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600 pumanEgeneticEandEimmunologicalEdeterminantsEofEcriticalEkwéqlRVaEpneumoniaSSENatureQE2022QE 50.4 23

599 uitochondrialEdysfunctionEinEmandibularEhypoplasiaQEdeafnessEandEprogeroidEfeaturesEwithE
concomitantElipodystrophyEMulxtNEpatientsSSEAgingQE2022QEVYQEV[ZVRV[[Y 5.6 0

598 ~tudyingEsevereElongEkwéqlEtoEunderstandEpostRinfectiousEdisordersEbeyondEkwéqlRVaSSENatureY
MedicineQE2022QE 50.5 6

597 UltrapotentEandEjroadEveutralizationEofE~iz~RkoéRWEéariantsEbyEuodularQETetravalentQEjiRparatopicE
intibodiesSECellYReportsQE2022QEVVUaUZ 10.6 0

596 mpigeneticsEofEuyotonicElystrophiesbEiEuinireviewSEInternationalYJournalYofYMolecularYSciencesQE
2021QEWWQE 6.3 4

595 éariantsEinEcauseEprogressiveEmyoclonusEepilepsyEandEdevelopmentalEandEepilepticE
encephalopathySSEBrainYCommunicationsQE2021QEXQEfcabWYZ 4.5 0

594 öillEoöi~EeventuallyEallowEtheEidentificationEofEgenomicEbiomarkersEforEkwéqlRVaEseverityEandE
mortalitygSEJournalYofYClinicalYInvestigationQE2021QEVXVQE 15.9 3

593 iEglobalEeffortEtoEdissectEtheEhumanEgeneticEbasisEofEresistanceEtoE~iz~RkoéRWEinfectionSENatureY
ImmunologyQE2021QE 19.1 7

592 klinicalEneaturesEofEtuviRzelatedEkardiomyopathyEinEV_ExatientsEandEkharacterizationEofETwoE
vovelEéariantsSEJournalYofYClinicalYMedicineQE2021QEVUQE 5.1 1

591 jreastEcancerEinEöestEifricabEmolecularEanalysisEofEjzkiEgenesEinEearlyRonsetEbreastEcancerE
patientsEinEjurkinaEnasoSEHumanYGenomicsQE2021QEVZQE[Z 6.8 1

590 qnhibitionEofEpmkTEmXEligasesEasEpotentialEtherapyEforEkwéqlRVaSECellYDeathYandYDiseaseQE2021QEVWQEXVU 9.8 13

589 ~iz~RkoéRWRrelatedEuq~RkbEiEkeyEtoEtheEviralEandEgeneticEcausesEofEsawasakiEdiseasegSEJournalYofY
ExperimentalYMedicineQE2021QEWV_QE 16.6 45

588 mzviEexpressionEanalysisEconfirmsEklYYEsplicingEimpairmentEinEsystemicElupusEerythematosusE
patientsSELupusQE2021QEXUQEVU_[RVUaX 2.6 1

587 kaseEzeportbEinEitypicalEnormEofEnamilialExartialEtipodystrophyETypeEWElueEtoEuutationEinEtheEzodE
lomainEofEtaminEiTkSEFrontiersYinYEndocrinologyQE2021QEVWQE[]ZUa[ 5.7 0

586 éariantsEinEoeneEkauseEirrhythmogenicEkardiomyopathySEGenesQE2021QEVWQE 4.2 2

585 kwéqlRVaEoneEyearEintoEtheEpandemicbEfromEgeneticsEandEgenomicsEtoEtherapyQEvaccinationQEandE
policySEHumanYGenomicsQE2021QEVZQEW] 6.8 23

584 mmergingEzoleEofEmicrozvisEandEtongEvonRkodingEzvisEinE~jˆ¶grenLsE~yndromeSEGenesQE2021QEVWQE 4.2 4
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583 iEVYRΔearEqtalianEmxperienceEinEluWEoeneticETestingbEnrequencyEandElistributionEofEvormalEandE
xremutatedEillelesSEFrontiersYinYGeneticsQE2021QEVWQE[[_UaY 4.5 1

582 klinicalEandEoeneticEneaturesEinExatientsEöithEzeflexEjathingEmpilepsySENeurologyQE2021QEa]QEeZ]]ReZ_[ 6.5 2

581 mffectsEofE~imulatedEuicrogravityEonEöildETypeEandEuarfanEhix~ksRlerivedEmmbryoidEjodiesSSE
CellularYandYMolecularYBioengineeringQE2021QEVYQE[VXR[W[ 3.9 1

580 oeneticsEandEoenomicsEofEjreastEkancerbEupdateEandEtranslationalEperspectivesSESeminarsYinYCancerY
BiologyQE2021QE]WQEW]RXZ 12.7 7

579 ilteredEexpressionEofEmizRVYWQEmizRVZZQEmizRYaaaEandEofEtheirEputativeEcommonEtargetEinEsystemicE
lupusEerythematosusSEEpigenomicsQE2021QEVXQEZRVX 4.4 4

578 twXRVEandEcancerbEanEindissolubleEliaisonSECancerYGeneYTherapyQE2021QEW_QEVU__RVUa_ 5.4 19

577 iEfocusEonEtheEspreadEofEtheEdeltaEvariantEofE~iz~RkoéRWEinEqndiaSEIndianYJournalYofYMedicalYResearch
QE2021QEVZXQEZX]RZYV 2.9 7

576 nunctionalEanalysisEofEpSser[UZdelEvariantbEtheEagingEphenotypeEofEulxtEsyndromeEisEassociatedE
withEanEimpairedElviErepairEcapacitySEAgingQE2021QEVXQEYaW[RYaYZ 5.6 4

575 kohortEinalysisEofE[]EkharcotRuarieRToothEqtalianExatientsbEqdentificationEofEvewEuutationsEandE
jroadeningEofExhenotypeEmxpressionExroducedEbyEzareEéariantsSEFrontiersYinYGeneticsQE2021QEVWQE[_WUZU 4.5 0

