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j Paper IF Citations

585 ossociationHofHcirculatingH–äUproor–HwithHallUcauseHandHcardiovascularHmortalityHinHtheHgeneralH
populationhHäesultsHfromHtheHyOäoHtbHcohortHstudyVVHPLoSTONETH2022THYeTHeXZdZaaX 3.7 1

584 –icroä oUadcHregulatesHhumanHcardiacHactionHpotentialHdurationVVHNatureTCommunicationsTH2022TH
YaTHZZX 17.4 3

583 uenomeUwideHmetaUanalysisHofHphytosterolsHrevealsHfiveHnovelHlociHandHaHdetrimentalHeffectHonH
coronaryHatherosclerosisVVHNatureTCommunicationsTH2022THYaTHYba 17.4 3

582 ueneticHvariationHinfluencingHr oHmethylationHprovidesHinsightsHintoHmolecularHmechanismsH
regulatingHgenomicHfunctionVVHNatureTGeneticsTH2022TH 36.3 6

581 zifetimeHriskHofHautosomalHrecessiveHneurodegenerationHwithHbrainHironHaccumulationHP pwoQH
disordersHcalculatedHfromHgeneticHdatabasesVVHEBioMedicineTH2022THeeTHYXafdg 8.8 1

580 PolygenicHpredictionHofHeducationalHattainmentHwithinHandHbetweenHfamiliesHfromHgenomeUwideH
associationHanalysesHinHaHmillionHindividualsVVHNatureTGeneticsTH2022TH 36.3 7

579 qlinicalHimplementationHofHä oHsequencingHforH–endelianHdiseaseHdiagnosticsVVHGenomeTMedicineTH
2022THYbTHaf 14.4 4

578 PopulationUbasedHscreeningHinHchildrenHforHearlyHdiagnosisHandHtreatmentHofHfamilialH
hypercholesterolemiahHdesignHofHtheHγäO wHstudyVHMedizinischeTGenetikTH2022THabTHbYUcY 0.5

577 –ultiUancestryHgeneticHstudyHofHtypeHZHdiabetesHhighlightsHtheHpowerHofHdiverseHpopulationsHforH
discoveryHandHtranslationVVHNatureTGeneticsTH2022TH 36.3 7

576 ueneUeducationalHattainmentHinteractionsHinHaHmultiUancestryHgenomeUwideHmetaUanalysisHidentifyH
novelHbloodHpressureHlociVHMolecularTPsychiatryTH2021THZdTHZYYYUZYZc 15.1 3

575 qommonHueneticHγariantsHqontributeHtoHäiskHofH₁ranspositionHofHtheHureatHorteriesVHCirculationT
ResearchTH2021TH 15.7 2

574 éequentialHrefectsHinHqardiacHzineageHqommitmentHandH–aturationHqauseHvypoplasticHzeftHveartH
éyndromeVHCirculationTH2021THYbbTHYbXgUYbZf 16.7 6

573 piUallelicHvariantsHinHéPo₁oczYHleadHtoHintellectualHdisabilityTHspasticUdystonicHcerebralHpalsyTH
epilepsyTHandHhearingHlossVHAmericanTJournalTofTHumanTGeneticsTH2021THYXfTHZXXdUZXYd 11 3

572 uenomeUwideHassociationHanalysisHinHdilatedHcardiomyopathyHrevealsHtwoHnewHplayersHinHsystolicH
heartHfailureHonHchromosomesHapZcVYHandHZZqYYVZaVHEuropeanTHeartTJournalTH2021THbZTHZXXXUZXYY 9.5 14

571 –ultiUancestryHgenomeUwideHgeneUsleepHinteractionsHidentifyHnovelHlociHforHbloodHpressureVH
MolecularTPsychiatryTH2021TH 15.1 3

570 –icroä oUZYUrependentH–acrophageUtoUtibroblastHéignalingHreterminesHtheHqardiacHäesponseHtoH
PressureHOverloadVHCirculationTH2021THYbaTHYcYaUYcZc 16.7 14

569 relineationHofHepilepticHandHneurodevelopmentalHphenotypesHassociatedHwithHvariantsHinHé₁XYpVH
SeizureyTtheTJournalTofTtheTBritishTEpilepsyTAssociationTH2021THfeTHZcUZg 3.2 2
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568 äescueHofHé₁o₁aHtunctionHinHvyperUwgsHéyndromeHβsingHodenineHpaseHsditingVHCRISPRTJournalTH2021
THbTHYefUYgX 2.5 2

567 qisUepistasisHatHtheHzPoHlocusHandHriskHofHcardiovascularHdiseasesVHCardiovascularTResearchTH2021TH 9.9 6

566 oHcomprehensiveHphenotypicHcharacterizationHofHaHwholeUbodyHWdrbcHknockUoutHmouseVH
MammalianTGenomeTH2021THaZTHaaZUabg 3.2 1

565 oHmultiUethnicHepigenomeUwideHassociationHstudyHofHleukocyteHr oHmethylationHandHbloodHlipidsVH
NatureTCommunicationsTH2021THYZTHagfe 17.4 3

564 –o₁äaHhaploinsufficiencyHandHearlyUonsetHneurodegenerationVHBrainTH2021THYbbTHeeZ 11.2

563 reterminantsHofHpenetranceHandHvariableHexpressivityHinHmonogenicHmetabolicHconditionsHacrossH
eeTYfbHexomesVHNatureTCommunicationsTH2021THYZTHacXc 17.4 5

562 éerumHuromodulinHisHinverselyHassociatedHwithHbiomarkersHofHsubclinicalHinflammationHinHtheH
populationUbasedHyOäoHtbHstudyVHCKJyTClinicalTKidneyTJournalTH2021THYbTHYdYfUYdZc 4.5 2

561 oHhomozygousHtruncatingHvariantHinHqqrqYfdHinHanHindividualHwithHepilepticHencephalopathyVHAnnalsT
ofTClinicalTandTTranslationalTNeurologyTH2021THfTHZefUZfa 5.3 1

560 ₁PcaHgermlineHmutationsHinHtheHcontextHofHfamiliesHwithHhereditaryHbreastHandHovarianHcancerhHaH
clinicalHchallengeVHArchivesTofTGynecologyTandTObstetricsTH2021THaXaTHYcceUYcde 2.5 2

559 refiningHtheHgenotypicHandHphenotypicHspectrumHofHXUlinkedH–ézaUrelatedHdisorderVHGeneticsTinT
MedicineTH2021THZaTHafbUagc 8.1 0

558 reHnovoHstopUlossHvariantsHinHqzr YYHcauseHhypomyelinatingHleukodystrophyVHBrainTH2021THYbbTHbYYUbYg 11.2 0

557 –etaUanalysisHuncoversHgenomeUwideHsignificantHvariantsHforHrapidHkidneyHfunctionHdeclineVHKidneyT
InternationalTH2021THggTHgZdUgag 9.9 6

556 wdentificationHofHdiseaseUcausingHvariantsHbyHcomprehensiveHgeneticHtestingHwithHexomeHsequencingH
inHadultsHwithHsuspicionHofHhereditaryHtéuéVHEuropeanTJournalTofTHumanTGeneticsTH2021THZgTHZdZUZeX 5.3 2

555 refectiveHphosphatidylethanolamineHbiosynthesisHleadsHtoHaHbroadHataxiaUspasticityHspectrumVH
BrainTH2021THYbbTHeaX 11.2 2

554 qongenitalHheartHdiseaseHriskHlociHidentifiedHbyHgenomeUwideHassociationHstudyHinHsuropeanH
patientsVHJournalTofTClinicalTInvestigationTH2021THYaYTH 15.9 9

553 r oHmethylationHandHlipidHmetabolismhHanHsWoéHofHZZdHmetabolicHmeasuresVHClinicalTEpigeneticsTH
2021THYaTHe 7.7 11

552 reHnovoHvariantsHinHneurodevelopmentalHdisordersUexperiencesHfromHaHtertiaryHcareHcenterVHClinicalT
GeneticsTH2021THYXXTHYbUZf 4 11

551 wdentificationHofHaHtunctionalHγariantHatHtheHqhromosomeHbqZeHqoronaryHorteryHriseaseHzocusHinHanH
sxtendedH–yocardialHwnfarctionHtamilyVHCirculationTH2021THYbbTHddZUddc 16.7 1

(2021-2021)

3



550 ueneticHinsightsHintoHbiologicalHmechanismsHgoverningHhumanHovarianHageingVHNatureTH2021THcgdTHagaUage50.4 28

549 éharedHgeneticHpathwaysHcontributeHtoHriskHofHhypertrophicHandHdilatedHcardiomyopathiesHwithH
oppositeHdirectionsHofHeffectVHNatureTGeneticsTH2021THcaTHYZfUYab 36.3 35

548 piUallelicHtruncatingHmutationsHinHγWoYHcauseHneuromyopathyVHBrainTH2021THYbbTHcebUcfa 11.2 5

547 –utationH₁ypeHandHaHueneticHäiskHécoreHossociateHγariablyHWithHprugadaHéyndromeHPhenotypeHinH
tamiliesVHCirculationTGenomicTandTPrecisionTMedicineTH2020THYaTHeXXZgYY 5.2 13

546 vabitualHsleepHdisturbancesHandHmigrainehHaH–endelianHrandomizationHstudyVHAnnalsTofTClinicalTandT
TranslationalTNeurologyTH2020THeTHZaeXUZafX 5.3 6

545 ₁ransethnicHuenomeUWideHossociationHétudyHProvidesHwnsightsHinHtheHueneticHorchitectureHandH
veritabilityHofHzongHQ₁HéyndromeVHCirculationTH2020THYbZTHaZbUaaf 16.7 27

544 –ultiUancestryHuWoéHofHtheHelectrocardiographicHPäHintervalHidentifiesHZXZHlociHunderlyingHcardiacH
conductionVHNatureTCommunicationsTH2020THYYTHZcbZ 17.4 16

543 oHgenomeUwideHcrossUphenotypeHmetaUanalysisHofHtheHassociationHofHbloodHpressureHwithHmigraineVH
NatureTCommunicationsTH2020THYYTHaadf 17.4 22

542 qommonHandHrareHsusceptibilityHgeneticHvariantsHpredisposingHtoHprugadaHsyndromeHinH₁hailandVH
HeartTRhythmTH2020THYeTHZYbcUZYca 6.7 8

541 reepWoéhH–ultivariateHgenotypeUphenotypeHassociationsHbyHdirectlyHintegratingHregulatoryH
informationHusingHdeepHlearningVHPLoSTComputationalTBiologyTH2020THYdTHeYXXedYd 5 14

540 piallelicHlossUofUfunctionHvariantsHinHäpzZHinHsiblingsHwithHaHneurodevelopmentalHdisorderVHAnnalsTofT
ClinicalTandTTranslationalTNeurologyTH2020THeTHagXUagd 5.3 8

539 riagnosticHexomeHsequencingHinHnonUacquiredHfocalHepilepsiesHhighlightsHaHmajorHroleHofHuo₁OäYH
complexHgenesVHJournalTofTMedicalTGeneticsTH2020THceTHdZbUdaa 5.8 9

538 oHgenomeUwideHanalysisHofHr oHmethylationHidentifiesHaHnovelHassociationHsignalHforHzpPaQH
concentrationsHinHtheHzPoHpromoterVHPLoSTONETH2020THYcTHeXZaZXea 3.7 7

537
oHnovelHpathogenicHvariantHinH–YOYfpHassociatingHearlyUonsetHmuscularHhypotoniaTHandH
characteristicHdysmorphicHfeaturesTHdelineationHofHtheHphenotypicHspectrumHofH–YOYfpUrelatedH
conditionsVHGeneTH2020THebZTHYbbcbZ

3.8 3

536
piUallelicHγariantsHinHäozuoPoYHqauseHProfoundH eurodevelopmentalHrisabilityTH–uscularH
vypotoniaTHwnfantileHépasmsTHandHteedingHobnormalitiesVHAmericanTJournalTofTHumanTGeneticsTH2020TH
YXdTHZbdUZcc

11 6

535 éQé₁–YWpdZHvariantsHinHbfdHpatientsHwithHfamilialHozéHfromHuermanyHandHéwedenVHNeurobiologyTofT
AgingTH2020THfeTHYagVegUYagVeYc 5.6 16

534 spigeneticsHmeetsHproteomicsHinHanHepigenomeUwideHassociationHstudyHwithHcirculatingHbloodH
plasmaHproteinHtraitsVHNatureTCommunicationsTH2020THYYTHYc 17.4 34

533 étimulationHofHsolubleHguanylylHcyclaseHPsuqQHbyHriociguatHattenuatesHheartHfailureHandHpathologicalH
cardiacHremodellingVHBritishTJournalTofTPharmacologyTH2020TH 8.6 5
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532
piUallelicHvPrzHγariantsHqauseHaH eurodegenerativeHriseaseHäangingHfromH eonatalH
sncephalopathyHtoHodolescentUOnsetHépasticHParaplegiaVHAmericanTJournalTofTHumanTGeneticsTH2020
THYXeTHadbUaea

11 19

531 piotinidaseHdeficiencyhHoHtreatableHcauseHofHhereditaryHspasticHparaparesisVHNeurologyyTGeneticsTH
2020THdTHecZc 3.8 1

530 zowUfrequencyHvariationHnearHcommonHgermlineHsusceptibilityHlociHareHassociatedHwithHriskHofHswingH
sarcomaVHPLoSTONETH2020THYcTHeXZaeegZ 3.7 2

529 γariantsHassociatedHwithHexpressionHhaveHsexUdifferentialHeffectsHonHlungHfunctionVHWellcomeTOpenT
ResearchTH2020THcTHYYY 4.8 0

528 tatalHmetabolicHdecompensationHinHcarbonicHanhydraseHγoHdeficiencyHdespiteHearlyHtreatmentHandH
controlHofHhyperammonemiaVHGeneticsTinTMedicineTH2020THZZTHdcbUdcc 8.1 5

527 zifetimeHriskHofHautosomalHrecessiveHmitochondrialHdisordersHcalculatedHfromHgeneticHdatabasesVH
EBioMedicineTH2020THcbTHYXZeaX 8.8 22

526 qrossUtraitHanalysesHwithHmigraineHrevealHwidespreadHpleiotropyHandHsuggestHaHvascularHcomponentH
toHmigraineHheadacheVHInternationalTJournalTofTEpidemiologyTH2020THbgTHYXZZUYXaY 7.8 15

525 zowUfrequencyHvariationHnearHcommonHgermlineHsusceptibilityHlociHareHassociatedHwithHriskHofHswingH
sarcomaH2020THYcTHeXZaeegZ

524 zowUfrequencyHvariationHnearHcommonHgermlineHsusceptibilityHlociHareHassociatedHwithHriskHofHswingH
sarcomaH2020THYcTHeXZaeegZ

523 zowUfrequencyHvariationHnearHcommonHgermlineHsusceptibilityHlociHareHassociatedHwithHriskHofHswingH
sarcomaH2020THYcTHeXZaeegZ

522 zowUfrequencyHvariationHnearHcommonHgermlineHsusceptibilityHlociHareHassociatedHwithHriskHofHswingH
sarcomaH2020THYcTHeXZaeegZ

521 PredictingHcardiacHelectricalHresponseHtoHsodiumUchannelHblockadeHandHprugadaHsyndromeHusingH
polygenicHriskHscoresVHEuropeanTHeartTJournalTH2019THbXTHaXgeUaYXe 9.5 33

520 uenomeUwideHassociationHmetaUanalysesHandHfineUmappingHelucidateHpathwaysHinfluencingH
albuminuriaVHNatureTCommunicationsTH2019THYXTHbYaX 17.4 43

519 ₁argetHgenesTHvariantsTHtissuesHandHtranscriptionalHpathwaysHinfluencingHhumanHserumHurateHlevelsVH
NatureTGeneticsTH2019THcYTHYbcgUYbeb 36.3 122

518 uenomeUwideHassociationHmetaUanalysisHofHaXTXXXHsamplesHidentifiesHsevenHnovelHlociHforH
quantitativeHsquHtraitsVHEuropeanTJournalTofTHumanTGeneticsTH2019THZeTHgcZUgdZ 5.3 18

517 –ultiancestryHuenomeUWideHossociationHétudyHofHzipidHzevelsHwncorporatingHueneUolcoholH
wnteractionsVHAmericanTJournalTofTEpidemiologyTH2019THYffTHYXaaUYXcb 3.8 39

516 –ultiUancestryHstudyHofHbloodHlipidHlevelsHidentifiesHfourHlociHinteractingHwithHphysicalHactivityVH
NatureTCommunicationsTH2019THYXTHaed 17.4 41

515 oHbiallelicHmutationHlinksH–YOäuHtoHautosomalUrecessiveHprimaryHfamilialHbrainHcalcificationVHBrainTH
2019THYbZTHeb 11.2 12

(2019-2020)
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514 piallelicHmutationsHinHcauseHdevelopmentalHandHepilepticHencephalopathyVHAnnalsTofTClinicalTandT
TranslationalTNeurologyTH2019THdTHgdfUgea 5.3 5

513 oHcatalogHofHgeneticHlociHassociatedHwithHkidneyHfunctionHfromHanalysesHofHaHmillionHindividualsVH
NatureTGeneticsTH2019THcYTHgceUgeZ 36.3 217

512 sxomeHsequencingHofHZXTegY´ casesHofHtypeHZHdiabetesHandHZbTbbX´ controlsVHNatureTH2019THceXTHeYUed 50.4 129

511 –endelianHrandomizationHevaluationHofHcausalHeffectsHofHfibrinogenHonHincidentHcoronaryHheartH
diseaseVHPLoSTONETH2019THYbTHeXZYdZZZ 3.7 11

