylGlnalysisXZTY[

5 TheGhumanGgenomeGprojectGandGitsGimpactGinGmedicineUGEuropeanaReviewSG1996SG[SG[X] 0.3

4 PolymorphicGdinucleotideGrepeatsGatGtheGoZ”X[XbSGoZ”X[XcGandGoXY”YbXGlociUGHumanaMoleculara
GeneticsSG1993SGYSGXZY] 5.6

3 lpproachesGtoGtheGoiagnosisGofG“enalGreneticGoisordersGösingGoylGlnalysisG1990SG]ZTaZ

2 oodecamerG“epeatGpxpansionGinGProgressiveGxyoclonusGppilepsyGXG2006SGXYXTX[X

1 TheGhumanGlanosterolGsynthaseGgeneGmapsGtoGchromosomeGYXqYYUZUGHumanaGeneticsSG1996SGdbSGaYWTaY[ 6.3
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