574 nromEΔourEvoseEtoEΔourEToesbEiEzeviewEofE~evereEicuteEzespiratoryE~yndromeEkoronavirusEWE
xandemicRissociatedExernioSEJournalYofYInvestigativeYDermatologyQE2021QEVYVQEW]aVRW]a[ 4.3 6

573 ThromboembolismEafterEkwéqlRVaEvaccineEinEpatientsEwithEpreexistingEthrombocytopeniaSECellY
DeathYandYDiseaseQE2021QEVWQE][W 9.8 3

572 UrineEtwXRVEandEéolatilomeEasExromisingEToolsEtowardsEtheEmarlyEletectionEofEzenalEkancerSE
CancersQE2021QEVXQE 6.6 3

571 XRlinkedErecessiveETtz]EdeficiencyEinE~VJEofEmenEunderE[UEyearsEoldEwithElifeRthreateningE
kwéqlRVaSEScienceYImmunologyQE2021QE[QE 28 67

570 xharmacogenomicsbEinEUpdateEonEjiologicsEandE~mallRuoleculeElrugsEinEtheETreatmentEofE
xsoriasisSEGenesQE2021QEVWQE 4.2 8

569 TetravalentE~iz~RkoéRWEveutralizingEintibodiesE~howEmnhancedExotencyEandEzesistanceEtoEmscapeE
uutationsSEJournalYofYMolecularYBiologyQE2021QEYXXQEV[]V]] 6.5 10

568 kharacterizationEofEzepeatEmxpansionEandEqntragenicEéariantsEbyEqndirectE~equenceEkaptureSE
FrontiersYinYGeneticsQE2021QEVWQE]YXWXU 4.5 0

567 veurovascularEmanifestationsEinEconnectiveEtissueEdiseasesbETheEcaseEofEuarfanE~yndromeSE
MechanismsYofYAgeingYandYDevelopmentQE2020QEVaVQEVVVXY[ 5.6 2

566 uitochondrialElviEkopyEvumberEinExeripheralEjloodEqsEzeducedEinETypeEWEliabetesExatientsEwithE
xolyneuropathyEandEissociatedEwithEaEoeneExolymorphismSEDNAYandYCellYBiologyQE2020QEXaQEVY[]RVY]W 3.6 8
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565 mxpressionEstudyEofEcandidateEmizvisEandEevaluationEofEtheirEpotentialEuseEasEbiomarkersEofE
diabeticEneuropathySEEpigenomicsQE2020QEVWQEZ]ZRZ_Z 4.4 11

564 karrierEfrequencyEofEknTzEvariantsEinEtheEnonRkaucasianEpopulationsEbyEgenomeEaggregationE
databaseEMgnomilNRbasedEanalysisSEAnnalsYofYHumanYGeneticsQE2020QE_YQEY[XRY[_ 2.2 2

563 TheEpursuitEofEgoodEmicrobiologicalEconditionsEinEdomesticEsoftenersbEaEnewEimprovementSEJournalY
ofYWaterYandYHealthQE2020QEV_QEWUURWU[ 2.2

562 qdentificationEofEiberrantlyRmxpressedEtongEvonRkodingEzvisEinEwsteoblasticEkellsEfromE
wsteoporoticExatientsSEBiomedicinesQE2020QE_QE 4.8 11

561 ipplicationEofEkzq~xzTkasaEtoEhumanRinducedEpluripotentEstemEcellsbEfromEgeneEeditingEtoEdrugE
discoverySEHumanYGenomicsQE2020QEVYQEWZ 6.8 21

560 inalysisEofEoeneticEéariabilityEamongExopulationsEpighlightsEaExossibleEtinkEwithEkwéqlRVaRzelatedE
veurologicalEkomplicationsSEGenesQE2020QEVVQE 4.2 36

559 TumorEvecrosisEnactorEzeceptorE~nVUiEMTvnz~nVUiNE~vxsEkorrelateEöithEkorticosteroidEzesponseE
inEluchenneEuuscularElystrophySEFrontiersYinYGeneticsQE2020QEVVQE[UZ 4.5 3

558 xrecisionEuedicineEinEvonRkommunicableEliseasesSEHighmThroughputQE2020QEaQE 4.3 5

557 muropeanElipodystrophyEregistrybEbackgroundEandEstructureSEOrphanetYJournalYofYRareYDiseasesQE
2020QEVZQEV] 4.2 9

556 nrataxinEdeficiencyEinEnriedreichLsEataxiaEisEassociatedEwithEreducedElevelsEofEpiXRVQEaEregulatorEofE
cardiomyocyteEdeathEandEsurvivalSEHumanYMolecularYGeneticsQE2020QEWaQEY]VRY_W 5.6 4

555
zviseqRjasedExrioritizationEzevealedEQEQEandEasEkommonEandElifferentialE~usceptibilityEjiomarkersE
forExsoriasisEandExsoriaticEirthritisbEkonfirmationEfromEoenotypingEinalysisEofEVYV]EqtalianE
~ubjectsSEInternationalYJournalYofYMolecularYSciencesQE2020QEWVQE

6.3 8

554 kwéqlRVaEupdatebEtheEfirstE[EmonthsEofEtheEpandemicSEHumanYGenomicsQE2020QEVYQEY_ 6.8 15

553 qdentificationQEmolecularEcharacterizationEandEsegregationEanalysisEofEaEvariantEpreRmutationEalleleE
inEaEthreeRgenerationEqtalianEfamilySEActaYMyologicaQE2020QEXaQEVXRV_ 1.6 3

552
kutaneousEandEmetabolicEdefectsEassociatedEwithEnuclearEabnormalitiesEinEaEtransgenicEmouseE
modelEexpressingEzZW]pElaminEiEmutationEcausingEmandibuloacralEdysplasiaEtypeEiEMuiliNE
syndromeSEActaYMyologicaQE2020QEXaQEXWURXXZ

1.6 2

551 TetravalentE~iz~RkoéRWEveutralizingEintibodiesE~howEmnhancedExotencyEandEzesistanceEtoEmscapeE
uutationsE2020QE 8

550 uutationEanalysisEofEtheEnjvVEgeneEinEaEcohortEofEpatientsEwithEuarfanE~yndromebEiEVURyearEsingleE
centerEexperienceSEClinicaYChimicaYActaQE2020QEZUVQEVZYRV[Y 6.2 5