510 –itochondrialHr oHmutationHanalysisHfromHexomeHsequencingUoHmoreHholisticHapproachHinH
diagnosticsHofHsuspectedHmitochondrialHdiseaseVHJournalTofTInheritedTMetabolicTDiseaseTH2019THbZTHgXgUgYe5.4 38

509 zessonsHfromHexomeHsequencingHinHprenatallyHdiagnosedHheartHdefectshHoHbasisHforHprenatalHtestingVH
ClinicalTGeneticsTH2019THgcTHcfZUcfg 4 15

508 oHmultiUancestryHgenomeUwideHstudyHincorporatingHgeneUsmokingHinteractionsHidentifiesHmultipleH
newHlociHforHpulseHpressureHandHmeanHarterialHpressureVHHumanTMolecularTGeneticsTH2019THZfTHZdYcUZdaa 5.6 14

507 –ultiUancestryHgenomeUwideHgeneUsmokingHinteractionHstudyHofHafeTZeZHindividualsHidentifiesHnewH
lociHassociatedHwithHserumHlipidsVHNatureTGeneticsTH2019THcYTHdadUdbf 36.3 59

506 PointHmutationsHinHtheHPrXYHtransactivationHdomainHimpairHhumanH˛†UcellHdevelopmentHandH
functionVHMolecularTMetabolismTH2019THZbTHfXUge 8.8 27

505 WholeUexomeHsequencingHrevealedHaHnonsenseHmutationHinHé₁yzrYHcausingHnonUsyndromicH
preUaxialHpolydactylyHtypeHoHaffectingHonlyHupperHlimbVHClinicalTGeneticsTH2019THgdTHYabUYag 4 4

504 uenerationHofHaHhumanHinducedHpluripotentHstemHcellHlineHPv–uβiXXZUoQHfromHaHhealthyHmaleH
individualVHStemTCellTResearchTH2019THagTHYXYcaY 1.6 1

503 sffectsHofHqalciumTH–agnesiumTHandHPotassiumHqoncentrationsHonHγentricularHäepolarizationHinH
βnselectedHwndividualsVHJournalTofTtheTAmericanTCollegeTofTCardiologyTH2019THeaTHaYYfUaYaY 15.1 12

502 risentanglingHtheHgeneticsHofHleanHmassVHAmericanTJournalTofTClinicalTNutritionTH2019THYXgTHZedUZfe 7 24

501 odultUonsetHvariantHataxiaUtelangiectasiaHdiagnosedHbyHexomeHandHcr oHsequencingVHNeurologyyT
GeneticsTH2019THcTHeabd 3.8 4

500 ossociationsHofHautozygosityHwithHaHbroadHrangeHofHhumanHphenotypesVHNatureTCommunicationsTH
2019THYXTHbgce 17.4 40

499 –ultiUancestryHsleepUbyUé PHinteractionHanalysisHinHYZdTgZdHindividualsHrevealsHlipidHlociHstratifiedHbyH
sleepHdurationVHNatureTCommunicationsTH2019THYXTHcYZY 17.4 31

498 PhenotypicHvariabilityHofHuopäoYUrelatedHepilepsyHinHmonozygoticHtwinsVHAnnalsTofTClinicalTandT
TranslationalTNeurologyTH2019THdTHZaYeUZaZZ 5.3 3

497 äeplyhHodultUonsetHdistalHspinalHmuscularHatrophyhHaHnewHphenotypeHassociatedHwithHywtcoH
mutationsVHBrainTH2019THYbZTHede 11.2 0
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496 sxomeHéequencingHinHqhildrenVHDeutschesTAcampzWxnrnwzrzteblattTInternationalTH2019THYYdTHYgeUZXb 2.5 20

495 ossociationHofHalcoholHconsumptionHwithHallergicHdiseaseHandHasthmahHaHmultiUcentreH–endelianH
randomizationHanalysisVHAddictionTH2019THYYbTHZYdUZZc 4.6 7

494 ossociationHofHtheHPvoq₁äYWsr YHueneticHzocusHWithHépontaneousHqoronaryHorteryHrissectionVH
JournalTofTtheTAmericanTCollegeTofTCardiologyTH2019THeaTHcfUdd 15.1 86

493 oHvomozygousHépliceHéiteH–utationHinHézqZcobZTHsncodingHtheH–itochondrialH₁ransporterHofH
qoenzymeHoTHqausesH–etabolicHqrisesHandHspilepticHsncephalopathyVHJIMDTReportsTH2019THbbTHYUe 1.9 12

492 votUspotHywtcoHmutationsHcauseHfamilialHozéVHBrainTH2018THYbYTHdffUdge 11.2 105

491 äefiningHtheHaccuracyHofHvalidatedHtargetHidentificationHthroughHcodingHvariantHfineUmappingHinHtypeH
ZHdiabetesVHNatureTGeneticsTH2018THcXTHccgUceY 36.3 221

490 qomprehensiveHanalysisHofHtheHmutationHspectrumHinHaXYHuermanHozéHfamiliesVHJournalTofT
NeurologyiTNeurosurgeryTandTPsychiatryTH2018THfgTHfYeUfZe 5.5 43

489 uenomeUwideHanalysisHofHPrXYHtargetHgenesHinHhumanHpancreaticHprogenitorsVHMolecularT
MetabolismTH2018THgTHceUdf 8.8 40

488 oHzargeUécaleH–ultiUancestryHuenomeUwideHétudyHoccountingHforHémokingHpehaviorHwdentifiesH
–ultipleHéignificantHzociHforHploodHPressureVHAmericanTJournalTofTHumanTGeneticsTH2018THYXZTHaecUbXX 11 59

487 qompoundHheterozygousHéPo₁ocHvariantsHinHfourHfamiliesHandHfunctionalHstudiesHofHéPo₁ocH
deficiencyVHEuropeanTJournalTofTHumanTGeneticsTH2018THZdTHbXeUbYg 5.3 15

486 éqYzYHvariantsHcauseHaHsyndromeHwithHlowH˛‡UglutamylUtransferaseHcholestasisTHacuteHliverHfailureTH
andHneurodegenerationHPqozto QVHGeneticsTinTMedicineTH2018THZXTHYZccUYZdc 8.1 29

485 reterminantsHofHoccurrenceHandHsurvivalHafterHsuddenHcardiacHarrestUoHsuropeanHperspectivehH₁heH
séqoPsU s₁HprojectVHResuscitationTH2018THYZbTHeUYa 4 22

484 uenomeUwideHonalysesHwdentifyHywtcoHasHaH ovelHozéHueneVHNeuronTH2018THgeTHYZdfUYZfaVed 13.9 296

483 ueneticHtactorsHsxplainHaH–ajorHtractionHofHtheHcXMHzowerHzipoproteinPaQHqoncentrationsHinHtinnsVH
ArteriosclerosisiTThrombosisiTandTVascularTBiologyTH2018THafTHYZaXUYZbY 9.4 17

482 piallelicH–utationsHinHézqYoZiHanHodditionalH–odeHofHwnheritanceHforHézqYoZUäelatedHspilepsyVH
NeuropediatricsTH2018THbgTHcgUdZ 1.6 9

481 ésäoqYHdeficiencyHcausesHcomplicatedHvéPhHevidenceHfromHaHnovelHspliceHmutationHinHaHlargeHfamilyVH
JournalTofTMedicalTGeneticsTH2018THccTHagUbe 5.8 21

480 qlinicalTHbiochemicalHandHgeneticHspectrumHofHeXHpatientsHwithHoqorgHdeficiencyhHisHriboflavinH
supplementationHeffectivemVHOrphanetTJournalTofTRareTDiseasesTH2018THYaTHYZX 4.2 41

479 PäHintervalHgenomeUwideHassociationHmetaUanalysisHidentifiesHcXHlociHassociatedHwithHatrialHandH
atrioventricularHelectricalHactivityVHNatureTCommunicationsTH2018THgTHZgXb 17.4 39

(2018-2019)
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478 UHoHqandidateHueneHforHspilepsyTHrevelopmentalHrelayHandHpehavioralHobnormalitiesHinHaHPatientH
WithH–icrodeletionHZqabVHFrontiersTinTGeneticsTH2018THgTHgg 4.5 3

477 uenomeUWideHossociationHétudyHonHwmmunoglobulinHuHulycosylationHPatternsVHFrontiersTinT
ImmunologyTH2018THgTHZee 8.4 36

476 –utationsHinHPPqéTHsncodingHPhosphopantothenoylcysteineHéynthetaseTHqauseH
outosomalUäecessiveHrilatedHqardiomyopathyVHAmericanTJournalTofTHumanTGeneticsTH2018THYXZTHYXYfUYXaX11 29

475 uenomeUwideHassociationHstudyHidentifiesHmultipleHnewHlociHassociatedHwithHswingHsarcomaH
susceptibilityVHNatureTCommunicationsTH2018THgTHaYfb 17.4 25

474  ovelHgeneticHassociationsHforHbloodHpressureHidentifiedHviaHgeneUalcoholHinteractionHinHupHtoHceXyH
individualsHacrossHmultipleHancestriesVHPLoSTONETH2018THYaTHeXYgfYdd 3.7 31

473 oHcomprehensiveHevaluationHofHtheHgeneticHarchitectureHofHsuddenHcardiacHarrestVHEuropeanTHeartT
JournalTH2018THagTHagdYUagdg 9.5 31

472 éomaticHalterationsHcompromisedHmolecularHdiagnosisHofHrOqyfHhyperUwgsHsyndromeHcausedHbyHaH
novelHintronicHspliceHsiteHmutationVHScientificTReportsTH2018THfTHYdeYg 4.9 4

471 tineUmappingHtypeHZHdiabetesHlociHtoHsingleUvariantHresolutionHusingHhighUdensityHimputationHandH
isletUspecificHepigenomeHmapsVHNatureTGeneticsTH2018THcXTHYcXcUYcYa 36.3 675

470 oHreH ovoH–issenseHγariantHinHPOβatZHwdentifiedHinHaHqhildHwithHulobalHrevelopmentalHrelayVH
NeuropediatricsTH2018THbgTHbXYUbXb 1.6 9

469 sxomeqhipUWideHonalysisHofHgcHdZdHwndividualsHwdentifiesHYXH ovelHzociHossociatedHWithHQ₁HandHx₁H
wntervalsVHCirculationTGenomicTandTPrecisionTMedicineTH2018THYYTHeXXYecf 5.2 14

468 piUallelicHorPävzZH–utationsHqauseH eurodegenerationHwithHrevelopmentalHrelayTHotaxiaTHandH
oxonalH europathyVHAmericanTJournalTofTHumanTGeneticsTH2018THYXaTHfYeUfZc 11 24

467
uenomeHonalysesHofHlZXXTXXXHwndividualsHwdentifyHcfHzociHforHqhronicHwnflammationHandHvighlightH
PathwaysHthatHzinkHwnflammationHandHqomplexHrisordersVHAmericanTJournalTofTHumanTGeneticsTH
2018THYXaTHdgYUeXd

11 151

466 uenomeUwideHassociationHmetaUanalysisHhighlightsHlightUinducedHsignalingHasHaHdriverHforHrefractiveH
errorVHNatureTGeneticsTH2018THcXTHfabUfbf 36.3 135

465 qommonHandHäareHqodingHueneticHγariationHβnderlyingHtheHslectrocardiographicHPäHwntervalVH
CirculationTGenomicTandTPrecisionTMedicineTH2018THYYTHeXXZXae 5.2 11

464 wnterplayHofHcellUcellHcontactsHandHähooW–ä₁tUoHsignalingHregulatesHcardiomyocyteHidentityVHEMBOT
JournalTH2018THaeTH 13 46

463 Päβ sYHreficiencyhHsxpandingHtheHqlinicalHandHueneticHépectrumVHNeuropediatricsTH2018THbgTHaaXUaaf 1.6 8

462 –utationsHinHo₁PdγYsYHorHo₁PdγYoHqauseHoutosomalUäecessiveHqutisHzaxaVHAmericanTJournalTofT
HumanTGeneticsTH2017THYXXTHZYdUZZe 11 58

461 oHhomozygousHspliceHvariantHinHoPbéYHmimickingHneurodegenerationHwithHbrainHironHaccumulationVH
MovementTDisordersTH2017THaZTHegeUegg 7 11
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460 wmmuneUorrayHonalysisHinHéporadicHwnclusionHpodyH–yositisHäevealsHvzoUräpYHominoHocidH
veterogeneityHocrossHtheH–yositisHépectrumVHArthritisTandTRheumatologyTH2017THdgTHYXgXUYXgg 9.5 24

459 uenomeUwideHassociationHstudyHinHtakotsuboHsyndromeHUHPreliminaryHresultsHandHfutureHdirectionsVH
InternationalTJournalTofTCardiologyTH2017THZadTHaacUaag 3.2 22

458 piallelicH–utationsHinHr oxqYZHqauseHvyperphenylalaninemiaTHrystoniaTHandHwntellectualHrisabilityVH
AmericanTJournalTofTHumanTGeneticsTH2017THYXXTHZceUZdd 11 81

457 éystematicHsvaluationHofHPleiotropyHwdentifiesHdHturtherHzociHossociatedHWith´ qoronaryH
ortery´ riseaseVHJournalTofTtheTAmericanTCollegeTofTCardiologyTH2017THdgTHfZaUfad 15.1 146

456 uenomicHanalysesHidentifyHhundredsHofHvariantsHassociatedHwithHageHatHmenarcheHandHsupportHaHroleH
forHpubertyHtimingHinHcancerHriskVHNatureTGeneticsTH2017THbgTHfabUfbY 36.3 257

455
äesponseHtoHqommentHonHodamHetHalVH–etforminHsffectHonH ontargetedH–etaboliteHProfilesHinH
PatientsHWithH₁ypeHZHriabetesHandHinH–ultipleH–urineH₁issuesVHriabetesHZXYdidchaeedUaefcVH
DiabetesTH2017THddTHeaUeb

0.9 1

454 sxomeHsequencingHrevealedHaHspliceHsiteHvariantHinHtheHwQqsHgeneHunderlyingHpostUaxialHpolydactylyH
typeHoHrestrictedHtoHlowerHlimbVHEuropeanTJournalTofTHumanTGeneticsTH2017THZcTHgdXUgdc 5.3 26

453 YXXXHuenomesUbasedHmetaUanalysisHidentifiesHYXHnovelHlociHforHkidneyHfunctionVHScientificTReportsTH
2017THeTHbcXbX 4.9 70

452 oHgenomeUwideHassociationHmetaUanalysisHonHlipoproteinHPaQHconcentrationsHadjustedHforH
apolipoproteinHPaQHisoformsVHJournalTofTLipidTResearchTH2017THcfTHYfabUYfbb 6.3 74

451 qoexistingHvariantsHinHOé₁–YHandH–o sozHcauseHaHcomplexHneurodegenerativeHdisorderHwithH
 pwoUlikeHbrainHabnormalitiesVHEuropeanTJournalTofTHumanTGeneticsTH2017THZcTHYXgZUYXgc 5.3 7

450
slevatedHglutaricHacidHlevelsHinHrhtkdYUWucdhUHdoubleHknockoutHmiceHchallengeHourHcurrentH
understandingHofHlysineHmetabolismVHBiochimicaTEtTBiophysicaTActaTkTMolecularTBasisTofTDiseaseTH2017
THYfdaTHZZZXUZZZf

6.9 23

449 onHsxpandedHuenomeUWideHossociationHétudyHofH₁ypeHZHriabetesHinHsuropeansVHDiabetesTH2017THddTHZfffUZgXZ0.9 414

448 ueneticHdiagnosisHofH–endelianHdisordersHviaHä oHsequencingVHNatureTCommunicationsTH2017THfTHYcfZb 17.4 277

447 andHzociHossociateHwithHPlasmaHOsmolalityVHJournalTofTtheTAmericanTSocietyTofTNephrologyyTJASNTH
2017THZfTHZaYYUZaZY 12.7 14

446 oHzowUtrequencyHwnactivatingHγariantHsnrichedHinHtheHtinnishHPopulationHwsHossociatedHWithHtastingH
wnsulinHzevelsHandH₁ypeHZHriabetesHäiskVHDiabetesTH2017THddTHZXYgUZXaZ 0.9 29

445 wdentificationHofHaHdeHnovoHmicrodeletionHYqbbHinHaHpatientHwithHhypogenesisHofHtheHcorpusH
callosumTHseizuresHandHmicrocephalyHUHoHcaseHreportVHGeneTH2017THdYdTHbYUbb 3.8 6

444 qorHmutationsHandHuridineUresponsiveHepilepticHencephalopathyVHBrainTH2017THYbXTHZegUZfd 11.2 77

443 –utationsHinH–rvZTHsncodingHaHyrebsHqycleHsnzymeTHqauseHsarlyUOnsetHéevereHsncephalopathyVH
AmericanTJournalTofTHumanTGeneticsTH2017THYXXTHYcYUYcg 11 38

(2017-2017)
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442 spigenomeUwideHassociationHstudyHofHbodyHmassHindexTHandHtheHadverseHoutcomesHofHadiposityVH
NatureTH2017THcbYTHfYUfd 50.4 511

441 q γUassociationHmetaUanalysisHinHYgYTYdYHsuropeanHadultsHrevealsHnewHlociHassociatedHwithH
anthropometricHtraitsVHNatureTCommunicationsTH2017THfTHebb 17.4 37

440
piallelicHqYQpPH–utationsHqauseHéevereH eonatalUTHqhildhoodUTHorHzaterUOnsetHqardiomyopathyH
ossociatedHwithHqombinedHäespiratoryUqhainHreficienciesVHAmericanTJournalTofTHumanTGeneticsTH
2017THYXYTHcZcUcaf

11 44

439
wmpactHofHcommonHgeneticHdeterminantsHofHvemoglobinHoYcHonHtypeHZHdiabetesHriskHandHdiagnosisH
inHancestrallyHdiverseHpopulationshHoHtransethnicHgenomeUwideHmetaUanalysisVHPLoSTMedicineTH2017TH
YbTHeYXXZafa