549
kirculatingEtongEvonRkodingEzviEoi~ZEqsEwverexpressedEinE~erumEfromEwsteoporoticExatientsEandE
qsEissociatedEwithEqncreasedEziskEofEjoneEnragilitySEInternationalYJournalYofYMolecularYSciencesQE2020QE
WVQE

6.3 4

548 mxpressionEprofilesEofEtheE~iz~RkoéRWEhostEinvasionEgenesEinEnasopharyngealEandEoropharyngealE
swabsEofEkwéqlRVaEpatientsSEHeliyonQE2020QE[QEeUZVYX 3.6 8
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547 inEenormousEqtalianEpedigreeEofEuarfanEsyndromeEwithEaEnovelEmutationEinEtheEnjvVEgeneSEClinicalY
CaseYReportsYhdiscontinuediQE2020QE_QEVYYZRVYZV 0.7 0

546 ööxVEgermlineEvariantsEareEassociatedEwithEnormocephalicEautismEspectrumEdisorderSECellYDeathY
andYDiseaseQE2020QEVVQEZWa 9.8 2

545 wverviewEofEtheEmolecularEdeterminantsEcontributingEtoEtheEexpressionEofExsoriasisEandExsoriaticE
irthritisEphenotypesSEJournalYofYCellularYandYMolecularYMedicineQE2020QEWYQEVXZZYRVXZ[X 5.6 19

544 kwéqlRVaEandEoeneticEéariantsEofExroteinEqnvolvedEinEtheE~iz~RkoéRWEmntryEintoEtheEpostEkellsSE
GenesQE2020QEVVQE 4.2 48

543 qnbornEerrorsEofEtypeEqEqnvEimmunityEinEpatientsEwithElifeRthreateningEkwéqlRVaSEScienceQE2020QEX]UQE 33.3 994

542 wpenEibdomenEandEnluidEqnstillationEinEtheE~epticEibdomenbEzesultsEfromEtheEqzwiE~tudySEWorldY
JournalYofYSurgeryQE2020QEYYQEYUXWRYUYU 3.3 1

541 inalysisEofEikmWEgeneticEvariantsEinEVXVEqtalianE~iz~RkoéRWRpositiveEpatientsSEHumanYGenomicsQE
2020QEVYQEWa 6.8 27

540 oeneticEvariantsEofEtheEhumanEhostEinfluencingEtheEcoronavirusRassociatedEphenotypesEM~iz~QE
umz~EandEkwéqlRVaNbErapidEsystematicEreviewEandEfieldEsynopsisSEHumanYGenomicsQE2020QEVYQEXU 6.8 40

539 qmprovingEdiagnosisEforErareEdiseasesbEtheEexperienceEofEtheEqtalianEundiagnosedEzareEdiseasesE
networkSEItalianYJournalYofYPediatricsQE2020QEY[QEVXU 3.2 3

538 ptiEalleleEfrequenciesEandEsusceptibilityEtoEkwéqlRVaEinEaEgroupEofEaaEqtalianEpatientsSEHlaQE2020QE
a[QE[VUR[VY 1.9 76

537 oeneticEvariabilityEinEnoncodingEzvisbEinvolvementEofEmizvisEandElongEnoncodingEzvisEinE
osteoporosisEpathogenesisSEEpigenomicsQE2020QEVWQEWUXZRWUYa 4.4 3

536 wpenEibdomenEinEwbeseExatientsbExayEittentionFEvewEmvidencesEfromEqzwiQEtheEqnternationalE
zegisterEofEwpenEibdomenSEWorldYJournalYofYSurgeryQE2020QEYYQEZXR[W 3.3 2

535 TheEdifferentialEresponseEtoEantiEqtR[EtreatmentEinEkwéqlRVabEtheEgeneticEcounterpartSEClinicalYandY
ExperimentalYRheumatologyQE2020QEX_QEZ_U 2.2 6

534 mpigeneticEuodificationEinEkoronaryEitherosclerosisbErikkEzeviewETopicEofEtheEöeekSEJournalYofY
theYAmericanYCollegeYofYCardiologyQE2019QE]YQEVXZWRVX[Z 15.1 27

533 oenotypicEkategorizationEofEtoeysRlietzE~yndromeEjasedEonEWYEvovelEnamiliesEandEtiteratureE
lataSEGenesQE2019QEVUQE 4.2 4

532 mizvisEinEdrugEresponseEvariabilitybEpotentialEutilityEasEbiomarkersEforEpersonalizedEmedicineSE
PharmacogenomicsQE2019QEWUQEVUYaRVUZa 2.6 13

531 TargetingEtwXRVEqnhibitsEkolorectalEkancerEuetastasisEinEanEinimalEuodelSEFrontiersYinYOncologyQE
2019QEaQEaW] 5.3 17

530 iEcommonEpolymorphismEinEuqzVZZEgeneEpromoterEregionEisEassociatedEwithEaElowerEriskEtoE
developEtypeEWEdiabetesSEActaYDiabetologicaQE2019QEZ[QE]V]R]V_ 3.9 3

(2019-2020)
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529 uizRYWXEisEdifferentiallyEexpressedEinEpatientsEwithEstableEandEunstableEcoronaryEarteryEdiseasebEiE
pilotEstudySEPLoSYONEQE2019QEVYQEeUWV[X[X 3.7 18

528 oeneticsEandEiutoimmunityE2019QEaXRVUY

527 QEQEQEandExolymorphismsEinE~jˆ¶grenLsE~yndromebEissociationEwithEliseaseE~usceptibilityEandEklinicalE
ispectsSEJournalYofYImmunologyYResearchQE2019QEWUVaQE][_W_W] 4.5 15

526 TheEqnterplayEbetweenEmizviRzelatedEéariantsEandEigeRzelatedEuacularElegenerationbEméqlmvkmE
ofEissociationEofEandSEInternationalYJournalYofYMolecularYSciencesQE2019QEWUQE 6.3 11