11.6 223

438 oHgenomicHexplorationHidentifiesHmechanismsHthatHmayHexplainHadverseHcardiovascularHeffectsHofH
qOXUZHinhibitorsVHScientificTReportsTH2017THeTHYXZcZ 4.9 10

437 piallelicH–utationsHinHzwP₁ZHqauseHaH–itochondrialHzipoylationHrefectHossociatedHwithHéevereH
 eonatalHsncephalopathyVHAmericanTJournalTofTHumanTGeneticsTH2017THYXYTHZfaUZgX 11 31

436 zargeHmetaUanalysisHofHgenomeUwideHassociationHstudiesHidentifiesHfiveHlociHforHleanHbodyHmassVH
NatureTCommunicationsTH2017THfTHfX 17.4 88

435 tifteenHueneticHzociHossociatedHWithHtheHslectrocardiographicHPHWaveVHCirculationyTCardiovascularT
GeneticsTH2017THYXTH 24

434 ₁ranscriptomeUWideHonalysisHwdentifiesH ovelHossociationsHWithHploodHPressureVHHypertensionTH2017
THeXTHebaUecX 8.5 21

433  etworkHinferenceHfromHglycoproteomicsHdataHrevealsHnewHreactionsHinHtheHwguHglycosylationH
pathwayVHNatureTCommunicationsTH2017THfTHYbfa 17.4 26

432 wnvestigatingHtheHcausalHeffectHofHsmokingHonHhayHfeverHandHasthmahHaH–endelianHrandomizationH
metaUanalysisHinHtheHqoä₁oHconsortiumVHScientificTReportsTH2017THeTHZZZb 4.9 24

431 uenomeUwideHmethylationHdataHmirrorHancestryHinformationVHEpigeneticsTandTChromatinTH2017THYXTHY 5.8 48

430 sxomeHsequencingHrevealsHaHnovelHhomozygousHspliceHsiteHvariantHinHtheHW ₁YHgeneHunderlyingH
osteogenesisHimperfectaHtypeHaVHPediatricTResearchTH2017THfZTHecaUecf 3.2 17

429
oHnewHmissenseHmutationHinHβ–OrHgeneHleadsHtoHseverelyHreducedHserumHuromodulinH
concentrationsHUHoHtoolHforHtheHdiagnosisHofHuromodulinUassociatedHkidneyHdiseaseVHClinicalT
BiochemistryTH2017THcXTHYccUYcf

3.5 9

428  eonatalHencephalocardiomyopathyHcausedHbyHmutationsHinHγoäéZVHMetabolicTBrainTDiseaseTH2017TH
aZTHZdeUZeX 3.9 21

427 sllisUvanHqreveldHsyndromeHandHprofoundHdeafnessHresultedHbyHsequenceHvariantsHinHtheHsγqWsγqZH
andH₁–qYHgenesVHJournalTofTGeneticsTH2017THgdTHYXXcUYXYb 1.2 8

426 éequenceHdataHandHassociationHstatisticsHfromHYZTgbXHtypeHZHdiabetesHcasesHandHcontrolsVHScientificT
DataTH2017THbTHYeXYeg 8.2 22

425 pulverhHanHäHpackageHforHparallelHultraUrapidHpUvalueHcomputationHforHlinearHregressionHinteractionH
termsVHBMCTBioinformaticsTH2017THYfTHbZg 3.6 0
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424
wdentificationHofHaH ovelHveterozygousHeUbpHtrameshiftHreletionHinHbyHWholeUsxomeHéequencingH
qausingHaH–ultiUOrganHéyndromeHwncludingHpilateralHrysplasticHyidneysHandHvypoplasticHqlaviclesVH
FrontiersTinTPediatricsTH2017THcTHZcY

3.4 9

423
qombinedHäespiratoryHqhainHreficiencyHandH–utationsHinH eonatalHsncephalomyopathyhHrefectiveH
éupercomplexHossemblyHinHqomplexHwwwHreficienciesVHOxidativeTMedicineTandTCellularTLongevityTH2017TH
ZXYeTHeZXZcfg

6.7 27

422 uenomicHcorrelatesHofHglatiramerHacetateHadverseHcardiovascularHeffectsHleadHtoHaHnovelHlocusH
mediatingHcoronaryHriskVHPLoSTONETH2017THYZTHeXYfZggg 3.7 3

421 payesianHandHfrequentistHanalysisHofHanHoustrianHgenomeUwideHassociationHstudyHofHcolorectalH
cancerHandHadvancedHadenomasVHOncotargetTH2017THfTHgfdZaUgfdab 3.3 12

420 éequenceHvariantsHinHfourHgenesHunderlyingHpardetUpiedlHsyndromeHinHconsanguineousHfamiliesVH
MolecularTVisionTH2017THZaTHbfZUbgb 2.3 19

419 tatalHneonatalHencephalopathyHandHlacticHacidosisHcausedHbyHaHhomozygousHlossUofUfunctionHvariantH
inHqOQgVHEuropeanTJournalTofTHumanTGeneticsTH2016THZbTHbcXUb 5.3 31

418 ueneticH–odifiersHforHtheHzongUQ₁HéyndromehHvowHwmportantHwsHtheHäoleHofHγariantsHinHtheHaOH
βntranslatedHäegionHofHyq QYmVHCirculationyTCardiovascularTGeneticsTH2016THgTHaaXUg 16

417 oHreferenceHpanelHofHdbTgedHhaplotypesHforHgenotypeHimputationVHNatureTGeneticsTH2016THbfTHYZegUfa 36.3 1447

416 obsenceHofHtheHoutophagyHodaptorHéQé₁–YWpdZHqausesHqhildhoodUOnsetH eurodegenerationHwithH
otaxiaTHrystoniaTHandHuazeHPalsyVHAmericanTJournalTofTHumanTGeneticsTH2016THggTHeacUeba 11 69

415 piallelicHγariantsHinHβpocHäevealHthatHrisruptionHofHtheHβt–YHqascadeHqanHäesultHinHsarlyUOnsetH
sncephalopathyVHAmericanTJournalTofTHumanTGeneticsTH2016THggTHdgcUeXa 11 47

414 éuddenHqardiacHreathHrueHtoHreficiencyHofHtheH–itochondrialHwnorganicHPyrophosphataseHPPoZVH
AmericanTJournalTofTHumanTGeneticsTH2016THggTHdebUdfZ 11 33

413 cZHueneticHzociHwnfluencingH–yocardial´ –assVHJournalTofTtheTAmericanTCollegeTofTCardiologyTH2016TH
dfTHYbacUYbbf 15.1 76

412  oXsH–utationsHrisruptHtheHqellularH orPPQvXHäepairHéystemHandHqauseHaHzethalH eurometabolicH
risorderHofHsarlyHqhildhoodVHAmericanTJournalTofTHumanTGeneticsTH2016THggTHfgbUgXZ 11 54

411 –etforminHsffectHonH ontargetedH–etaboliteHProfilesHinHPatientsHWithH₁ypeHZHriabetesHandHinH
–ultipleH–urineH₁issuesVHDiabetesTH2016THdcTHaeedUaefc 0.9 30

410 uenomeUwideHassociationHanalysesHidentifyHnewHriskHvariantsHandHtheHgeneticHarchitectureHofH
amyotrophicHlateralHsclerosisVHNatureTGeneticsTH2016THbfTHYXbaUf 36.3 328

409  syYHvariantsHconferHsusceptibilityHtoHamyotrophicHlateralHsclerosisVHNatureTGeneticsTH2016THbfTHYXaeUbZ 36.3 149

408 piallelicHwoäéH–utationsHqauseHurowthHäetardationHwithHPrenatalHOnsetTHwntellectualHrisabilityTH
–uscularHvypotoniaTHandHwnfantileHvepatopathyVHAmericanTJournalTofTHumanTGeneticsTH2016THggTHbYbUZZ 11 48

407 –etaUanalysisHofHgeneUenvironmentUwideHassociationHscansHaccountingHforHeducationHlevelHidentifiesH
additionalHlociHforHrefractiveHerrorVHNatureTCommunicationsTH2016THeTHYYXXf 17.4 79

(2016-2017)
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406 ueneUgeneHwnteractionHonalysesHforHotrialHtibrillationVHScientificTReportsTH2016THdTHacaeY 4.9 11

405 oHgenomeUwideHassociationHmetaUanalysisHonHapolipoproteinHoUwγHconcentrationsVHHumanTMolecularT
GeneticsTH2016THZcTHadacUadbd 5.6 15

404 ueneticHvariantsHlinkedHtoHeducationHpredictHlongevityVHProceedingsTofTtheTNationalTAcademyTofT
SciencesTofTtheTUnitedTStatesTofTAmericaTH2016THYYaTHYaaddUYaaeY 11.5 90

403  ovelHmultipleHsclerosisHsusceptibilityHlociHimplicatedHinHepigeneticHregulationVHScienceTAdvancesTH
2016THZTHeYcXYdef 14.3 75

402
äiboflavinUäesponsiveHandHU onUresponsiveH–utationsHinHtorHéynthaseHqauseH–ultipleHocylUqooH
rehydrogenaseHandHqombinedHäespiratoryUqhainHreficiencyVHAmericanTJournalTofTHumanTGeneticsTH
2016THgfTHYYaXUYYbc

11 97

401 –etaUanalysisHofHaecTXXXHindividualsHidentifiesHafHsusceptibilityHlociHforHmigraineVHNatureTGeneticsTH
2016THbfTHfcdUdd 36.3 355

400 éystematicHanalysisHofHvariantsHrelatedHtoHfamilialHhypercholesterolemiaHinHfamiliesHwithHprematureH
myocardialHinfarctionVHEuropeanTJournalTofTHumanTGeneticsTH2016THZbTHYgYUe 5.3 48

399 piUallelicH₁runcatingH–utationsHinH₁o uOZHqauseHwnfancyUOnsetHäecurrentH–etabolicHqrisesHwithH
sncephalocardiomyopathyVHAmericanTJournalTofTHumanTGeneticsTH2016THgfTHacfUdZ 11 49

398 ueneUbasedHpleiotropyHacrossHmigraineHwithHauraHandHmigraineHwithoutHauraHpatientHgroupsVH
CephalalgiaTH2016THadTHdbfUce 6.1 31

397 äecurrentHacuteHliverHfailureHdueHtoH poéHdeficiencyhHphenotypicHspectrumTHdiseaseHmechanismsTH
andHtherapeuticHconceptsVHJournalTofTInheritedTMetabolicTDiseaseTH2016THagTHaUYd 5.4 68

396 soäéZHmutationsHcauseHfatalHneonatalHlacticHacidosisTHrecurrentHhypoglycemiaHandHagenesisHofH
corpusHcallosumVHMetabolicTBrainTDiseaseTH2016THaYTHeYeUZY 3.9 12

395  syYHmutationsHinHfamilialHamyotrophicHlateralHsclerosisVHBrainTH2016THYagTHeZf 11.2 76

394 vumanHthioredoxinHZHdeficiencyHimpairsHmitochondrialHredoxHhomeostasisHandHcausesHearlyUonsetH
neurodegenerationVHBrainTH2016THYagTHabdUcb 11.2 64

393 écreeningHforHqvqvrYXHmutationsHinHaHlargeHcohortHofHsporadicHozéHpatientshHnoHevidenceHforH
pathogenicityHofHtheHpVPabéHvariantVHBrainTH2016THYagTHef 11.2 20

392
renseHgenotypingHofHimmuneUrelatedHlociHinHidiopathicHinflammatoryHmyopathiesHconfirmsHvzoH
allelesHasHtheHstrongestHgeneticHriskHfactorHandHsuggestsHdifferentHgeneticHbackgroundHforHmajorH
clinicalHsubgroupsVHAnnalsTofTtheTRheumaticTDiseasesTH2016THecTHYccfUdd

2.4 85

391 sffectHofHwnsulinHäesistanceHonH–onounsaturatedHtattyHocidHzevelshHoH–ultiUcohortH onUtargetedH
–etabolomicsHandH–endelianHäandomizationHétudyVHPLoSTGeneticsTH2016THYZTHeYXXdaeg 6 14

390 ₁heHgeneticHarchitectureHofHtypeHZHdiabetesVHNatureTH2016THcadTHbYUbe 50.4 704

389 –utationHβpdateHforHyabukiHéyndromeHuenesHy–₁ZrHandHyr–doHandHturtherHrelineationHofH
XUzinkedHyabukiHéyndromeHéubtypeHZVHHumanTMutationTH2016THaeTHfbeUdb 4.7 89
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388 PeriodontalHshlersUranlosHéyndromeHwsHqausedHbyH–utationsHinHqYäHandHqYéTHwhichHsncodeH
éubcomponentsHqYrHandHqYsHofHqomplementVHAmericanTJournalTofTHumanTGeneticsTH2016THggTHYXXcUYXYb 11 70

387
äesponseHbyHqrottiHetHalHtoHzetterHäegardingHorticleTHJueneticH–odifiersHforHtheHzongUQ₁HéyndromehH
vowHwmportantHwsHtheHäoleHofHγariantsHinHtheHaOHβntranslatedHäegionHofHyq QYmJVHCirculationyT
CardiovascularTGeneticsTH2016THgTHcfYUcfZ

10

386 qodingHγariationHinHo uP₁zbTHzPzTHandHéγsPYHandHtheHäiskHofHqoronaryHriseaseVHNewTEnglandT
JournalTofTMedicineTH2016THaebTHYYabUbb 59.2 325

385 éevereHrespiratoryHcomplexHwwwHdefectHpreventsHliverHadaptationHtoHprolongedHfastingVHJournalTofT
HepatologyTH2016THdcTHaeeUfc 13.4 23

384 ueneticHvariantsHinHäptOXaHareHassociatedHwithHsleepHlatencyVHEuropeanTJournalTofTHumanTGeneticsTH
2016THZbTHYbffUgc 5.3 18

383 uenomeUwideHassociationHstudyHidentifiesHebHlociHassociatedHwithHeducationalHattainmentVHNatureTH
2016THcaaTHcagUbZ 50.4 850

382 uenerationHofHaHhumanHinducedHpluripotentHstemHcellHPiPéqQHlineHfromHaHpatientHcarryingHaHPaa₁H
mutationHinHtheHPrXYHgeneVHStemTCellTResearchTH2016THYeTHZeaUZed 1.6 10

381 uenerationHofHaHhumanHinducedHpluripotentHstemHcellHPiPéqQHlineHfromHaHpatientHwithHfamilyHhistoryH
ofHdiabetesHcarryingHaHqYfäHmutationHinHtheHPrXYHgeneVHStemTCellTResearchTH2016THYeTHZgZUZgc 1.6 11

380 qharacterizationHofHcircularHä osHinHhumanTHmouseHandHratHheartsVHJournalTofTMolecularTandTCellularT
CardiologyTH2016THgfTHYXaUe 5.8 193

379 ₁heHmanyHfacesHofHpaediatricHmitochondrialHdiseaseHonHneuroimagingVHChilddsTNervousTSystemTH2016TH
aZTHZXeeUZXfa 1.7 14

378 qäw–YHhaploinsufficiencyHcausesHdefectsHinHeyeHdevelopmentHinHhumanHandHmouseVHHumanT
MolecularTGeneticsTH2015THZbTHZZdeUea 5.6 23

377 oHqandidateHueneHossociationHétudyHwdentifiesHroPzYHasHaHtemaleUépecificHéusceptibilityHzocusHforH
ogeUäelatedH–acularHregenerationHPo–rQVHNeuroMolecularTMedicineTH2015THYeTHYYYUZX 4.6 16

376 qellHépecificHeQ₁zHonalysisHwithoutHéortingHqellsVHPLoSTGeneticsTH2015THYYTHeYXXcZZa 6 81

375
₁ä–₁cH–utationsHqauseHaHrefectHinHPostUtranscriptionalH–odificationHofH–itochondrialHtä oH
ossociatedHwithH–ultipleHäespiratoryUqhainHreficienciesVHAmericanTJournalTofTHumanTGeneticsTH2015TH
geTHaYgUZf

11 62

374 rirectionalHdominanceHonHstatureHandHcognitionHin´ diverseHhumanHpopulationsVHNatureTH2015THcZaTHbcgUbdZ50.4 119

373 ossociationsHbetweenHcalciumHandHvitaminHrHsupplementHuseHasHwellHasHtheirHserumHconcentrationsH
andHsubclinicalHcardiovascularHdiseaseHphenotypesVHAtherosclerosisTH2015THZbYTHebaUcY 3.1 12

372 piallelicH–utationsHinH poéHqauseHäecurrentHocuteHziverHtailureHwithHOnsetHinHwnfancyVHAmericanT
JournalTofTHumanTGeneticsTH2015THgeTHYdaUg 11 83

371 oHmetaUanalysisHofHgeneHexpressionHsignaturesHofHbloodHpressureHandHhypertensionVHPLoSTGeneticsTH
2015THYYTHeYXXcXac 6 83

(2015-2016)
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370 uenomeUwideHassociationHstudyHforHrefractiveHastigmatismHrevealsHgeneticHcoUdeterminationHwithH
sphericalHequivalentHrefractiveHerrorhHtheHqäso–HconsortiumVHHumanTGeneticsTH2015THYabTHYaYUbd 6.3 20

369 –äPzbbHmutationsHcauseHaHslowlyHprogressiveHmultisystemHdiseaseHwithHchildhoodUonsetH
hypertrophicHcardiomyopathyVHNeurogeneticsTH2015THYdTHaYgUZa 3 39

368 épectrumHofHcombinedHrespiratoryHchainHdefectsVHJournalTofTInheritedTMetabolicTDiseaseTH2015THafTHdZgUbX5.4 78

367 PrevalenceHofHrefractiveHerrorHinHsuropehHtheHsuropeanHsyeHspidemiologyHPsPaQQHqonsortiumVH
EuropeanTJournalTofTEpidemiologyTH2015THaXTHaXcUYc 12.1 193

366 oHmutationHscreeningHofHoncogenesTHtumorHsuppressorHgeneH₁PcaHandHnuclearHencodedH
mitochondrialHcomplexHwHgenesHinHoncocyticHthyroidHtumorsVHBMCTCancerTH2015THYcTHYce 4.8 25

365 vumanHgenomicsVHsffectHofHpredictedHproteinUtruncatingHgeneticHvariantsHonHtheHhumanH
transcriptomeVHScienceTH2015THabfTHdddUg 33.3 170

364 piallelicH–utationsHofH–ethionylUtä oHéynthetaseHqauseHaHépecificH₁ypeHofHPulmonaryHolveolarH
ProteinosisHPrevalentHonHäˆ'unionHwslandVHAmericanTJournalTofTHumanTGeneticsTH2015THgdTHfZdUaY 11 71

363 vaploinsufficiencyHofH₁pyYHcausesHfamilialHozéHandHfrontoUtemporalHdementiaVHNatureTNeuroscienceTH
2015THYfTHdaYUd 25.5 522

362 ₁ransUancestryHgenomeUwideHassociationHstudyHidentifiesHYZHgeneticHlociHinfluencingHbloodHpressureH
andHimplicatesHaHroleHforHr oHmethylationVHNatureTGeneticsTH2015THbeTHYZfZUYZga 36.3 223

361 –itochondrialHgeneticHvariantsHidentifiedHtoHbeHassociatedHwithHposttraumaticHstressHdisorderVH
TranslationalTPsychiatryTH2015THcTHecZb 8.6 22

360 sffectsHofHmetforminHonHmetaboliteHprofilesHandHzrzHcholesterolHinHpatientsHwithHtypeHZHdiabetesVH
DiabetesTCareTH2015THafTHYfcfUde 14.6 76

359 –äPéZZHmutationHcausesHfatalHneonatalHlacticHacidosisHwithHbrainHandHheartHabnormalitiesVH
NeurogeneticsTH2015THYdTHZaeUbX 3 28

358 oHcomprehensiveHYTXXXHuenomesUbasedHgenomeUwideHassociationHmetaUanalysisHofHcoronaryHarteryH
diseaseVHNatureTGeneticsTH2015THbeTHYYZYUYYaX 36.3 1290

357 ueneticHγariantsHossociatedHWithHotrialHtibrillationHandHPäHwntervalHtollowingHqardiacHéurgeryVH
JournalTofTCardiothoracicTandTVascularTAnesthesiaTH2015THZgTHdXcUYX 2.1 7

356 –utationsHinHtheHdeubiquitinaseHgeneHβéPfHcauseHqushingOsHdiseaseVHNatureTGeneticsTH2015THbeTHaYUf 36.3 339

355
sxtensiveHalterationsHofHtheHwholeUbloodHtranscriptomeHareHassociatedHwithHbodyHmassHindexhH
resultsHofHanHmä oHprofilingHstudyHinvolvingHtwoHlargeHpopulationUbasedHcohortsVHBMCTMedicalT
GenomicsTH2015THfTHdc

3.7 16

354 reficiencyHofHsqvéYHcausesHmitochondrialHencephalopathyHwithHcardiacHinvolvementVHAnnalsTofT
ClinicalTandTTranslationalTNeurologyTH2015THZTHbgZUcXg 5.3 69

353 äecurrentHspontaneousHcoronaryHdissectionsHinHaHpatientHwithHaHdeHnovoHfibrillinUYHmutationHwithoutH
–arfanHsyndromeVHThrombosisTandTHaemostasisTH2015THYYaTHddfUeX 7 3
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352 qlinicalTHbiochemicalTHandHgeneticHspectrumHofHsevenHpatientsHwithH tβYHdeficiencyVHFrontiersTinT
GeneticsTH2015THdTHYZa 4.5 64

351 –itochondrialHuWoHonalysisHofHzipidHProfileHwdentifiesHueneticHγariantsHtoHpeHossociatedHwithHvrzH
qholesterolHandH₁riglycerideHzevelsVHPLoSTONETH2015THYXTHeXYZdZgb 3.7 6

350 qoncordanceHofHgeneticHriskHacrossHmigraineHsubgroupshHwmpactHonHcurrentHandHfutureHgeneticH
associationHstudiesVHCephalalgiaTH2015THacTHbfgUgg 6.1 25

349 trequencyHandHclinicalHcorrelatesHofHsomaticHYingHYangHYHmutationsHinHsporadicHinsulinomasVHJournalT
ofTClinicalTEndocrinologyTandTMetabolismTH2015THYXXTHseedUfZ 5.6 39

348 onalysisHforHueneticH–odifiersHofHriseaseHéeverityHinHPatientsHWithHzongUQ₁HéyndromeH₁ypeHZVH
CirculationyTCardiovascularTGeneticsTH2015THfTHbbeUbcd 31

347 –itochondriopathienHâ��HneueH₁rendsHinHriagnostikHundH₁herapieVHMedizinischeTGenetikTH2015THZeTHZfZUZfe 0.5 1

346 uenomeUwideHassociationHstudyHofHsurvivalHfromHsepsisHdueHtoHpneumoniahHanHobservationalHcohortH
studyVHLancetTRespiratoryTMedicineitheTH2015THaTHcaUdX 35.1 108

345 uenomeHwideHassociationHstudyHidentifiesHvariantsHinH psoHassociatedHwithHmigraineHinHbipolarH
disorderVHJournalTofTAffectiveTDisordersTH2015THYeZTHbcaUdY 6.6 12

344 qOQbHmutationsHcauseHaHbroadHspectrumHofHmitochondrialHdisordersHassociatedHwithHqoQYXH
deficiencyVHAmericanTJournalTofTHumanTGeneticsTH2015THgdTHaXgUYe 11 66

343 äareHvariantsHinH˛†UomyloidHprecursorHproteinHPoPPQHandHParkinsonOsHdiseaseVHEuropeanTJournalTofT
HumanTGeneticsTH2015THZaTHYaZfUaa 5.3 29

342
qzPpHmutationsHcauseHaUmethylglutaconicHaciduriaTHprogressiveHbrainHatrophyTHintellectualH
disabilityTHcongenitalHneutropeniaTHcataractsTHmovementHdisorderVHAmericanTJournalTofTHumanT
GeneticsTH2015THgdTHZbcUce

11 84

341 äoPYUmediatedH–syWsäyHpathwayHdefectsHinHyabukiHsyndromeVHJournalTofTClinicalTInvestigationTH
2015THYZcTHacfcUgg 15.9 48

340
obstractHYZXcghHwncidentalHtindingsHinHqardiomyopathyHandHqhannelopathyHuenesHomongHcfgYH
wndividualsHβndergoingHWholeUexomeHéequencingVHWhatHéhouldHbeHäeportedmVHCirculationTH2015TH
YaZTH

16.7 1

339 WholeUexomeHsequencingHidentifiesHrareHandHlowUfrequencyHcodingHvariantsHassociatedHwithHzrzH
cholesterolVHAmericanTJournalTofTHumanTGeneticsTH2014THgbTHZaaUbc 11 170

338 γoäéZHandH₁oäéZHmutationsHinHpatientsHwithHmitochondrialHencephalomyopathiesVHHumanTMutation
TH2014THacTHgfaUg 4.7 66

337 zeveragingHcrossUspeciesHtranscriptionHfactorHbindingHsiteHpatternshHfromHdiabetesHriskHlociHtoH
diseaseHmechanismsVHCellTH2014THYcdTHabaUcf 56.2 96

336 PhenotypicHspectrumHofHelevenHpatientsHandHfiveHnovelH–₁t–₁HmutationsHidentifiedHbyHexomeH
sequencingHandHcandidateHgeneHscreeningVHMolecularTGeneticsTandTMetabolismTH2014THYYYTHabZUacZ 3.7 58

335  ovelHlociHaffectingHironHhomeostasisHandHtheirHeffectsHinHindividualsHatHriskHforHhemochromatosisVH
NatureTCommunicationsTH2014THcTHbgZd 17.4 121

(2014-2015)
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334 wnactivatingHmutationsHinH PqYzYHandHprotectionHfromHcoronaryHheartHdiseaseVHNewTEnglandTJournalT
ofTMedicineTH2014THaeYTHZXeZUfZ 59.2 307

333 ₁woHnovelHmutationsHinHconservedHcodonsHindicateHthatHqvqvrYXHisHaHgeneHassociatedHwithHmotorH
neuronHdiseaseVHBrainTH2014THYaeTHeaXg 11.2 82

332 ₁argetedHresequencingHandHsystematicHinHvivoHfunctionalHtestingHidentifiesHrareHvariantsHinH–swéYHasH
significantHcontributorsHtoHrestlessHlegsHsyndromeVHAmericanTJournalTofTHumanTGeneticsTH2014THgcTHfcUgc 11 41

331 sffectsHofHlongUtermHaveragingHofHquantitativeHbloodHpressureHtraitsHonHtheHdetectionHofHgeneticH
associationsVHAmericanTJournalTofTHumanTGeneticsTH2014THgcTHbgUdc 11 52

330 refiningHtheHroleHofHcommonHvariationHinHtheHgenomicHandHbiologicalHarchitectureHofHadultHhumanH
heightVHNatureTGeneticsTH2014THbdTHYYeaUfd 36.3 1339

329 ueneticHassociationHstudyHofHQ₁HintervalHhighlightsHroleHforHcalciumHsignalingHpathwaysHinH
myocardialHrepolarizationVHNatureTGeneticsTH2014THbdTHfZdUad 36.3 199

328 qonstitutiveHactivationHofHPyoHcatalyticHsubunitHinHadrenalHqushingOsHsyndromeVHNewTEnglandT
JournalTofTMedicineTH2014THaeXTHYXYgUZf 59.2 284

327 zossUofUfunctionHmutationsHinHézqaXofHprotectHagainstHtypeHZHdiabetesVHNatureTGeneticsTH2014THbdTHaceUda36.3 351

326  ovelHcalmodulinHmutationsHassociatedHwithHcongenitalHarrhythmiaHsusceptibilityVHCirculationyT
CardiovascularTGeneticsTH2014THeTHbddUeb 133

325 uenomeUwideHgenotypingHdemonstratesHaHpolygenicHriskHscoreHassociatedHwithHwhiteHmatterH
hyperintensityHvolumeHinHqoroéwzVHStrokeTH2014THbcTHgdfUeZ 6.7 27

324  ovelHPovarioQHleukodystrophyHrelatedHtoHooäéZHmutationsVHNeurologyTH2014THfZTHZXdaUeY 6.5 142

323 zossUofUfunctionHmutationsHinHoPOqaTHtriglyceridesTHandHcoronaryHdiseaseVHNewTEnglandTJournalTofT
MedicineTH2014THaeYTHZZUaY 59.2 721

322 éimulationHofHtinnishHpopulationHhistoryTHguidedHbyHempiricalHgeneticHdataTHtoHassessHpowerHofH
rareUvariantHtestsHinHtinlandVHAmericanTJournalTofTHumanTGeneticsTH2014THgbTHeYXUZX 11 19

321 äareHsequenceHvariantsHinHo OaHandHu ozHinHaHprimaryHtorsionHdystoniaHseriesHandHcontrolsVH
MovementTDisordersTH2014THZgTHYbaUe 7 36

320 –appingHtheHgeneticHarchitectureHofHgeneHregulationHinHwholeHbloodVHPLoSTONETH2014THgTHegafbb 3.7 27

319 oHsystematicHevaluationHofHshortHtandemHrepeatsHinHlipidHcandidateHgeneshHridingHonHtheHé PUwaveVH
PLoSTONETH2014THgTHeYXZYYa 3.7 3

318 –itochondrialHgeneticHvariantsHidentifiedHtoHbeHassociatedHwithHp–wHinHadultsVHPLoSTONETH2014THgTHeYXcYYd3.7 21

317 uenomeUwideHmetaUanalysisHofHmyopiaHandHhyperopiaHprovidesHevidenceHforHreplicationHofHYYHlociVH
PLoSTONETH2014THgTHeYXeYYX 3.7 36
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316 –₁OYUdeficientHmouseHmodelHmirrorsHtheHhumanHphenotypeHshowingHcomplexHwHdefectHandH
cardiomyopathyVHPLoSTONETH2014THgTHeYYbgYf 3.7 15

315 –utationsHinHu₁PpPaHcauseHaHmitochondrialHtranslationHdefectHassociatedHwithHhypertrophicH
cardiomyopathyTHlacticHacidosisTHandHencephalopathyVHAmericanTJournalTofTHumanTGeneticsTH2014THgcTHeXfUZX11 95

314 oHgenomeUwideHassociationHstudyHidentifiesHdpZYHasHnovelHriskHlocusHforHdilatedHcardiomyopathyVH
EuropeanTHeartTJournalTH2014THacTHYXdgUee 9.5 97

313 oHpowerfulHtoolHforHgenomeHanalysisHinHmaizehHdevelopmentHandHevaluationHofHtheHhighHdensityHdXXH
kHé PHgenotypingHarrayVHBMCTGenomicsTH2014THYcTHfZa 4.5 168

312 wnfantileHzeighUlikeHsyndromeHcausedHbyHézqYgoaHmutationsHisHaHtreatableHdiseaseVHBrainTH2014THYaeTHeZgc11.2 28

311 äestlessHlegsHsyndromeUassociatedHintronicHcommonHvariantHinH–eisYHaltersHenhancerHfunctionHinH
theHdevelopingHtelencephalonVHGenomeTResearchTH2014THZbTHcgZUdXa 9.7 79

310
qompoundHheterozygosityHofHlowUfrequencyHpromoterHdeletionsHandHrareHlossUofUfunctionH
mutationsHinH₁X zboHcausesHpurnU–cyeownHsyndromeVHAmericanTJournalTofTHumanTGeneticsTH2014TH
gcTHdgfUeXe

11 45

309 rY₁YdHrevisitedhHexomeHsequencingHidentifiesHPäyäoHmutationsHinHaHsuropeanHdystoniaHfamilyVH
MovementTDisordersTH2014THZgTHYcXbUYX 7 28

308 obsenceHofHpiPHcoUchaperoneHr oxqaHcausesHdiabetesHmellitusHandHmultisystemicH
neurodegenerationVHAmericanTJournalTofTHumanTGeneticsTH2014THgcTHdfgUge 11 79

307
äareHvariantsHinHPPoäuHwithHdecreasedHactivityHinHadipocyteHdifferentiationHareHassociatedHwithH
increasedHriskHofHtypeHZHdiabetesVHProceedingsTofTtheTNationalTAcademyTofTSciencesTofTtheTUnitedT
StatesTofTAmericaTH2014THYYYTHYaYZeUaZ

11.5 121

306 –utationsHinHoPOP₁YTHencodingHaHmitochondrialHproteinTHcauseHcavitatingHleukoencephalopathyH
withHcytochromeHcHoxidaseHdeficiencyVHAmericanTJournalTofTHumanTGeneticsTH2014THgcTHaYcUZc 11 48

305 äareHvariantsHinHzääyYHandHParkinsonOsHdiseaseVHNeurogeneticsTH2014THYcTHbgUce 3 13

304 wmpairmentHofHrrosophilaHorthologsHofHtheHhumanHorphanHproteinHqYgorfYZHinducesHbangH
sensitivityHandHneurodegenerationVHPLoSTONETH2014THgTHefgbag 3.7 21

303 ploodHcisUeQ₁zHanalysisHfailsHtoHidentifyHnovelHassociationHsignalsHamongHsubUthresholdHcandidatesH
fromHgenomeUwideHassociationHstudiesHinHrestlessHlegsHsyndromeVHPLoSTONETH2014THgTHegfXgZ 3.7 1

302 wmpactHofHcommonHregulatoryHsingleUnucleotideHvariantsHonHgeneHexpressionHprofilesHinHwholeH
bloodVHEuropeanTJournalTofTHumanTGeneticsTH2013THZYTHbfUcb 5.3 39

301 ossessmentHofHtheHgenomicHvariationHinHaHcattleHpopulationHbyHreUsequencingHofHkeyHanimalsHatHlowH
toHmediumHcoverageVHBMCTGenomicsTH2013THYbTHbbd 4.5 52

300 ueneticHcharacterizationHofHnortheasternHwtalianHpopulationHisolatesHinHtheHcontextHofHbroaderH
suropeanHgeneticHdiversityVHEuropeanTJournalTofTHumanTGeneticsTH2013THZYTHdcgUdc 5.3 50

299 –utationsHinHtpXzbTHencodingHaHmitochondrialHproteinTHcauseHearlyUonsetHmitochondrialH
encephalomyopathyVHAmericanTJournalTofTHumanTGeneticsTH2013THgaTHbfZUgc 11 106

(2013-2014)
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298 szoqZHmutationsHcauseHaHmitochondrialHä oHprocessingHdefectHassociatedHwithHhypertrophicH
cardiomyopathyVHAmericanTJournalTofTHumanTGeneticsTH2013THgaTHZYYUZa 11 104

297 rysfunctionalHnitricHoxideHsignallingHincreasesHriskHofHmyocardialHinfarctionVHNatureTH2013THcXbTHbaZUd 50.4 185

296
–etaUanalysisHofHgenomeUwideHassociationHstudiesHinHfiveHcohortsHrevealsHcommonHvariantsHinH
äptOXYTHaHregulatorHofHtissueUspecificHsplicingTHassociatedHwithHrefractiveHerrorVHHumanTMolecularT
GeneticsTH2013THZZTHZecbUdb