525 xroRoncogenicEactionEofEtwXRVEandEitsEspliceEvariantEtwXRV˛�YEinEbreastEcancerEphenotypesSECellY
DeathYandYDiseaseQE2019QEVUQEZX 9.8 16

524 kellRfreeElviEanalysisEinEhealthyEindividualsEbyEnextRgenerationEsequencingbEaEproofEofEconceptEandE
technicalEvalidationEstudySECellYDeathYandYDiseaseQE2019QEVUQEZXY 9.8 48

523 itopicEmczemabEoeneticEinalysisEofEQEQEandEinEuediterraneanExopulationsSEBioMedYResearchY
InternationalQE2019QEWUVaQEXYZ]_a_ 3 9

522 TheEvariabilityEofE~ukplVEgeneEinEn~plEpatientsbEevidenceEofEnewEmutationsSEHumanYMolecularY
GeneticsQE2019QEW_QEXaVWRXaWU 5.6 4

521 vo~EinalysisEforEuolecularEliagnosisEofEzetinitisExigmentosaEMzxNbEletectionEofEaEvovelEéariantEinE
oeneSEGenesQE2019QEVUQE 4.2 8

520 seratodermaRleafnessRuucocutaneousE~yndromeEissociatedEwithExheVYWteuEinEtheEorjWEoeneSE
ActaYDermatomVenereologicaQE2019QEaaQEVVaWRVVaY 2.2

519 wpenEabdomenEandEenteroRatmosphericEfistulaebEinEinterimEanalysisEfromEtheEqnternationalE
zegisterEofEwpenEibdomenEMqzwiNSEInjuryQE2019QEZUQEV[URV[[ 2.5 25

518 oeneticsEandETreatmentEzesponseEinExarkinsonLsEliseasebEinEUpdateEonExharmacogeneticE~tudiesSE
NeuroMolecularYMedicineQE2018QEWUQEVRV] 4.6 25

517
mxpandedEβkkTo]nErepetitionsEareEnotEassociatedEwithEabnormalEmethylationEatEtheEkvjxElocusEinE
myotonicEdystrophyEtypeEWEMluWNEpatientsSEBiochimicaYEtYBiophysicaYActaYmYMolecularYBasisYofYDisease
QE2018QEV_[YQEaV]RaWY

6.9 7

516 uodellingEtheEpathogenesisEofEuyotonicElystrophyEtypeEVEcardiacEphenotypeEthroughEhumanE
ix~kRderivedEcardiomyocytesSEJournalYofYMolecularYandYCellularYCardiologyQE2018QEVV_QEaZRVUa 5.8 14

515 issessingEindividualEriskEforEiulEwithEgeneticEcounselingQEfamilyEhistoryQEandEgeneticEtestingSEEyeQE
2018QEXWQEYY[RYZU 4.4 14

514 peterozygousEuutationEteadsEtoEqronEiccumulationEöithinEjasalEoangliaEandExarkinsonLsEliseaseSE
FrontiersYinYNeurologyQE2018QEaQEZX[ 4.1 15

513 éolatileEcompoundsEemissionEfromEteratogenicEhumanEpluripotentEstemEcellsEobservedEduringEtheirE
differentiationEinEvivoSEScientificYReportsQE2018QE_QEVVUZ[ 4.9 7

512 jiomolecularEindexEofEtherapeuticEefficacyEinEpsoriasisEtreatedEwithEantiRTvnR˛–EagentsSEItalianY
JournalYofYDermatologyYandYVenereologyQE2018QEVZXQEXV[RXWZ 1.2 3
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511 xrospectiveEwbservationalE~tudyEonEacuteEippendicitisEöorldwideEMxw~iöNSEWorldYJournalYofY
EmergencyYSurgeryQE2018QEVXQEVa 9.2 84

510 inuEnanoRmechanicalEstudyEofEtheEbeatingEprofileEofEhix~kRderivedEcardiomyocytesEbeatingEbodiesE
öTEandEluVSEJournalYofYMolecularYRecognitionQE2018QEXVQEeW]WZ 2.6 5

509 oenerationEandEveuronalElifferentiationEofEhix~ksEnromExatientsEöithEuyotonicElystrophyETypeEWSE
FrontiersYinYPhysiologyQE2018QEaQEa[] 4.6 2

508 jiallelicEvariantsEinEtheEciliaryEgeneETumu[]EcauseEzpΔv~EsyndromeSEEuropeanYJournalYofYHumanY
GeneticsQE2018QEW[QEVW[[RVW]V 5.3 7

507 UncoveringEgeneticEandEnonRgeneticEbiomarkersEspecificEforEexudativeEageRrelatedEmacularE
degenerationbEsignificantEassociationEofEtwelveEvariantsSEOncotargetQE2018QEaQE]_VWR]_WV 3.3 29

506 taminsEandEboneEdisordersbEcurrentEunderstandingEandEperspectivesSEOncotargetQE2018QEaQEWW_V]RWW_XV 3.3 14

505 karegiverEinEcarcerebEavereEcuraEdiEsˆ'EperEavereEcuraEdellLaltroSERicercheYDiYPsicologiaQE2018QEYWXRYX_ 0.2 0

504 TowardsEtheEapplicationEofEprecisionEmedicineEinEigeRzelatedEuacularElegenerationSEProgressYinY
RetinalYandYEyeYResearchQE2018QE[XQEVXWRVY[ 20.5 44

503 uandibuloacralEdysplasiabEiEprematureEageingEdiseaseEwithEaspectsEofEphysiologicalEageingSEAgeingY
ResearchYReviewsQE2018QEYWQEVRVX 12 41

502 issociationEbetweenEaEuqzYaaiEpolymorphismEandEdiabeticEneuropathyEinEtypeEWEdiabetesSEJournalY
ofYDiabetesYandYItsYComplicationsQE2018QEXWQEVVRV] 3.2 26

501 kharacterizationEofEulxtEnibroblastsEkarryingEtheEzecurrentEpS~er[UZdelEuutationEinExwtlVEoeneSE
DNAYandYCellYBiologyQE2018QE 3.6 13