5.6 52

295 ₁ranscriptomeHandHgenomeHsequencingHuncoversHfunctionalHvariationHinHhumansVHNatureTH2013THcXYTHcXdUYY50.4 1323

294 éystematicHidentificationHofHtransHeQ₁zsHasHputativeHdriversHofHknownHdiseaseHassociationsVHNatureT
GeneticsTH2013THbcTHYZafUYZba 36.3 1244

293 onalHatresiaTHcolobomaTHmicrophthalmiaTHandHnasalHskinHtagHinHaHfemaleHpatientHwithHaVcH–bHdeletionH
ofHaqZdHencompassingHéOXZVHAmericanTJournalTofTMedicalTGeneticsiTPartTATH2013THYdYoTHYbZYUb 2.5 5

292 qalmodulinHmutationsHassociatedHwithHrecurrentHcardiacHarrestHinHinfantsVHCirculationTH2013THYZeTHYXXgUYe16.7 262

291 vomozygousHmissenseHmutationHinHpOzoaHcausesHmultipleHmitochondrialHdysfunctionsHsyndromeHinH
twoHsiblingsVHJournalTofTInheritedTMetabolicTDiseaseTH2013THadTHccUdZ 5.4 69

290  ineHlociHforHocularHaxialHlengthHidentifiedHthroughHgenomeUwideHassociationHstudiesTHincludingH
sharedHlociHwithHrefractiveHerrorVHAmericanTJournalTofTHumanTGeneticsTH2013THgaTHZdbUee 11 116

289 –acrocyticHanemiaHandHmitochondriopathyHresultingHfromHaHdefectHinHsideroflexinHbVHAmericanT
JournalTofTHumanTGeneticsTH2013THgaTHgXdUYb 11 42

288 éomaticHmutationsHinHo₁PYoYHandHo₁PZpaHleadHtoHaldosteroneUproducingHadenomasHandHsecondaryH
hypertensionVHNatureTGeneticsTH2013THbcTHbbXUbTHbbbeYUZ 36.3 375

287 uenomeUwideHmetaUanalysesHofHmultiancestryHcohortsHidentifyHmultipleHnewHsusceptibilityHlociHforH
refractiveHerrorHandHmyopiaVHNatureTGeneticsTH2013THbcTHaYbUf 36.3 314

286 éevenHnewHlociHassociatedHwithHageUrelatedHmacularHdegenerationVHNatureTGeneticsTH2013THbcTHbaaUgTHbageYUZ36.3 577

285 uenomeUwideHmetaUanalysisHidentifiesHnewHsusceptibilityHlociHforHmigraineVHNatureTGeneticsTH2013TH
bcTHgYZUgYe 36.3 276

284 zossUofUfunctionHmutationsHinH–u–sYHimpairHmtr oHreplicationHandHcauseHmultisystemicH
mitochondrialHdiseaseVHNatureTGeneticsTH2013THbcTHZYbUg 36.3 166

283 ˛†UPropellerHproteinUassociatedHneurodegenerationhHaHnewHXUlinkedHdominantHdisorderHwithHbrainH
ironHaccumulationVHBrainTH2013THYadTHYeXfUYe 11.2 167

282 –etaUanalysisHofHgenomeUwideHassociationHstudiesHidentifiesHsixHnewHzociHforHserumHcalciumH
concentrationsVHPLoSTGeneticsTH2013THgTHeYXXaegd 6 100

281 rilutionHofHcandidateshHtheHcaseHofHironUrelatedHgenesHinHrestlessHlegsHsyndromeVHEuropeanTJournalT
ofTHumanTGeneticsTH2013THZYTHbYXUb 5.3 28
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280 –itochondrialHmembraneHproteinUassociatedHneurodegenerationHP–Po QVHInternationalTReviewTofT
NeurobiologyTH2013THYYXTHeaUfb 4.4 29

279 oHyPo₁PQHchannelHgeneHeffectHonHsleepHdurationhHfromHgenomeUwideHassociationHstudiesHtoHfunctionH
inHrrosophilaVHMolecularTPsychiatryTH2013THYfTHYZZUaZ 15.1 113

278  iemannUPickHqHdiseaseHgeneHmutationsHandHageUrelatedHneurodegenerativeHdisordersVHPLoSTONETH
2013THfTHefZfeg 3.7 38

277 äangeHofHgeneticHmutationsHassociatedHwithHsevereHnonUsyndromicHsporadicHintellectualHdisabilityhH
anHexomeHsequencingHstudyVHLancetiTTheTH2012THafXTHYdebUfZ 40 765

276 zargeHscaleHinternationalHreplicationHandHmetaUanalysisHstudyHconfirmsHassociationHofHtheHYcqYbH
locusHwithHmyopiaVH₁heHqäso–HconsortiumVHHumanTGeneticsTH2012THYaYTHYbdeUfX 6.3 57

275 wmpairedHriboflavinHtransportHdueHtoHmissenseHmutationsHinHézqcZoZHcausesHprownUγialettoUγanH
zaereHsyndromeVHJournalTofTInheritedTMetabolicTDiseaseTH2012THacTHgbaUf 5.4 60

274 –olecularHdiagnosisHinHmitochondrialHcomplexHwHdeficiencyHusingHexomeHsequencingVHJournalTofT
MedicalTGeneticsTH2012THbgTHZeeUfa 5.8 145

273 qrypticHdelWdupHaberrationHofHdXVdH–bHatHcqYcUcqZaVaHpredictingHadultUonsetHleukodystrophyVH
EuropeanTJournalTofTMedicalTGeneticsTH2012THccTHcdfUeZ 2.6

272 rv₁yrYHmutationsHcauseHZUaminoadipicHandHZUoxoadipicHaciduriaVHAmericanTJournalTofTHumanT
GeneticsTH2012THgYTHYXfZUe 11 67

271 sxomeHsequencingHrevealsHdeHnovoHWräbcHmutationsHcausingHaHphenotypicallyHdistinctTHXUlinkedH
dominantHformHofH pwoVHAmericanTJournalTofTHumanTGeneticsTH2012THgYTHYYbbUg 11 268

270  ovelHbiomarkersHforHpreUdiabetesHidentifiedHbyHmetabolomicsVHMolecularTSystemsTBiologyTH2012THfTHdYc 12.2 468

269 –itochondrialeHsrkrankungenVHMedizinischeTGenetikTH2012THZbTHYdXUYdY 0.5

268 sxomdiagnostikHverˆ⁄ndertHdieHéichtHaufH–itochondriopathienVHMedizinischeTGenetikTH2012THZbTHYfaUYfd 0.5

267 –etaUanalysisHidentifiesHsixHnewHsusceptibilityHlociHforHatrialHfibrillationVHNatureTGeneticsTH2012THbbTHdeXUc 36.3 429

266 oHmetaUanalysisHofHgenomeUwideHassociationHstudiesHofHtheHelectrocardiographicHearlyH
repolarizationHpatternVHHeartTRhythmTH2012THgTHYdZeUab 6.7 53

265 oHgenomeUwideHassociationHsearchHforHtypeHZHdiabetesHgenesHinHofricanHomericansVHPLoSTONETH2012TH
eTHeZgZXZ 3.7 138

264 onalyzingHilluminaHgeneHexpressionHmicroarrayHdataHfromHdifferentHtissueshHmethodologicalHaspectsH
ofHdataHanalysisHinHtheHmetaxpressHconsortiumVHPLoSTONETH2012THeTHecXgaf 3.7 54

263 PésohHPhenotypeHéetHsnrichmentHonalysisUUaHnewHmethodHforHanalysisHofHmultipleHphenotypesVH
GeneticTEpidemiologyTH2012THadTHZbbUcZ 2.6 17

(2012-2013)
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262 uenomeUwideHassociationHanalysisHidentifiesHsusceptibilityHlociHforHmigraineHwithoutHauraVHNatureT
GeneticsTH2012THbbTHeeeUfZ 36.3 243

261 äeplicationHstudyHofHmultipleHsclerosisHP–éQHsusceptibilityHallelesHandHcorrelationHofHr oUvariantsH
withHdiseaseHfeaturesHinHaHcohortHofHoustrianH–éHpatientsVHNeurogeneticsTH2012THYaTHYfYUe 3 14

260 zackHofHtheHmitochondrialHproteinHacylglycerolHkinaseHcausesHéengersHsyndromeVHAmericanTJournalT
ofTHumanTGeneticsTH2012THgXTHaYbUZX 11 160

259
ueneticHadaptationHofHfattyUacidHmetabolismhHaHhumanUspecificHhaplotypeHincreasingHtheH
biosynthesisHofHlongUchainHomegaUaHandHomegaUdHfattyHacidsVHAmericanTJournalTofTHumanTGeneticsTH
2012THgXTHfXgUZX

11 148

258 –utationsHofHtheHmitochondrialUtä oHmodifierH–₁OYHcauseHhypertrophicHcardiomyopathyHandHlacticH
acidosisVHAmericanTJournalTofTHumanTGeneticsTH2012THgXTHYXegUfe 11 140

257 uenomeUwideHassociationHstudyHidentifiesHnovelHlociHassociatedHwithHcirculatingHphosphoUHandH
sphingolipidHconcentrationsVHPLoSTGeneticsTH2012THfTHeYXXZbgX 6 145

256  ovelHlociHforHadiponectinHlevelsHandHtheirHinfluenceHonHtypeHZHdiabetesHandHmetabolicHtraitshHaH
multiUethnicHmetaUanalysisHofHbcTfgYHindividualsVHPLoSTGeneticsTH2012THfTHeYXXZdXe 6 326

255 oHlargeHcandidateHgeneHsurveyHidentifiesHtheHyq sYHrfc HpolymorphismHasHaHpossibleHmodulatorHofH
drugUinducedHtorsadesHdeHpointesVHCirculationyTCardiovascularTGeneticsTH2012THcTHgYUg 127

254 –utationHscreeningHofHecHcandidateHgenesHinHYcZHcomplexHwHdeficiencyHcasesHidentifiesHpathogenicH
variantsHinHYdHgenesHincludingH rβtpgVHJournalTofTMedicalTGeneticsTH2012THbgTHfaUg 5.8 68

253 PantothenateHkinaseUassociatedHneurodegenerationVHCurrentTDrugTTargetsTH2012THYaTHYYfZUg 3 12

252 sxtensiveHnaturalHvariationHforHcellularHhydrogenHperoxideHreleaseHisHgeneticallyHcontrolledVHPLoST
ONETH2012THeTHebacdd 3.7 4

251 zackHofHreplicationHinHpolymorphismsHreportedHtoHbeHassociatedHwithHatrialHfibrillationVHHeartTRhythm
TH2011THfTHbXaUg 6.7 20

250 wdentificationHofHrecurringHtumorUspecificHsomaticHmutationsHinHacuteHmyeloidHleukemiaHbyH
transcriptomeHsequencingVHLeukemiaTH2011THZcTHfZYUe 10.7 49

249 ueneticHvariantsHinHnovelHpathwaysHinfluenceHbloodHpressureHandHcardiovascularHdiseaseHriskVHNature
TH2011THbefTHYXaUg 50.4 1564

248 –irrorHextremeHp–wHphenotypesHassociatedHwithHgeneHdosageHatHtheHchromosomeHYdpYYVZHlocusVH
NatureTH2011THbefTHgeUYXZ 50.4 322

247 qomprehensiveHcatalogHofHsuropeanHbiobanksVHNatureTBiotechnologyTH2011THZgTHegcUe 44.5 65

246
aVeH–bHtandemHmicroduplicationHinHchromosomeHcpYaVYUpYaVZHassociatedHwithHdevelopmentalH
delayTHmacrocephalyTHobesityTHandHlymphedemaVHturtherHcharacterizationHofHtheHdupPcpYaQH
syndromeVHEuropeanTJournalTofTMedicalTGeneticsTH2011THcbTHZZcUaX

2.6 18

245 qellularHrescueUassayHaidsHverificationHofHcausativeHr oUvariantsHinHmitochondrialHcomplexHwH
deficiencyVHMolecularTGeneticsTandTMetabolismTH2011THYXaTHYdYUd 3.7 23

Thomas Meitinger

20



244 vumanHmetabolicHindividualityHinHbiomedicalHandHpharmaceuticalHresearchVHNatureTH2011THbeeTHcbUdX 50.4 728

243 äecentHadvancesHinHtheHgeneticsHofHatrialHfibrillationhHfromHrareHandHcommonHgeneticHvariantsHtoH
microä oHsignalingVHNeurologyTInternationalTH2011THYTH 0 1

242 qommonHvariantsHinHPZäYYYHareHassociatedHwithHnarcolepsyVHNatureTGeneticsTH2011THbaTHddUeY 36.3 184

241 zargeUscaleHassociationHanalysisHidentifiesHYaHnewHsusceptibilityHlociHforHcoronaryHarteryHdiseaseVH
NatureTGeneticsTH2011THbaTHaaaUf 36.3 1394

240 oHgenomeUwideHassociationHstudyHconfirmsHoPOsHasHtheHmajorHgeneHinfluencingHsurvivalHinH
longUlivedHindividualsVHMechanismsTofTAgeingTandTDevelopmentTH2011THYaZTHaZbUaX 5.6 162

239 uenomeUwideHassociationHstudyHidentifiesHaHnewHlocusHforHcoronaryHarteryHdiseaseHonHchromosomeH
YXpYYVZaVHEuropeanTHeartTJournalTH2011THaZTHYcfUdf 9.5 92

238 oHmutationHinHγPéacTHencodingHaHsubunitHofHtheHretromerHcomplexTHcausesHlateUonsetHParkinsonH
diseaseVHAmericanTJournalTofTHumanTGeneticsTH2011THfgTHYdfUec 11 624

237 obsenceHofHanHorphanHmitochondrialHproteinTHcYgorfYZTHcausesHaHdistinctHclinicalHsubtypeHofH
neurodegenerationHwithHbrainHironHaccumulationVHAmericanTJournalTofTHumanTGeneticsTH2011THfgTHcbaUcX 11 182

236 sxpressionHanalysisHofHdopaminergicHneuronsHinHParkinsonOsHdiseaseHandHagingHlinksHtranscriptionalH
dysregulationHofHenergyHmetabolismHtoHcellHdeathVHActaTNeuropathologicaTH2011THYZZTHecUfd 14.3 102

235 éamplingHuWoéHsubjectsHfromHriskHpopulationsVHGeneticTEpidemiologyTH2011THacTHYbfUca 2.6 2

234 γariantsHinHé₁o₁cpHassociateHwithHserumH₁qHandHzrzUqHlevelsVHJournalTofTClinicalTEndocrinologyTandT
MetabolismTH2011THgdTHsYbgdUcXY 5.6 3

233  ovelHassociationHtoHtheHproproteinHconvertaseHPqéyeHgeneHlocusHrevealedHbyHanalysingHsolubleH
transferrinHreceptorHPs₁fäQHlevelsVHHumanTMolecularTGeneticsTH2011THZXTHYXbZUe 5.6 51

232 –swéYHandHp₁prghHgeneticHassociationHwithHrestlessHlegHsyndromeHinHendHstageHrenalHdiseaseVH
JournalTofTMedicalTGeneticsTH2011THbfTHbdZUd 5.8 49

231 ossociationHofHgeneticHvariationHwithHsystolicHandHdiastolicHbloodHpressureHamongHofricanH
omericanshHtheHqandidateHueneHossociationHäesourceHstudyVHHumanTMolecularTGeneticsTH2011THZXTHZZeaUfb5.6 146

230 uenomeUwideHassociationHstudiesHofHatrialHfibrillationhHpastTHpresentTHandHfutureVHCardiovascularT
ResearchTH2011THfgTHeXYUg 9.9 51

229 –utationsHinHtheHmitochondrialHthioredoxinHreductaseHgeneH₁X ärZHcauseHdilatedHcardiomyopathyVH
EuropeanTHeartTJournalTH2011THaZTHYYZYUaa 9.5 71

228 uenomeUwideHassociationHstudyHidentifiesHsixHnewHlociHinfluencingHpulseHpressureHandHmeanHarterialH
pressureVHNatureTGeneticsTH2011THbaTHYXXcUYY 36.3 338

227 oHoneHbaseHpairHdeletionHinHtheHcanineHo₁PYaoZHgeneHcausesHexonHskippingHandHlateUonsetHneuronalH
ceroidHlipofuscinosisHinHtheH₁ibetanHterrierVHPLoSTGeneticsTH2011THeTHeYXXZaXb 6 58

(2011-2011)
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226 riscoveryHofHsexualHdimorphismsHinHmetabolicHandHgeneticHbiomarkersVHPLoSTGeneticsTH2011THeTHeYXXZZYc6 256

225 uenomeUwideHassociationHstudyHidentifiesHnovelHrestlessHlegsHsyndromeHsusceptibilityHlociHonHZpYbH
andHYdqYZVYVHPLoSTGeneticsTH2011THeTHeYXXZYeY 6 135

224 ueneticHdeterminantsHofHserumHtestosteroneHconcentrationsHinHmenVHPLoSTGeneticsTH2011THeTHeYXXZaYa 6 148

223 qohenHsyndromeHdiagnosisHusingHwholeHgenomeHarraysVHJournalTofTMedicalTGeneticsTH2011THbfTHYadUbX 5.8 28

222 sffectHofHgenomeUwideHsimultaneousHhypothesesHtestsHonHtheHdiscoveryHrateVHInternationalTJournalT
ofTMolecularTEpidemiologyTandTGeneticsTH2011THZTHYdaUee 0.9

221 uenesHpredictHvillageHofHoriginHinHruralHsuropeVHEuropeanTJournalTofTHumanTGeneticsTH2010THYfTHYZdgUeX 5.3 19

220 piologicalTHclinicalHandHpopulationHrelevanceHofHgcHlociHforHbloodHlipidsVHNatureTH2010THbddTHeXeUYa 50.4 2742

219 vundredsHofHvariantsHclusteredHinHgenomicHlociHandHbiologicalHpathwaysHaffectHhumanHheightVH
NatureTH2010THbdeTHfaZUf 50.4 1514

218 uenomeUwideHassociationHstudyHidentifiesHtwoHsusceptibilityHlociHforHnonsyndromicHcleftHlipHwithHorH
withoutHcleftHpalateVHNatureTGeneticsTH2010THbZTHZbUd 36.3 312

217 oHgenomeUwideHperspectiveHofHgeneticHvariationHinHhumanHmetabolismVHNatureTGeneticsTH2010THbZTHYaeUbY36.3 515

216 uenomeUwideHassociationHstudyHofHPäHintervalVHNatureTGeneticsTH2010THbZTHYcaUg 36.3 340

215 qommonHvariantsHinHyq  aHareHassociatedHwithHloneHatrialHfibrillationVHNatureTGeneticsTH2010THbZTHZbXUb 36.3 362

214 ₁welveHtypeHZHdiabetesHsusceptibilityHlociHidentifiedHthroughHlargeUscaleHassociationHanalysisVHNatureT
GeneticsTH2010THbZTHcegUfg 36.3 1449

213 uenomeUwideHassociationHstudyHidentifiesHaHsusceptibilityHlocusHatHZYqZYHforHventricularHfibrillationH
inHacuteHmyocardialHinfarctionVHNatureTGeneticsTH2010THbZTHdffUdgY 36.3 132

212 uenomeUwideHassociationHstudyHofHmigraineHimplicatesHaHcommonHsusceptibilityHvariantHonHfqZZVYVH
NatureTGeneticsTH2010THbZTHfdgUea 36.3 277

211 –etaUanalysisHidentifiesHYaHnewHlociHassociatedHwithHwaistUhipHratioHandHrevealsHsexualHdimorphismH
inHtheHgeneticHbasisHofHfatHdistributionVHNatureTGeneticsTH2010THbZTHgbgUdX 36.3 724

210 ossociationHanalysesHofHZbgTegdHindividualsHrevealHYfHnewHlociHassociatedHwithHbodyHmassHindexVH
NatureTGeneticsTH2010THbZTHgaeUbf 36.3 2267

209 sxomeHsequencingHidentifiesHoqorgHmutationsHasHaHcauseHofHcomplexHwHdeficiencyVHNatureTGeneticsTH
2010THbZTHYYaYUb 36.3 210
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208 qommonHvariantsHinHZZHlociHareHassociatedHwithHQäéHdurationHandHcardiacHventricularHconductionVH
NatureTGeneticsTH2010THbZTHYXdfUed 36.3 249

207 qommonHvariantsHatHYXHgenomicHlociHinfluenceHhemoglobinHoâ��PqQHlevelsHviaHglycemicHandH
nonglycemicHpathwaysVHDiabetesTH2010THcgTHaZZgUag 0.9 314

206 qommonHgeneticHvariantsHassociateHwithHserumHphosphorusHconcentrationVHJournalTofTtheTAmericanT
SocietyTofTNephrologyyTJASNTH2010THZYTHYZZaUaZ 12.7 93

205 –odelingHofHenvironmentalHeffectsHinHgenomeUwideHassociationHstudiesHidentifiesHézqZoZHandHvPHasH
novelHlociHinfluencingHserumHcholesterolHlevelsVHPLoSTGeneticsTH2010THdTHeYXXXegf 6 46

204 ueneticHassociationHstudyHidentifiesHvéPpeHasHaHriskHgeneHforHidiopathicHdilatedHcardiomyopathyVH
PLoSTGeneticsTH2010THdTHeYXXYYde 6 93

203 uenomeUwideHassociationHstudiesHofHserumHmagnesiumTHpotassiumTHandHsodiumHconcentrationsH
identifyHsixHzociHinfluencingHserumHmagnesiumHlevelsVHPLoSTGeneticsTH2010THdTHeYXXYXbc 6 144

202 qzOqyHgeneHvariantsHassociateHwithHsleepHdurationHinHtwoHindependentHpopulationsVHBiologicalT
PsychiatryTH2010THdeTHYXbXUe 7.9 114

201 ueneticHregulationHofHserumHphytosterolHlevelsHandHriskHofHcoronaryHarteryHdiseaseVHCirculationyT
CardiovascularTGeneticsTH2010THaTHaaYUg 116

200 uenomeUwideHassociationHanalysisHidentifiesHmultipleHlociHrelatedHtoHrestingHheartHrateVHHumanT
MolecularTGeneticsTH2010THYgTHaffcUgb 5.6 106

199 vumanH₁βppaHmutationsHperturbHmicrotubuleHdynamicsTHkinesinHinteractionsTHandHaxonHguidanceVH
CellTH2010THYbXTHebUfe 56.2 418

198 ueneticHvariationHatHchromosomeHYpYaVaHaffectsHsortilinHmä oHexpressionTHcellularHzrzUuptakeHandH
serumHzrzHlevelsHwhichHtranslatesHtoHtheHriskHofHcoronaryHarteryHdiseaseVHAtherosclerosisTH2010THZXfTHYfaUg3.1 123

197 PeriphilinHisHaHnovelHinteractorHofHsynphilinUYTHaHproteinHimplicatedHinHParkinsonOsHdiseaseVH
NeurogeneticsTH2010THYYTHZXaUYc 3 2

196 zowUriskHvariantsHtutäZTH₁ äqgHandHzéPYHinHuermanHfamilialHbreastHcancerHpatientsVHInternationalT
JournalTofTCancerTH2010THYZdTHZfcfUdZ 7.5 22

195
äiskHgeneHvariantsHforHnicotineHdependenceHinHtheHqvä ocUqvä oaUqvä pbHclusterHareHassociatedH
withHcognitiveHperformanceVHAmericanTJournalTofTMedicalTGeneticsTPartTByTNeuropsychiatricTGeneticsTH
2010THYcapTHYbbfUcf

3.5 52

194 oHmetaUanalysisHofHgenomeUwideHdataHfromHfiveHsuropeanHisolatesHrevealsHanHassociationHofH
qOzZZoYTHéY₁YTHandHuopääZHwithHserumHcreatinineHlevelVHBMCTMedicalTGeneticsTH2010THYYTHbY 2.1 39

193 vowHtoHlinkHcallHrateHandHpUvaluesHforHvardyUWeinbergHequilibriumHasHmeasuresHofHgenomeUwideH
é PHdataHqualityVHStatisticsTinTMedicineTH2010THZgTHZabeUcf 2.3 9

192 wdentificationHofHäecurringH₁umorUépecificHéomaticH–utationsHwnHocuteH–yeloidHzeukemiaHbyH
₁ranscriptomeHéequencingVVHBloodTH2010THYYdTHYXcgUYXcg 2.2

191 uenomeUwideHassociationHscanHmetaUanalysisHidentifiesHthreeHzociHinfluencingHadiposityHandHfatH
distributionVHPLoSTGeneticsTH2009THcTHeYXXXcXf 6 393

(2009-2010)
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190 ueneticHstructureHofHsuropeanshHaHviewHfromHtheH orthUsastVHPLoSTONETH2009THbTHecbeZ 3.7 237

189 ₁argetingHYdXHcandidateHgenesHforHbloodHpressureHregulationHwithHaHgenomeUwideHgenotypingH
arrayVHPLoSTONETH2009THbTHedXab 3.7 89

188 ₁heHmitochondrialHproteomeHdatabasehH–itoPZVHMethodsTinTEnzymologyTH2009THbceTHaUZX 1.7 67

187 ₁heHroleHofHbiobankingHinHrareHdiseaseshHsuropeanHconsensusHexpertHgroupHreportVHBiopreservationT
andTBiobankingTH2009THeTHYccUd 2.1 22

186 äeplicationHofHrestlessHlegsHsyndromeHlociHinHthreeHsuropeanHpopulationsVHJournalTofTMedicalT
GeneticsTH2009THbdTHaYcUf 5.8 70

185 roHcommonHgeneticHvariantsHinHendotoxinHsignalingHpathwayHcontributeHtoHpredispositionHtoH
alcoholicHliverHcirrhosismVHClinicalTChemistryTandTLaboratoryTMedicineTH2009THbeTHagfUbXb 5.9 8

184 ueneticHvariationHinHtheHlymphotoxinUalphaHpathwayHandHtheHriskHofHischemicHstrokeHinHsuropeanH
populationsVHStrokeTH2009THbXTHgeXUZ 6.7 17

183 ueneticHvariantsHassociatedHwithHcardiacHstructureHandHfunctionhHaHmetaUanalysisHandHreplicationHofH
genomeUwideHassociationHdataVHJAMATkTJournalTofTtheTAmericanTMedicalTAssociationTH2009THaXZTHYdfUef 27.4 164

182 –etaUanalysisHofHZfTYbYHindividualsHidentifiesHcommonHvariantsHwithinHfiveHnewHlociHthatHinfluenceH
uricHacidHconcentrationsVHPLoSTGeneticsTH2009THcTHeYXXXcXb 6 495

181 ueneticHdeterminantsHofHcirculatingHsphingolipidHconcentrationsHinHsuropeanHpopulationsVHPLoST
GeneticsTH2009THcTHeYXXXdeZ 6 150

180 γariationHinHtheHbqZcHchromosomalHlocusHpredictsHatrialHfibrillationHafterHcoronaryHarteryHbypassH
graftHsurgeryVHCirculationyTCardiovascularTGeneticsTH2009THZTHbggUcXd 79

179 qommonHvariantsHinHtheHxoZtYHgeneHassociatedHwithHheightHidentifiedHbyHlinkageHandHgenomeUwideH
associationHanalysisVHHumanTMolecularTGeneticsTH2009THYfTHaeaUfX 5.6 81

178 uenomeUwideHscanHidentifiesHqrvYaHasHaHnovelHsusceptibilityHlocusHcontributingHtoHbloodHpressureH
determinationHinHtwoHsuropeanHpopulationsVHHumanTMolecularTGeneticsTH2009THYfTHZZffUgd 5.6 154

177 ProcolipaseHgenehHnoHassociationHwithHearlyUonsetHobesityHorHfatHintakeVHObesityTFactsTH2009THZTHbXUb 5.1 2

176 oHgenomeUwideHassociationHscanHofHääHandHQ₁HintervalHdurationHinHaHsuropeanHgeneticallyHisolatedH
populationshHtheHsβäOéPo HprojectVHCirculationyTCardiovascularTGeneticsTH2009THZTHaZZUf 58

175
 eurologicalHphenotypeHandHreducedHlifespanHinHheterozygousH₁imZaHknockoutHmiceTHtheHfirstH
mouseHmodelHofHdefectiveHmitochondrialHimportVHBiochimicaTEtTBiophysicaTActaTkTBioenergeticsTH2009TH
YefeTHaeYUd

4.6 26

174 –icrodeletionHsyndromeHYdpYYVZUpYZVZhHclinicalHandHmolecularHcharacterizationVHAmericanTJournalTofT
MedicalTGeneticsiTPartTATH2009THYbgoTHZYXdUYZ 2.5 29

173 éequenceHvariantsHonHchromosomeHgpZYVaHconferHriskHforHatheroscleroticHstrokeVHAnnalsTofT
NeurologyTH2009THdcTHcaYUg 9.4 185
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172 éingleUcellHexpressionHprofilingHofHdopaminergicHneuronsHcombinedHwithHassociationHanalysisH
identifiesHpyridoxalHkinaseHasHParkinsonOsHdiseaseHgeneVHAnnalsTofTNeurologyTH2009THddTHegZUf 9.4 40

171 ogeUrelatedHmacularHdegenerationHandHfunctionalHpromoterHandHcodingHvariantsHofHtheH
apolipoproteinHsHgeneVHHumanTMutationTH2009THaXTHYXbfUca 4.7 34

170
é₁o₁aHsingleUnucleotideHpolymorphismsHandHé₁o₁aHmutationsHassociatedHwithHhyperUwgsHsyndromeH
areHnotHresponsibleHforHincreasedHserumHwgsHserumHlevelsHinHasthmaHfamiliesVHEuropeanTJournalTofT
HumanTGeneticsTH2009THYeTHacZUd

5.3 14

169 zociHinfluencingHlipidHlevelsHandHcoronaryHheartHdiseaseHriskHinHYdHsuropeanHpopulationHcohortsVH
NatureTGeneticsTH2009THbYTHbeUcc 36.3 708

168 éixHnewHlociHassociatedHwithHbodyHmassHindexHhighlightHaHneuronalHinfluenceHonHbodyHweightH
regulationVHNatureTGeneticsTH2009THbYTHZcUab 36.3 1368

167  ewHsusceptibilityHlocusHforHcoronaryHarteryHdiseaseHonHchromosomeHaqZZVaVHNatureTGeneticsTH2009TH
bYTHZfXUZ 36.3 389

166 uenomeUwideHhaplotypeHassociationHstudyHidentifiesHtheHézqZZoaUzPozZUzPoHgeneHclusterHasHaHriskH
locusHforHcoronaryHarteryHdiseaseVHNatureTGeneticsTH2009THbYTHZfaUc 36.3 374

165 uenomeUwideHassociationHstudyHidentifiesHeightHlociHassociatedHwithHbloodHpressureVHNatureT
GeneticsTH2009THbYTHdddUed 36.3 970

164 qommonHvariantsHatHtenHlociHmodulateHtheHQ₁HintervalHdurationHinHtheHQ₁éqrHétudyVHNatureT
GeneticsTH2009THbYTHbXeUYb 36.3 308

163  arcolepsyHisHstronglyHassociatedHwithHtheH₁UcellHreceptorHalphaHlocusVHNatureTGeneticsTH2009THbYTHeXfUYY 36.3 380

162 γariantsHinHZtvXaHareHassociatedHwithHatrialHfibrillationHinHindividualsHofHsuropeanHancestryVHNatureT
GeneticsTH2009THbYTHfegUfY 36.3 307

161 oHgenomeUwideHassociationHstudyHidentifiesHthreeHlociHassociatedHwithHmeanHplateletHvolumeVH
AmericanTJournalTofTHumanTGeneticsTH2009THfbTHddUeY 11 94

160 uenomeUwideHlinkageHanalysisHofHserumHcreatinineHinHthreeHisolatedHsuropeanHpopulationsVHKidneyT
InternationalTH2009THedTHZgeUaXd 9.9 57

159 WholeHgenomeHsequencingHofHaHsingleHposHtaurusHanimalHforHsingleHnucleotideHpolymorphismH
discoveryVHGenomeTBiologyTH2009THYXTHäfZ 18.3 79

158 ueneticHstructureHinHcontemporaryHéouthH₁yroleanHisolatedHpopulationsHrevealedHbyHanalysisHofH
YUchromosomeTHmtr oTHandHoluHpolymorphismsVHZXXdVHHumanTBiologyTH2009THfYTHfecUgf 1.2 3

157 zargeHscaleHreplicationHandHmetaUanalysisHofHvariantsHonHchromosomeHbqZcHassociatedHwithHatrialH
fibrillationVHEuropeanTHeartTJournalTH2009THaXTHfYaUg 9.5 165

156  atriureticHpeptideHsystemHgeneHvariantsHareHassociatedHwithHventricularHdysfunctionHafterHcoronaryH
arteryHbypassHgraftingVHAnesthesiologyTH2009THYYXTHeafUbe 4.3 35

155 roesHpUtypeHnatriureticHpeptideHorHitsHgeneHpolymorphismHpredictHpatientHoutcomeHafterHcoronaryH
arteryHbypassHgraftHsurgerymVHAnesthesiologyTH2009THYYYTHYaefUgiHauthorHreplyHYaefUg 4.3

(2009-2009)
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154 PreferentialHreciprocalHtransferHofHpaternalWmaternalHrzyYHallelesHtoHobeseHchildrenhHfirstHevidenceH
ofHpolarHoverdominanceHinHhumansVHEuropeanTJournalTofTHumanTGeneticsTH2008THYdTHYYZdUab 5.3 31

153 ézqZogHinfluencesHuricHacidHconcentrationsHwithHpronouncedHsexUspecificHeffectsVHNatureTGeneticsTH
2008THbXTHbaXUd 36.3 317

152 qommonHvariantsHnearH–qbäHareHassociatedHwithHfatHmassTHweightHandHriskHofHobesityVHNatureT
GeneticsTH2008THbXTHedfUec 36.3 1048

151 P₁PärHPproteinHtyrosineHphosphataseHreceptorHtypeHdeltaQHisHassociatedHwithHrestlessHlegsH
syndromeVHNatureTGeneticsTH2008THbXTHgbdUf 36.3 217

150 oHfunctionalHpolymorphismHinHtheHéq YoHgeneHisHnotHassociatedHwithHcarbamazepineHdosagesHinH
oustrianHpatientsHwithHepilepsyVHEpilepsiaTH2008THbgTHYYXfUg 6.4 45

149 oHnovelHdeletionHinHprogranulinHgeneHisHassociatedHwithHt₁rPUYeHandHqpéVHNeurobiologyTofTAgingTH
2008THZgTHbZeUac 5.6 94

148 éingleUnucleotideHpolymorphismsHofH––PUZHgeneHinHstrokeHsubtypesVHCerebrovascularTDiseasesTH
2008THZdTHYYaUg 3.2 34

147 uenomeUwideHassociationHanalysisHofHhighUdensityHlipoproteinHcholesterolHinHtheHpopulationUbasedH
yOäoHstudyHshedsHnewHlightHonHintergenicHregionsVHCirculationyTCardiovascularTGeneticsTH2008THYTHYXUZX 77

146 ueneticHvariationHinHsolubleHepoxideHhydrolaseHPsPvXZQHisHassociatedHwithHanHincreasedHriskHofH
ischemicHstrokeHinHwhiteHsuropeansVHStrokeTH2008THagTHYcgaUd 6.7 62