500 éitaminElEzeceptorEinEuuscleEitrophyEofEmlderlyExatientsbEiEseyEmlementEofE
wsteoporosisR~arcopeniaEkonnectionE2018QEaQEaZWRa[Y 24

499
iEmultivariateEgeneticEanalysisEconfirmsErsZUVUZW_EinEtheEhumanEleucocyteEantigenRkElocusEasEaE
significantEcontributorEtoE~tevensRrohnsonEsyndromeTtoxicEepidermalEnecrolysisEsusceptibilityEinEaE
uozambiqueEpqéEpopulationEtreatedEwithEnevirapineSEJournalYofYAntimicrobialYChemotherapyQE2018QE
]XQEWVX]RWVYU

5.1 1

498 iEnovelEinRframeEdeletionEinEαux~TmWYEisEassociatedEwithEautosomalErecessiveEacrogeriaEMoottronE
typeNEinEanEextendedEconsanguineousEfamilySEClinicalYDysmorphologyQE2018QEW]QE__RaU 0.9 2

497 mvaluationEofEiToZEpolymorphismsEinEqtalianEpatientsEwithEsystemicElupusEerythematosusbE
contributionEtoEdiseaseEsusceptibilityEandEclinicalEphenotypesSELupusQE2018QEW]QEVY[YRVY[a 2.6 16

496 oenomeRwideEassociationEstudyEofEnevirapineEhypersensitivityEinEaEsubR~aharanEifricanEpqéRinfectedE
populationSEJournalYofYAntimicrobialYChemotherapyQE2017QE]WQEVVZWRVV[W 5.1 33

495 qzwibEqnternationalEzegisterEofEwpenEibdomenQEpreliminaryEresultsSEWorldYJournalYofYEmergencyY
SurgeryQE2017QEVWQEVU 9.2 27

494 wtzVEandEtoxinEmxpressionEinExjuksEofEöomenEwithEaEpistoryEofEUnexplainedEzecurrentE
uiscarriagebEiExilotE~tudySEGeneticYTestingYandYMolecularYBiomarkersQE2017QEWVQEX[XRX]W 1.6 6

(2017-2018)
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493 TargetedEvextEoenerationE~equencingEinEpatientsEwithEuyotoniaEkongenitaSEClinicaYChimicaYActaQE
2017QEY]UQEVR] 6.2 6

492 iEpreliminaryEanalysisEofEvolatileEmetabolitesEofEhumanEinducedEpluripotentEstemEcellsEalongEtheEinE
vitroEdifferentiationSEScientificYReportsQE2017QE]QEV[WV 4.9 11

491 uyotonicEdystrophyEtypeEVbEroleEofEkkoQEkTkEandEkooEinterruptionsEwithinEluxsEallelesEinEtheE
pathogenesisEandEmolecularEdiagnosisSEClinicalYGeneticsQE2017QEaWQEXZZRX[Y 4 32

490 twXRVEandEqtsE~pliceEéariantsbEiEvewEkhallengeEforEitherosclerosisEandEkancerRTargetedETherapiesSE
InternationalYJournalYofYMolecularYSciencesQE2017QEV_QE 6.3 24

489 xharmacogeneticsEofEinflammatoryEbowelEdiseasebEaEfocusEonEkrohnLsEdiseaseSEPharmacogenomicsQE
2017QEV_QEVUaZRVVVY 2.6 9

488
qmpactEofEglutathioneEtransferasesEgenesEpolymorphismsEinEnevirapineEadverseEreactionsbEaE
possibleEroleEforEo~TuVEinE~r~TTmvEsusceptibilitySEEuropeanYJournalYofYClinicalYPharmacologyQE2017QE
]XQEVWZXRVWZa

2.8 12

487 kutaneousEfeaturesEofEmyotonicEdystrophyEtypesEVEandEWbEqmplicationEofEprematureEagingEandE
vitaminElEhomeostasisSENeuromuscularYDisordersQE2017QEW]QEV[XRV[a 2.9 16

486
su]UQEsu_UQEandEsklusterinbEiEklusterEofExredictingEnactorsEforEzesponseEtoEveoadjuvantE
khemoradiationETherapyEinExatientsEöithEtocallyEidvancedEzectalEkancerSEInternationalYJournalYofY
RadiationYOncologyYBiologyYPhysicsQE2017QEa]QEX_VRX__

4 12

485 xolymorphismsEinEuqzVWWQEuqzVa[iWQEandEuqzVWYiEoenesEareEissociatedEwithEklinicalExhenotypesE
inEqnflammatoryEjowelEliseasesSEMolecularYDiagnosisYandYTherapyQE2017QEWVQEVU]RVVY 4.5 14

484
iEpolymorphismEupstreamEuqzVW]aEgeneEisEassociatedEwithEpericarditisEdevelopmentEinE~ystemicE
tupusEmrythematosusEandEcontributesEtoEdefinitionEofEaEgeneticEriskEprofileEforEthisEcomplicationSE
LupusQE2017QEW[QE_YVR_Y_

2.6 12

483 qdentificationEandEcharacterizationEofEZLEkkoEinterruptionsEinEcomplexEluxsEexpandedEallelesSE
EuropeanYJournalYofYHumanYGeneticsQE2017QEWZQEWZ]RW[V 5.3 26

482 oenotypeRphenotypeEcorrelationEofEnY_YtEmutationEinEthreeEqtalianEfamiliesEwithEThomsenE
myotoniaSEMuscleYandYNerveQE2017QEZZQEmWYRmWZ 3.4 1

481
TheEuonoamineEjrainstemEzeticularEnormationEasEaExaradigmEforEzeRlefiningEéariousExhenotypesE
ofExarkinsonLsEliseaseEwwingEoeneticEandEinatomicalE~pecificitySEFrontiersYinYCellularYNeuroscienceQE
2017QEVVQEVUW

6.1 9

480 xolymorphismsEinE~TiTYQExTxvWQEx~wz~VkVEandETzinXqxWEoenesEireEissociatedEwithEtheE
zesponseEtoETvnEqnhibitorsEinExatientsEwithEzheumatoidEirthritisSEPLoSYONEQE2017QEVWQEeUV[aaZ[ 3.7 18