145
oHmultimetricHapproachHtoHanalysisHofHgenomeUwideHassociationHbyHsingleHmarkersHandHcompositeH
likelihoodVHProceedingsTofTtheTNationalTAcademyTofTSciencesTofTtheTUnitedTStatesTofTAmericaTH2008TH
YXcTHZcgZUe

11.5 6

144 uenomeUwideHscanHonHtotalHserumHwgsHlevelsHidentifiesHtqsäYoHasHnovelHsusceptibilityHlocusVHPLoST
GeneticsTH2008THbTHeYXXXYdd 6 218

143 zackHofHassociationHbetweenHtheH–stZoHgeneHandHmyocardialHinfarctionVHCirculationTH2008THYYeTHYfcUgY 16.7 38

142
₁heHnonUsynonymousHcodingHwyrUchannelHvariantHyq vZUyfge₁HisHassociatedHwithHatrialHfibrillationhH
resultsHfromHaHsystematicHcandidateHgeneUbasedHanalysisHofHyq vZHPvsäuQVHEuropeanTHeartTJournalTH
2008THZgTHgXeUYb

9.5 87

141 ueneticHvariationHinHmembersHofHtheHleukotrieneHbiosynthesisHpathwayHconferHanHincreasedHriskHofH
ischemicHstrokehHaHreplicationHstudyHinHtwoHindependentHpopulationsVHStrokeTH2008THagTHYYXgUYb 6.7 50

140 zifelongHreductionHofHzrzUcholesterolHrelatedHtoHaHcommonHvariantHinHtheHzrzUreceptorHgeneH
decreasesHtheHriskHofHcoronaryHarteryHdiseaseUUaH–endelianHäandomisationHstudyVHPLoSTONETH2008THaTHeZgfd3.7 117

139 –itoPZhHanHintegrativeHtoolHforHtheHanalysisHofHtheHmitochondrialHproteomeVHMolecularTBiotechnology
TH2008THbXTHaXdUYc 3 65

138 éuggestiveHevidenceHforHlinkageHforHrestlessHlegsHsyndromeHonHchromosomeHYgpYaVHNeurogeneticsTH
2008THgTHecUfZ 3 56

137 zackHofHassociationHofHgeneticHvariantsHinHgenesHofHtheHendocannabinoidHsystemHwithHanorexiaH
nervosaVHChildTandTAdolescentTPsychiatryTandTMentalTHealthTH2008THZTHaa 6.8 33
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136 γariantsHinHtheHneuronalHnitricHoxideHsynthaseHPn OéTH OéYQHgeneHareHassociatedHwithHrestlessHlegsH
syndromeVHMovementTDisordersTH2008THZaTHacXUf 7 91

135 onticholinergicUresponsiveHgaitHfreezingHinHaHpatientHwithHpantothenateHkinaseUassociatedH
neurodegenerationVHMovementTDisordersTH2008THZaTHZfaUb 7 9

134 ueneticsHmeetsHmetabolomicshHaHgenomeUwideHassociationHstudyHofHmetaboliteHprofilesHinHhumanH
serumVHPLoSTGeneticsTH2008THbTHeYXXXZfZ 6 538

133 zääyZHPzeucineUäichHäepeatHyinaseHZQHueneHonHPoäyfHzocusHinHtamiliesHwithHParkinsonismH2008THecUfg

132 qaseUcontrolHgeneticHassociationHstudyHofHfibulinUdHPtpz dHorHv–q YQHvariantsHinHageUrelatedH
macularHdegenerationHPo–rQVHHumanTMutationTH2007THZfTHbXdUYa 4.7 26

131 tamilyUbasedHassociationHstudyHofHtheHrestlessHlegsHsyndromeHlociHZHandHaHinHaHsuropeanHpopulationVH
MovementTDisordersTH2007THZZTHZXeUYZ 7 28

130 oHnovelHzääyZHmutationHinHanHoustrianHcohortHofHpatientsHwithHParkinsonOsHdiseaseVHMovementT
DisordersTH2007THZZTHYdbXUa 7 16

129
–utationHscreenHandHassociationHstudiesHinHtheHdiacylglycerolHOUacyltransferaseHhomologHZHgeneH
Pruo₁ZQTHaHpositionalHcandidateHgeneHforHearlyHonsetHobesityHonHchromosomeHYYqYaVHBMCTGeneticsTH
2007THfTHYe

2.6 22

128 ₁heHgeneticHstudyHofHthreeHpopulationHmicroisolatesHinHéouthH₁yrolHP–wqäOéQhHstudyHdesignHandH
epidemiologicalHperspectivesVHBMCTMedicalTGeneticsTH2007THfTHZg 2.1 44

127 uenomeUwideHassociationHstudyHofHrestlessHlegsHsyndromeHidentifiesHcommonHvariantsHinHthreeH
genomicHregionsVHNatureTGeneticsTH2007THagTHYXXXUd 36.3 545

126 zymphotoxinUalphaHandHgalectinUZHé PsHareHnotHassociatedHwithHmyocardialHinfarctionHinHtwoH
differentHuermanHpopulationsVHJournalTofTMolecularTMedicineTH2007THfcTHggeUYXXb 5.5 23

125 oHpopulationUbasedHepidemiologicalHandHgeneticHstudyHofHXUlinkedHretinitisHpigmentosaVH
InvestigativeTOphthalmologyTandTVisualTScienceTH2007THbfTHbXYZUf 27

124 ₁heHassociationHofHaHé PHupstreamHofHw éwuZHwithHbodyHmassHindexHisHreproducedHinHseveralHbutHnotH
allHcohortsVHPLoSTGeneticsTH2007THaTHedY 6 119

123 uenomewideHassociationHanalysisHofHcoronaryHarteryHdiseaseVHNewTEnglandTJournalTofTMedicineTH2007
THaceTHbbaUca 59.2 1608

122
₁heHcommonHnonUsynonymousHvariantHuaféHofHtheHyq sYUPminyQUgeneHisHnotHassociatedHtoHQ₁H
intervalHinHqentralHsuropeanHqaucasianshHresultsHfromHtheHyOäoHstudyVHEuropeanTHeartTJournalTH
2007THZfTHaXcUg

9.5 25

121 ossociationHofHvariantsHinHtheHpo₁YU typwzYUz₁oHgenomicHregionHwithHprotectionHagainstH
myocardialHinfarctionHinHsuropeansVHHumanTMolecularTGeneticsTH2007THYdTHYfZYUe 5.6 22

120
wdentificationHofHnovelHmutationsHinHpatientsHwithHzeberHcongenitalHamaurosisHandHjuvenileHäPHbyH
genomeUwideHhomozygosityHmappingHwithHé PHmicroarraysVHInvestigativeTOphthalmologyTandTVisualT
ScienceTH2007THbfTHcdgXUf

85

119  oHevidenceHforHanHinvolvementHofHvariantsHinHtheHcannabinoidHreceptorHgeneHPq äYQHinHobesityHinH
uermanHchildrenHandHadolescentsVHMolecularTGeneticsTandTMetabolismTH2007THgXTHbZgUab 3.7 37

(2007-2008)
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118 qopyUnumberHvariationsHmeasuredHbyHsingleUnucleotideUpolymorphismHoligonucleotideHarraysHinH
patientsHwithHmentalHretardationVHAmericanTJournalTofTHumanTGeneticsTH2007THfYTHedfUeg 11 106

117
₁heHbreakpointHidentifiedHinHaHbalancedHdeHnovoHtranslocationHtPeigQPpYbVYiqaYVaQHdisruptsHtheH
oUkinaseHPPäyoQHanchorHproteinHZHgeneHPoyoPZQHonHchromosomeHgHinHaHpatientHwithHyallmannH
syndromeHandHboneHanomaliesVHInternationalTJournalTofTMolecularTMedicineTH2007THYgTHbZgUac

4.4 9

116 svidenceHforHfurtherHgeneticHlocusHheterogeneityHandHconfirmationHofHäzéUYHinHrestlessHlegsH
syndromeVHMovementTDisordersTH2006THZYTHZfUaa 7 72

115 äestlessHlegsHsyndromehHepidemiologicalHandHclinicogeneticHstudyHinHaHéouthH₁yroleanHpopulationH
isolateVHMovementTDisordersTH2006THZYTHYYfgUgc 7 32

114 uenotypicHandHphenotypicHspectrumHofHPo yZHmutationsHinHpatientsHwithHneurodegenerationHwithH
brainHironHaccumulationVHAnnalsTofTNeurologyTH2006THcgTHZbfUcd 9.4 158

113 é PUbasedHanalysisHofHgeneticHsubstructureHinHtheHuermanHpopulationVHHumanTHeredityTH2006THdZTHZXUg 1.1 109

112 ₁heHParkinsonHdiseaseHcausingHzääyZHmutationHwZXZX₁HisHassociatedHwithHincreasedHkinaseHactivityVH
HumanTMolecularTGeneticsTH2006THYcTHZZaUaZ 5.6 393

111
PrevalenceTHspectrumTHandHfunctionalHcharacterizationHofHmelanocortinUbHreceptorHgeneHmutationsH
inHaHrepresentativeHpopulationUbasedHsampleHandHobeseHadultsHfromHuermanyVHJournalTofTClinicalT
EndocrinologyTandTMetabolismTH2006THgYTHYedYUg

5.6 158

110 oHcommonHgeneticHvariantHisHassociatedHwithHadultHandHchildhoodHobesityVHScienceTH2006THaYZTHZegUfa 33.3 584

109 ueneHmappingHandHmarkerHclusteringHusingHéhannonOsHmutualHinformationVHIEEEmACMTTransactionsT
onTComputationalTBiologyTandTBioinformaticsTH2006THaTHbeUcd 3 37

108 –utationsHinHtheHqsPZgXHP PvPdQHgeneHareHaHfrequentHcauseHofHzeberHcongenitalHamaurosisVH
AmericanTJournalTofTHumanTGeneticsTH2006THegTHccdUdY 11 500

107 ueneticHstructureHinHcontemporaryHsouthH₁yroleanHisolatedHpopulationsHrevealedHbyHanalysisHofH
YUchromosomeTHmtr oTHandHoluHpolymorphismsVHHumanTBiologyTH2006THefTHbbYUdb 1.2 14

106 ProteomeHanalysisHofHmitochondrialHouterHmembraneHfromH eurosporaHcrassaVHProteomicsTH2006THdTHeZUfX4.8 71

105 oHcommonHgeneticHvariantHinHtheH OéYHregulatorH OéYoPHmodulatesHcardiacHrepolarizationVHNatureT
GeneticsTH2006THafTHdbbUcY 36.3 438

104 –utationsHinHtheHqzq ZHgeneHareHaHrareHcauseHofHidiopathicHgeneralizedHepilepsyHsyndromesVH
NeurogeneticsTH2006THeTHZdcUf 3 19

103 tamilialHcarpalHtunnelHsyndromehHfurtherHevidenceHforHaHgeneticHcontributionVHClinicalTGeneticsTH2006TH
dgTHYegUfZ 4 10

102 ozOXcoPHgeneHandHtheHPrsbrHgeneHinHaHcentralHsuropeanHpopulationHofHstrokeHpatientsVHStrokeTH
2005THadTHeaYUd 6.7 161

101 zinkageHdisequilibriumHpatternsHandHtagé PHtransferabilityHamongHsuropeanHpopulationsVHAmericanT
JournalTofTHumanTGeneticsTH2005THedTHafeUgf 11 108
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100
vypotheticalHzOqafeeYcHisHaHsecondHmajorHsusceptibilityHgeneHforHageUrelatedHmacularH
degenerationTHcontributingHindependentlyHofHcomplementHfactorHvHtoHdiseaseHriskVHHumanT
MolecularTGeneticsTH2005THYbTHaZZeUad

5.6 656

99 ₁heHr oHsequenceHofHtheHhumanHXHchromosomeVHNatureTH2005THbabTHaZcUae 50.4 822

98 éystematicHmutationHanalysisHofHywooXedeHandHywooYdbdHinHchromosomeHZZqUlinkedHperiodicH
catatoniaVHBMCTPsychiatryTH2005THcTHad 4.2 6

97 –ultipleHregionsHofHalphaUsynucleinHareHassociatedHwithHParkinsonOsHdiseaseVHAnnalsTofTNeurologyTH
2005THceTHcacUbY 9.4 206

96 qommonHvariantsHofHzääyZHareHnotHassociatedHwithHsporadicHParkinsonOsHdiseaseVHAnnalsTofT
NeurologyTH2005THcfTHgXcUf 9.4 47

95 qommonHvariantsHinHmyocardialHionHchannelHgenesHmodifyHtheHQ₁HintervalHinHtheHgeneralHpopulationhH
resultsHfromHtheHyOäoHstudyVHCirculationTResearchTH2005THgdTHdgaUeXY 15.7 120

94 ₁aq–anHassaysHforHgenotypingHofHsingleHnucleotideHpolymorphismsHpresentHatHaHdiseaseH
susceptibilityHlocusHonHchromosomeHdVHClinicalTChemistryTandTLaboratoryTMedicineTH2005THbaTHYdeUeZ 5.9 4

93 ₁heHeyeUofUtheUtigerHsignHisHnotHaHreliableHdiseaseHmarkerHforHvallervordenUépatzHsyndromeVH
NeuropediatricsTH2005THadTHZZYUZ 1.6 62

92 qlinicalHpictureTHevolutionHandHpeculiarHmolecularHfindingsHinHaHveryHlargeHpedigreeHwithHWolframH
syndromeVHJournalTofTPediatricTEndocrinologyTandTMetabolismTH2005THYfTHYagYUe 1.6 11

91 slectroretinographyHasHaHscreeningHmethodHforHmutationsHcausingHretinalHdysfunctionHinHmiceVH
InvestigativeTOphthalmologyTandTVisualTScienceTH2004THbcTHdXYUg 43

90
uhrelinHreceptorHgenehHidentificationHofHseveralHsequenceHvariantsHinHextremelyHobeseHchildrenHandH
adolescentsTHhealthyHnormalUweightHandHunderweightHstudentsTHandHchildrenHwithHshortHnormalH
statureVHJournalTofTClinicalTEndocrinologyTandTMetabolismTH2004THfgTHYceUdZ

5.6 115

89 wntegrativeHanalysisHofHtheHmitochondrialHproteomeHinHyeastVHPLoSTBiologyTH2004THZTHeYdX 9.7 165

88 oHgeneHlocusHresponsibleHforHtheHfamilialHhairHshaftHabnormalityHpiliHannulatiHmapsHtoHchromosomeH
YZqZbVaZUZbVaaVHJournalTofTInvestigativeTDermatologyTH2004THYZaTHYXeaUe 4.3 14

87 PolymorphismsHinHtypPcHareHassociatedHwithHincreasedHrecurrenceHofHdepressiveHepisodesHandHrapidH
responseHtoHantidepressantHtreatmentVHNatureTGeneticsTH2004THadTHYaYgUZc 36.3 769

86 –utationsHinHzääyZHcauseHautosomalUdominantHparkinsonismHwithHpleomorphicHpathologyVHNeuronTH
2004THbbTHdXYUe 13.9 2228

85 –echanismsHforHmultipleHintracellularHlocalizationHofHhumanHmitochondrialHproteinsVHMitochondrionTH
2004THaTHaYcUZc 4.9 33

84 éequenceHdiversityHofHywooXXZeW–zqYhHareHmegalencephalicHleukoencephalopathyHandH
schizophreniaHallelicHdisordersmVHHumanTMutationTH2003THZYTHbcUcZ 4.7 15

83 wmprovedHproteomeHanalysisHofHéaccharomycesHcerevisiaeHmitochondriaHbyHfreeUflowH
electrophoresisVHProteomicsTH2003THaTHgXdUYd 4.8 134

(2003-2005)
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82 ₁heHepsilonUsarcoglycanHgeneHPéuqsQTHmutatedHinHmyoclonusUdystoniaHsyndromeTHisHmaternallyH
imprintedVHEuropeanTJournalTofTHumanTGeneticsTH2003THYYTHYafUbb 5.3 124

81 épondyloUocularHsyndromehHaHnewHentityHwithHcrystallineHlensHmalformationTHcataractTHretinalH
detachmentTHosteoporosisTHandHplatyspondylyVHAmericanTJournalTofTOphthalmologyTH2003THYacTHdfYUe 4.9 10

80 onHisoformHofHhPo yZTHdeficientHinHpantothenateHkinaseUassociatedHneurodegenerationTHlocalizesH
toHmitochondriaVHHumanTMolecularTGeneticsTH2003THYZTHaZYUe 5.6 96

79
XUlinkedHretinitisHpigmentosahHäPuäHmutationsHinHmostHfamiliesHwithHdefiniteHXHlinkageHandH
clusteringHofHmutationsHinHaHshortHsequenceHstretchHofHexonHOätYcVHInvestigativeTOphthalmologyT
andTVisualTScienceTH2003THbbTHYbcfUda

90

78
sxpressionHandHmutationHanalysisHofHpäβ OzaTHaHcandidateHgeneHforHheartHandHthymusH
developmentalHdefectsHassociatedHwithHpartialHmonosomyHYXpVHJournalTofTMolecularTMedicineTH2002TH
fXTHbaYUbZ

5.5 40

77 qhronicHrecurrentHmultifocalHosteomyelitisHPqä–OQhHevidenceHforHaHsusceptibilityHgeneHlocatedHonH
chromosomeHYfqZYVaUYfqZZVHEuropeanTJournalTofTHumanTGeneticsTH2002THYXTHZYeUZY 5.3 152

76
äeducedHamplificationHefficiencyHofHywooXXZeW–zqYHalleleshHimplicationsHforHtheHmolecularH
diagnosisHofHmegalencephalicHleukoencephalopathyHwithHsubcorticalHcystsVHMolecularTandTCellularT
ProbesTH2002THYdTHaegUfb