479 andEareEdiseaseRspecificEbiomarkersEforEpsoriaticEarthritisEsusceptibilitySEOncotargetQE2017QE_QEaZYUVRaZYVV3.3 8

478 okTu~RbasedEinalysisEofEéolatileEuetabolicExrofileEilongElifferentiationEofEpumanEqnducedE
xluripotentE~temEkellsSEBiomprotocolQE2017QE]QEeW[YW 0.9 2

477
~tructuralEmodelingEofEalteredEktkvVEconformationEfollowingEaEnovelEmutationEinEaEpatientE
affectedEbyEautosomalEdominantEmyotoniaEcongenitaEMThomsenEdiseaseNSEArchivesYItaliennesYDeY
BiologieQE2017QEVZZQEVV_RVXU

1.1

476 xolymorphismsEinEmizviEgenesEandEtheirEinvolvementEinEautoimmuneEdiseasesEsusceptibilitySE
ImmunologicYResearchQE2017QE[ZQE_VVR_W] 4.3 16
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475
kharacterizationEofEendocrineEfeaturesEandEgenotypeRphenotypesEcorrelationsEinE
blepharophimosisRptosisRepicanthusEinversusEsyndromeEtypeEVSEJournalYofYEndocrinologicalY
InvestigationQE2016QEXaQEWW]RXX

5.2 12

474
vextEoenerationE~equencingEandEtinkageEinalysisEforEtheEuolecularEliagnosisEofEaEvovelE
wverlappingE~yndromeEkharacterizedEbyEpypertrophicEkardiomyopathyEandETypicalEmlectricalE
qnstabilityEofEjrugadaE~yndromeSECirculationYJournalQE2016QE_UQEaX_RYa

2.9 17

473 xharmacogenomicsEofEmultifactorialEdiseasesbEaEfocusEonEpsoriaticEarthritisSEPharmacogenomicsQE
2016QEV]QEaYXRZV 2.6 9

472 uassiveEobesityEandEhyperphagiaEinEposteriorEbilateralEperiventricularEheterotopiasbEcaseEreportSE
BMCYMedicalYGeneticsQE2016QEV]QEV_ 2.1 1

471 ThreeRhourEanalysisEofEnonRinvasiveEfoetalEsexEdeterminationbEapplicationEofExlexorEchemistrySE
HumanYGenomicsQE2016QEVUQEa 6.8 1

470 uutationEspectrumEofEtheEuTuVEgeneEinEXtuTuEpatientsbEVUEyearsEofEexperienceEinEprenatalEandE
postnatalEdiagnosisSEClinicalYGeneticsQE2016QE_aQEaXR_ 4 8

469 inEigeR~tandardizedExrevalenceEmstimateEandEaE~exEandEigeElistributionEofEuyotonicElystrophyE
TypesEVEandEWEinEtheEzomeExrovinceQEqtalySENeuroepidemiologyQE2016QEY[QEVaVR] 5.4 26

468 uutationalEanalysisEofEmitochondrialElviEinEjrugadaEsyndromeSECardiovascularYPathologyQE2016QEWZQEY]RZY3.8 13

467 karnitineEpalmitoylEtransferaseRViEMkxTViNbEaEnewEtumorEspecificEtargetEinEhumanEbreastEcancerSE
OncotargetQE2016QE]QEVaa_WRa[ 3.3 47

466 pumanEinducedEpluripotentEstemEcellsEforEmonogenicEdiseaseEmodellingEandEtherapySEWorldYJournalY
ofYStemYCellsQE2016QE_QEVV_RXZ 5.6 20

465 éacuolarExroteinE~ortingEoenesEinExarkinsonLsEliseasebEiEzeRappraisalEofEuutationsEletectionEzateE
andEveurobiologyEofEliseaseSEFrontiersYinYNeuroscienceQE2016QEVUQEZXW 5.1 12

464 ~uiEpumanEix~kRlerivedEuotorEveuronsE~howExerturbedElifferentiationEandEzeducedEmizRXXZRZpE
mxpressionSEInternationalYJournalYofYMolecularYSciencesQE2016QEV]QE 6.3 15

463 iEmuropeanE~pectrumEofExharmacogenomicEjiomarkersbEqmplicationsEforEklinicalE
xharmacogenomicsSEPLoSYONEQE2016QEVVQEeUV[W_[[ 3.7 66

462 TheElectinRlikeEoxidizedEtltEreceptorRVbEaEnewEpotentialEmolecularEtargetEinEcolorectalEcancerSE
OncotargetQE2016QE]QEVY][ZR_U 3.3 38

461 TwoEmolecularEassaysEforEtheErapidEandEinexpensiveEdetectionEofEorjWEandEorj[EmutationsSE
ElectrophoresisQE2016QEX]QE_[URY 3.6 2

460
TheEoeneETargetingEipproachEofE~mallEnragmentEpomologousEzeplacementEM~npzNEiltersEtheE
mxpressionExatternsEofElviEzepairEandEkellEkycleEkontrolEoenesSEMolecularYTherapyYmYNucleicYAcidsQE
2016QEZQEeXUY

10.7 1

459 iEvewE~plicingEuutationEinEtheEtVkiuEoeneEzesponsibleEforEXRtinkedEpydrocephalusEMp~i~NSE
JournalYofYMolecularYNeuroscienceQE2016QEZaQEX][R_V 3.3 10

458 zecentEadvancesEinEexploringEtheEgeneticEsusceptibilityEtoEdiabeticEneuropathySEDiabetesYResearchY
andYClinicalYPracticeQE2016QEVWUQEVa_RWU_ 7.4 23

(2016-2016)
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457
xolymorphismsEinE~TiTRYQEqtRVUQEx~wz~VkVQExTxvWEandEuqzVY[iEgenesEareEassociatedEdifferentlyE
withEprognosticEfactorsEinEqtalianEpatientsEaffectedEbyErheumatoidEarthritisSEClinicalYandY
ExperimentalYImmunologyQE2016QEV_[QEVZ]RV[X

6.2 31

456 TheEhumanErsVUZUW_[EpolymorphismEaltersEtwXRVEexpressionEthroughEmodifyingEmizRWYEbindingSE
JournalYofYCellularYandYMolecularYMedicineQE2016QEWUQEV_VR] 5.6 16

455 ipplicationEofEvextEoenerationE~equencingEforEpersonalizedEmedicineEforEsuddenEcardiacEdeathSE
FrontiersYinYGeneticsQE2015QE[QEZZ 4.5 16

454 kouldEuicrozviEpolymorphismsEinfluenceEwarfarinEdosinggEiEpharmacogeneticsEstudyEonEmirVXXE
genesSEThrombosisYResearchQE2015QEVX[QEX[]R]U 8.2 16

453
iutophagyEandEinflammatoryEbowelEdiseasebEissociationEbetweenEvariantsEofEtheE
autophagyRrelatedEqzouEgeneEandEsusceptibilityEtoEkrohnLsEdiseaseSEDigestiveYandYLiverYDiseaseQE
2015QEY]QE]YYRZU

3.3 25

452
iEpharmacogeneticsEstudyEinEuozambicanEpatientsEtreatedEwithEnevirapinebEfullEresequencingEofE
TzinXqxWEgeneEshowsEaEnovelEassociationEwithE~r~TTmvEsusceptibilitySEInternationalYJournalYofY
MolecularYSciencesQE2015QEV[QEZ_XUR_

6.3 6

451
leletionEofEzmXwVtVElocusEinEaEpatientEwithEmalabsorptionEsyndromeQEgrowthEretardationQEandE
dysmorphicEfeaturesbEaEnovelErecognizableEmicrodeletionEsyndromegSEBMCYMedicalYGeneticsQE2015QE
V[QEWU

2.1 2

450
mxpansionEsizeEandEpresenceEofEkkoTkTkTkooEsequenceEinterruptionsEinEtheEexpandedEkToEarrayE
areEindependentlyEassociatedEtoEhypermethylationEatEtheEluxsElocusEinEmyotonicEdystrophyEtypeEVE
MluVNSEBiochimicaYEtYBiophysicaYActaYmYMolecularYBasisYofYDiseaseQE2015QEV_ZWQEW[YZRZW

6.9 22

449 kompleteElossEofEtheElvirj[EoTnEdomainEandEnovelEmissenseEmutationsEcauseEdistalRonsetE
lvirj[EmyopathySEActaYNeuropathologicaYCommunicationsQE2015QEXQEYY 7.3 28

448 komparativeEanalysisEbetweenEsalivaEandEbuccalEswabsEasEsourceEofElvibElessonEfromEptiRjOZ]bUVE
testingSEPharmacogenomicsQE2015QEV[QEVUXaRY[ 2.6 12

447 oenerationEofEpumanEqnducedExluripotentE~temEkellsEfromEmxtraembryonicETissuesEofEnetusesE
iffectedEbyEuonogenicEliseasesSECellularYReprogrammingQE2015QEV]QEW]ZR_] 2.1 16

446 kerebralEcavernousEmalformationsEassociatedEtoEmeningiomabEpighEpenetranceEinEaEnovelEfamilyE
mutatedEinEtheExlklVUEgeneSENeuroradiologyYJournalQE2015QEW_QEW_aRaX 2 8

445 ntoEMfilaggrinNEnullEmutationsEandEsunlightEexposurebEmvidenceEofEaEcorrelationSEJournalYofYtheY
AmericanYAcademyYofYDermatologyQE2015QE]XQEZW_Ra 4.5 12

444 ~tevensRrohnsonEsyndromeEandEtoxicEepidermalEnecrolysisbEanEupdateEonEpharmacogeneticsEstudiesE
inEdrugRinducedEsevereEskinEreactionSEPharmacogenomicsQE2015QEV[QEVa_aRWUUW 2.6 10

443 kharacterizationEofEivszlVVEmutationsEinEhumansEandEmiceErelatedEtoEsjoEsyndromeSEHumanY
GeneticsQE2015QEVXYQEV_VRaU 6.3 37

442 lirectExkzbEaEnewEpharmacogeneticEapproachEforEtheEinexpensiveEtestingEofEptiRjOZ]bUVSE
PharmacogenomicsYJournalQE2015QEVZQEVa[RWUU 3.5 18

441 uodulationEofETonbetaEWElevelsEbyElaminEiEinEUWRw~EosteoblastRlikeEcellsbEunderstandingEtheE
osteolyticEprocessEtriggeredEbyEalteredElaminsSEOncotargetQE2015QE[QE]YWYRX] 3.3 24

440
iExerturbedEuicrozviEmxpressionExatternEkharacterizesEmmbryonicEveuralE~temEkellsElerivedE
fromEaE~evereEuouseEuodelEofE~pinalEuuscularEitrophyEM~uiNSEInternationalYJournalYofYMolecularY
SciencesQE2015QEV[QEV_XVWRW]

6.3 15
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439 nourEkopiesEofE~vkiEzesponsibleEforEiutosomalElominantExarkinsonLsEliseaseEinETwoEqtalianE
~iblingsSEParkinsongsYDiseaseQE2015QEWUVZQEZY[Y[W 2.6 31

438 oeneticEnactorsEinE~ystemicEtupusEmrythematosusbEkontributionEtoEliseaseExhenotypeSEJournalYofY
ImmunologyYResearchQE2015QEWUVZQE]YZ[Y] 4.5 53

437 TheEoeneticsEandEtheEoenomicsEofExrimaryEkongenitalEolaucomaSEBioMedYResearchYInternationalQE
2015QEWUVZQEXWVWaV 3 28

436
klinicalEandEmolecularEspectraEinEgalactosemicEpatientsEfromEneonatalEscreeningEinEnortheasternE
qtalybEstructuralEandEfunctionalEcharacterizationEofEnewEvariationsEinEtheEgalactoseRVRphosphateE
uridyltransferaseEMoitTNEgeneSEGeneQE2015QEZZaQEVVWR_