3.3 1

75 XUlinkedHocularHalbinismHP ettleshipUtallsQhHaHnovelHZgUbpHdeletionHinHexonHYVHqarrierHdetectionHbyH
ophthalmicHexaminationHandHr oHanalysisH2001THZagTHYdeUeZ 11

74 riverseHprevalenceHofHlargeHdeletionsHwithinHtheHOoYHgeneHinHocularHalbinismHtypeHYHpatientsHfromH
suropeHandH orthHomericaVHHumanTGeneticsTH2001THYXfTHcYUb 6.3 27

73 äetinalHdetachmentHandHcataractTHfacialHdysmorphismTHgeneralizedHosteoporosisTHimmobileHspineH
andHplatyspondylyHinHaHconsanguinousHkindredUUaHpossibleHnewHsyndromeVHClinicalTGeneticsTH2001THcgTHggUYXc4 14

72 –utationsHinHtheHgeneHencodingHepsilonUsarcoglycanHcauseHmyoclonusUdystoniaHsyndromeVHNatureT
GeneticsTH2001THZgTHddUg 36.3 458

71
₁heHautosomalHdominantHhypophosphatemicHricketsHPorväQHgeneHisHaHsecretedHpolypeptideH
overexpressedHbyHtumorsHthatHcauseHphosphateHwastingVHJournalTofTClinicalTEndocrinologyTandT
MetabolismTH2001THfdTHbgeUcXX

5.6 264

70 PresenceHofHaHmajorHWtéYHmutationHinHépanishHWolframHsyndromeHpedigreesVHMolecularTGeneticsT
andTMetabolismTH2001THeZTHeZUfY 3.7 57

69 –utationsHinHaHnewHgeneHinHsllisUvanHqreveldHsyndromeHandHWeyersHacrodentalHdysostosisVHNatureT
GeneticsTH2000THZbTHZfaUd 36.3 267

68 uenomeUwideTHlargeUscaleHproductionHofHmutantHmiceHbyHs βHmutagenesisVHNatureTGeneticsTH2000TH
ZcTHbbbUe 36.3 578

67 –utationalHhotHspotHwithinHaHnewHäPuäHexonHinHXUlinkedHretinitisHpigmentosaVHNatureTGeneticsTH2000
THZcTHbdZUd 36.3 345

66 outosomalHdominantHhypophosphataemicHricketsHisHassociatedHwithHmutationsHinHtutZaVHNatureT
GeneticsTH2000THZdTHabcUf 36.3 1224

65
 onviralHglialHcellUderivedHneurotrophicHfactorHgeneHtransferHenhancesHsurvivalHofHculturedH
dopaminergicHneuronsHandHimprovesHtheirHfunctionHafterHtransplantationHinHaHratHmodelHofH
ParkinsonOsHdiseaseVHHumanTGeneTTherapyTH2000THYYTHYcZgUbY

4.8 20
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64
–olecularHcloningHofHaHnovelHhumanHβrPUual ochpolypeptideH UacetylgalactosaminyltransferaseTH
ual ocU₁fTHandHanalysisHasHaHcandidateHautosomalHdominantHhypophosphatemicHricketsHPorväQH
geneVHGeneTH2000THZbdTHabeUcd

3.8 67

63 tamilialHmentalHretardationHsyndromeHo₁äUYdHdueHtoHanHinheritedHcrypticHsubtelomericH
translocationTHtPaiYdQPqZgipYaVaQVHAmericanTJournalTofTHumanTGeneticsTH2000THddTHYdUZc 11 44

62 YUchromosomalHdiversityHinHsuropeHisHclinalHandHinfluencedHprimarilyHbyHgeographyTHratherHthanHbyH
languageVHAmericanTJournalTofTHumanTGeneticsTH2000THdeTHYcZdUba 11 471

61 –w₁OPhHdatabaseHforHmitochondriaUrelatedHproteinsTHgenesHandHdiseasesVHNucleicTAcidsTResearchTH
1999THZeTHYcaUc 20.1 27

60
₁heHretinitisHpigmentosaHu₁PaseHregulatorTHäPuäTHinteractsHwithHtheHdeltaHsubunitHofHrodHcyclicHu–PH
phosphodiesteraseVHProceedingsTofTtheTNationalTAcademyTofTSciencesTofTtheTUnitedTStatesTofTAmericaTH
1999THgdTHYaYcUZX

11.5 110

59 reletionHmappingHonHchromosomeHYXpHandHdefinitionHofHaHcriticalHregionHforHtheHsecondHriueorgeH
syndromeHlocusHPruéZQVHEuropeanTJournalTofTHumanTGeneticsTH1998THdTHZYaUZc 5.3 71

58 qloningHandHgeneHstructureHofHtheHrodHcu–PHphosphodiesteraseHdeltaHsubunitHgeneHPPrsrQHinHmanH
andHmouseVHEuropeanTJournalTofTHumanTGeneticsTH1998THdTHZfaUgX 5.3 12

57 onHzUtypeHcalciumUchannelHgeneHmutatedHinHincompleteHXUlinkedHcongenitalHstationaryHnightH
blindnessVHNatureTGeneticsTH1998THYgTHZdXUa 36.3 400

56 oHhighHriskHphenotypeHofHhypertrophicHcardiomyopathyHassociatedHwithHaHcompoundHgenotypeHofH
twoHmutatedHbetaUmyosinHheavyHchainHgenesVHHumanTGeneticsTH1998THYXZTHZggUaXb 6.3 56

55 –utationsHofHéβätUYHinHzeighHdiseaseHassociatedHwithHcytochromeHcHoxidaseHdeficiencyVHAmericanT
JournalTofTHumanTGeneticsTH1998THdaTHYdXgUZY 11 454

54 onalysisHofHtheHhumanHur tHgeneHrevealsHanHinducibleHpromoterTHthreeHexonsTHaHtripletHrepeatH
withinHtheHaOUβ₁äHandHalternativeHspliceHproductsVHHumanTMolecularTGeneticsTH1998THeTHYfeaUfd 5.6 60

53 épermineHdeficiencyHinHuyHmiceHcausedHbyHdeletionHofHtheHspermineHsynthaseHgeneVHHumanT
MolecularTGeneticsTH1998THeTHcbYUe 5.6 46

52
riabetesHinsipidusTHdiabetesHmellitusTHopticHatrophyHandHdeafnessHPrwr–OorQHcausedHbyHmutationsH
inHaHnovelHgeneHPwolframinQHcodingHforHaHpredictedHtransmembraneHproteinVHHumanTMolecularT
GeneticsTH1998THeTHZXZYUf

5.6 330

51 PexHgeneHdeletionsHinHuyHandHvypHmiceHprovideHmouseHmodelsHforHXUlinkedHhypophosphatemiaVH
HumanTMolecularTGeneticsTH1997THdTHYdcUeY 5.6 181

50 ristributionHofHmutationsHinHtheHPsXHgeneHinHfamiliesHwithHXUlinkedHhypophosphataemicHricketsH
PvYPQVHHumanTMolecularTGeneticsTH1997THdTHcagUbg 5.6 149

49 uenomicHorganizationHofHtheHhumanHPsXHgeneHmutatedHinHXUlinkedHdominantHhypophosphatemicH
ricketsVHGenomeTResearchTH1997THeTHceaUfc 9.7 137

48 äeportHofHtheHéecondHwnternationalHWorkshopHonHvumanHqhromosomeHYXH–appingHYggeVH
CytogeneticTandTGenomeTResearchTH1997THefTHYfaUYgd 1.9

47 oHfamilialHdeletionHinHtheHPraderUWilliHsyndromeHregionHincludingHtheHimprintingHcontrolHregionVH
HumanTMutationTH1996THfTHZffUgZ 4.7 6
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46 oHgeneHPäPuäQHwithHhomologyHtoHtheHäqqYHguanineHnucleotideHexchangeHfactorHisHmutatedHinH
XUlinkedHretinitisHpigmentosaHPäPaQVHNatureTGeneticsTH1996THYaTHacUbZ 36.3 415

45 oHcommonHregionHofHYXpHdeletedHinHriueorgeHandHvelocardiofacialHsyndromesVHNatureTGeneticsTH
1996THYaTHbcfUdX 36.3 195

44 r oTHtwévHandHcomplementationHstudiesHinHwqtHsyndromehHr oHhypomethylationHofHrepetitiveHandH
singleHcopyHlociHandHevidenceHforHaHtransHactingHfactorVHHumanTGeneticsTH1995THgdTHcdZUeY 6.3 54

43 oHgeneHPPsXQHwithHhomologiesHtoHendopeptidasesHisHmutatedHinHpatientsHwithHXUlinkedH
hypophosphatemicHricketsVH₁heHvYPHqonsortiumVHNatureTGeneticsTH1995THYYTHYaXUd 36.3 912

42 oHgeneHPéäPXQHencodingHaHsushiUrepeatUcontainingHproteinHisHdeletedHinHpatientsHwithHXUlinkedH
retinitisHpigmentosaVHHumanTMolecularTGeneticsTH1995THbTHZaagUbd 5.6 50

41 –issenseHmutationsHinHtheH rPHgeneHinHpatientsHwithHaHlessHsevereHcourseHofH orrieHdiseaseVHHumanT
MolecularTGeneticsTH1995THbTHbfgUgX 5.6 47

40 svidenceHforHgeneticHheterogeneityHinHpestOsHvitelliformHmacularHdystrophyVHJournalTofTMedicalT
GeneticsTH1995THaZTHfccUf 5.8 9

39 ₁heHgeneHcodingHforHglialHcellHlineHderivedHneurotrophicHfactorHPur tQHmapsHtoHchromosomeH
cpYZUpYaVYVHGenomicsTH1995THZfTHdXcUe 4.3 17

38
₁hreeHnovelHmutationsHPwcXdéTHébddXTHYdcYoUUl₁QHinHexonHYXHofHtheHcysticHfibrosisHtransmembraneH
conductanceHregulatorHPqt₁äQHdetectedHinHpatientsHofHsouthernHuermanHdescentVHHumanTMutationTH
1994THaTHdbUd

4.7 7

37
wdentificationHofHaHnovelHmissenseHmutationHPuaYbsQHinHexonHeHofHtheHcysticHfibrosisHtransmembraneH
conductanceHregulatorHgeneHidentifiedHinHaHqtHpatientHwithHpancreaticHsufficiencyVHHumanTMutationTH
1994THaTHdeUf

4.7 3

36 urowthHhormoneHPuvQTHinsulinUlikeHgrowthHfactorsHPwutsQTHandHwutUbindingHproteinUaHPwutpPUaQHinHaH
childHwithHProteusHsyndromeVHAmericanTJournalTofTMedicalTGeneticsTPartTATH1994THcXTHZXbUYX 19

35 onHunusualHmemberHofHtheHnuclearHhormoneHreceptorHsuperfamilyHresponsibleHforHXUlinkedHadrenalH
hypoplasiaHcongenitaVHNatureTH1994THaeZTHdacUbY 50.4 720

34 –utationsHinHtheHroXUYHgeneHgiveHriseHtoHbothHXUlinkedHadrenalHhypoplasiaHcongenitaHandH
hypogonadotropicHhypogonadismVHNatureTH1994THaeZTHdeZUd 50.4 656

33 ₁heHmouseHpinkUeyedHdilutionHgenehHassociationHwithHhypopigmentationHinHPraderUWilliHandH
ongelmanHsyndromesHandHwithHhumanHOqoZVHPigmentTCellTcTMelanomaTResearchTH1994THeTHagfUbXZ 24

32 wnHframeHdeletionHPdeltaHtaYYQHwithinHaHshortHtrinucleotideHrepeatHofHtheHfirstHtransmembraneH
regionHofHtheHcysticHfibrosisHgeneVHHumanTMolecularTGeneticsTH1993THZTHZYeaUb 5.6 7

31 –olecularHmodellingHofHtheH orrieHdiseaseHproteinHpredictsHaHcystineHknotHgrowthHfactorHtertiaryH
structureVHNatureTGeneticsTH1993THcTHaedUfX 36.3 154

30 reletionHanalysisHmapsHocularHalbinismHproximalHtoHtheHsteroidHsulphataseHlocusVHClinicalTGeneticsTH
1993THbaTHYdgUea 4 13

29 –utationHanalysisHinHtheHdiagnosisHofHcysticHfibrosisVHEuropeanTJournalTofTPediatricsTH1993THYcZTHgXgUYY 4.1 7
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28 ₁heH orrieHriseaseHuenehHPositionalHqloningTH–utationHonalysisHandHProteinHvomologiesH1993THYacUYbZ

27 priefHreporthHintragenicHdeletionHofHtheHyozwuUYHgeneHinHyallmannOsHsyndromeVHNewTEnglandTJournalT
ofTMedicineTH1992THaZdTHYecZUc 59.2 165

26 –utationsHinHtheHcandidateHgeneHforH orrieHdiseaseVHHumanTMolecularTGeneticsTH1992THYTHbdYUc 5.6 112

25 zeberOsHhereditaryHopticHneuroretinopathyHandHtheHXUchromosomalHsusceptibilityHfactorhHnoHlinkageH
toHrXseVHHumanTHeredityTH1992THbZTHaYdUZX 1.1 35

24 uenerationHandHcharacterizationHofHradiationHreducedHcellHhybridsHandHisolationHofHprobesHfromHtheH
proximalHshortHarmHofHtheHhumanHXHchromosomeVHHumanTGeneticsTH1992THgXTHZbaUd 6.3 9

23 wsolationHofHaHcandidateHgeneHforH orrieHdiseaseHbyHpositionalHcloningVHNatureTGeneticsTH1992THYTHYggUZXa 36.3 207

22  orrieHdiseaseHisHcausedHbyHmutationsHinHanHextracellularHproteinHresemblingHqUterminalHglobularH
domainHofHmucinsVHNatureTGeneticsTH1992THZTHYagUba 36.3 132

21 zinkageHofHXUlinkedHretinitisHpigmentosaHtoHtheHhypervariableHr oHmarkerH–ZeHbetaHPrXéZccQVH
HumanTGeneticsTH1989THfYTHZfaUd 6.3 17

20 –appingHofHXpZYHtranslocationHbreakpointsHinHandHaroundHtheHr–rHgeneHbyHpulsedHfieldHgelH
electrophoresisVHGenomicsTH1988THaTHaYcUZZ 4.3 21

19 oHnewHfamilyHofHinterspersedHrepetitiveHr oHsequencesHinHtheHmouseHgenomeVHJournalTofTMolecularT
BiologyTH1982THYceTHbcaUeY 6.5 102

18 uenomeUWideHonalysesHwdentifyHywtcoHasHaH ovelHozéHueneVHSSRNTElectronicTJournalT 1 2

17 riscoveringHpatternsHofHpleiotropyHinHgenomeUwideHassociationHstudies 1

16 qhronicHrecurrentHmultifocalHosteomyelitisHPqä–OQhHevidenceHforHaHsusceptibilityHgeneHlocatedHonH
chromosomeHYfqZYVaUYfqZZ 3

15 ueneticHdiagnosisHofH–endelianHdisordersHviaHä oHsequencing 4

14 äefiningHtheHaccuracyHofHvalidatedHtargetHidentificationHthroughHcodingHvariantHfineUmappingHinHtypeH
ZHdiabetes 4

13 uenomeHwideHassociationHanalysisHinHdilatedHcardiomyopathyHrevealsHtwoHnewHkeyHplayersHinHsystolicH
heartHfailureHonHchromosomeHapZcVYHandHZZqYYVZa 1

12 reterminantsHofHpenetranceHandHvariableHexpressivityHinHmonogenicHmetabolicHconditionsHacrossH
eeTYfbHexomes 1

11 ₁ransUancestryHgeneticHstudyHofHtypeHZHdiabetesHhighlightsHtheHpowerHofHdiverseHpopulationsHforH
discoveryHandHtranslation 10

(-1993)
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10 äareHcodingHvariantsHinHacHgenesHassociateHwithHcirculatingHlipidHlevelsHâ��HaHmultiUancestryHanalysisHofH
YeXTXXXHexomes 2

9 tineUmappingHofHanHexpandedHsetHofHtypeHZHdiabetesHlociHtoHsingleUvariantHresolutionHusingH
highUdensityHimputationHandHisletUspecificHepigenomeHmaps 18

8 ueneticHdiscoveryHandHtranslationalHdecisionHsupportHfromHexomeHsequencingHofHZXTegYHtypeHZH
diabetesHcasesHandHZbTbbXHcontrolsHfromHfiveHancestries 2

7 qisUepistasisHatHtheHzPoHlocusHandHriskHofHcoronaryHarteryHdisease 1

6 –ultiUancestryHanalysisHofHgeneUsleepHinteractionsHinHYZdTgZdHindividualsHidentifiesHmultipleHnovelH
bloodHlipidHlociHthatHcontributeHtoHourHunderstandingHofHsleepUassociatedHadverseHbloodHlipidHprofile 1

5 uenomicHanalysesHforHageHatHmenarcheHidentifyHafgHindependentHsignalsHandHindicateH
p–wUindependentHeffectsHofHpubertyHtimingHonHcancerHsusceptibility 1

4 wntegrationHofHproteomicsHwithHgenomicsHandHtranscriptomicsHincreasesHtheHdiagnosticHrateHofH
–endelianHdisorders 8

3 qlinicalHimplementationHofHä oHsequencingHforH–endelianHdiseaseHdiagnostics 4

2 riagnosingHpediatricHmitochondrialHdiseasehHlessonsHfromHZTXXXHexomes 3

1 riscoveryHandHsystematicHcharacterizationHofHriskHvariantsHandHgenesHforHcoronaryHarteryHdiseaseHinH
overHaHmillionHparticipants 5
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