3.8 17

435 kommonEpolymorphismsEinEuqzVY[aQEuqzVW_aEandEuqzW]aEgenesEcontributeEtoEneuropathyE
susceptibilityEinEtypeEWEdiabetesSEActaYDiabetologicaQE2014QEZVQE[[XR]V 3.9 59

434 zeviewEofEnutrientEactionsEonEageRrelatedEmacularEdegenerationSENutritionYResearchQE2014QEXYQEaZRVUZ 4 59

433 pumanEplacentaRderivedEneurospheresEareEsusceptibleEtoEtransformationEafterEextensiveEinEvitroE
expansionSEStemYCellYResearchYandYTherapyQE2014QEZQEZZ 8.3 3

432 kommonEsequenceEvariantsEinEtheEtwXtVEgeneEinEpigmentEdispersionEsyndromeEandEpigmentaryE
glaucomaSEBMCYOphthalmologyQE2014QEVYQEZW 2.3 8

431
pkxZEgeneticEvariantEMz~XUaa_YYNEcontributesEtoEvevirapineRinducedE~tevensErohnsonsE
~yndromeTToxicEmpidermalEvecrolysisEsusceptibilityEinEaEpopulationEfromEuozambiqueSEEuropeanY
JournalYofYClinicalYPharmacologyQE2014QE]UQEW]ZR_

2.8 16

430 igeRrelatedEmacularEdegenerationbEinsightsEintoEinflammatoryEgenesSEJournalYofYOphthalmologyQE
2014QEWUVYQEZ_W_YW 2 49

429 TransabdominalEcoelocentesisEasEearlyEsourceEofEfetalElviEforEchromosomalEandEmolecularE
diagnosisSEJournalYofYMaternalmFetalYandYNeonatalYMedicineQE2014QEW]QEV[Z[R[U 2 2

428 ibsenceEofEfilaggrinEmutationEinEaEpatientEaffectedEbyEpachyonychiaEcongenitaEandEmildEatopicE
dermatitisSEEuropeanYJournalYofYDermatologyQE2014QEWYQE]UXRY 0.8

427 mpiregulinEMmzmoNEandEhumanEéRiTxaseEMTkqzoVNbEgeneticEvariationQEethnicityEandEpulmonaryE
tuberculosisEsusceptibilityEinEouineaRjissauEandETheEoambiaSEGenesYandYImmunityQE2014QEVZQEX]UR] 4.4 9

426 vectinRYEmutationsEcausingEectodermalEdysplasiaEwithEsyndactylyEperturbEtheEracVEpathwayEandEtheE
kineticsEofEadherensEjunctionEformationSEJournalYofYInvestigativeYDermatologyQE2014QEVXYQEWVY[RWVZX 4.3 24

425 xartialElipodystrophyEassociatedEwithEmuscularEdystrophyEofEunknownEgeneticEoriginSEMuscleYandY
NerveQE2014QEYaQEaW_RXU 3.4 10

424 iEmultilocusEgeneticEstudyEinEaEcohortEofEqtalianE~tmEpatientsEconfirmsEtheEassociationEwithE~TiTYE
geneEandEdescribesEaEnewEassociationEwithEpkxZEgeneSEPLoSYONEQE2014QEaQEeVVVaaV 3.7 47

423 zapamycinEtreatmentEofEuandibuloacralEdysplasiaEcellsErescuesElocalizationEofE
chromatinRassociatedEproteinsEandEcellEcycleEdynamicsSEAgingQE2014QE[QE]ZZR]U 5.6 22

422 issociationEbetweenEkΔxWj[EpolymorphismsEandEvevirapineRinducedE~r~TTmvbEaE
pharmacogeneticsEstudySEEuropeanYJournalYofYClinicalYPharmacologyQE2013QE[aQEVaUaRV[ 2.8 51

(2013-2015)
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421 zesequencingEofEéswzkVQEkΔxWkaEandEkΔxYnWEgenesEinEqtalianEpatientsErequiringEextremeElowEandE
highEwarfarinEdosesSEThrombosisYResearchQE2013QEVXWQEVWXR[ 8.2 6

420 TzinXqxWEgeneEandEsystemicElupusEerythematosusbEassociationEwithEdiseaseEsusceptibilityEandE
pericarditisEdevelopmentSEImmunogeneticsQE2013QE[ZQE]UXRa 3.2 44

419 lesignEofEaEnovelEtwXRVEreceptorEantagonistEmimickingEtheEnaturalEsubstrateSEBiochemicalYandY
BiophysicalYResearchYCommunicationsQE2013QEYX_QEXYURZ 3.4 23

418 xathfastEpresepsinEassayEforEearlyEdiagnosisEofEbacterialEinfectionsEinEsurgicalEpatientsbEpreliminaryE
studySETransplantationYProceedingsQE2013QEYZQEW]ZURX 1.1 23

417 Tkn]tWEgeneEpolymorphismsEandEtypeEWEdiabetesbEassociationEwithEdiabeticEretinopathyEandE
cardiovascularEautonomicEneuropathySEActaYDiabetologicaQE2013QEZUQE]_aRaa 3.9 50

416 TzinXqxWEgeneEisEassociatedEwithEcutaneousEextraintestinalEmanifestationsEinEinflammatoryEbowelE
diseaseSEJournalYofYCrohngsYandYColitisQE2013QE]QEYYRZW 1.5 39

415 iwakeEthoracoscopicEbiopsyEofEinterstitialElungEdiseaseSEAnnalsYofYThoracicYSurgeryQE2013QEaZQEYYZRZW 2.7 69

414 issociationEofEsqnXiQEbutEnotEwéwtVEandEikTtaQEwithEatopicEeczemaEinEqtalianEpatientsSEBritishY
JournalYofYDermatologyQE2013QEV[_QEVVU[R_ 4 15

413 xharmacogeneticsEinEcardiovascularEdisordersbEanEupdateEonEtheEprincipalEdrugsSEAmericanYJournalY
ofYCardiovascularYDrugsQE2013QEVXQE]aR_Z 4 2

412 uicrozviEgeneticEvariationsbEassociationEwithEtypeEWEdiabetesSEActaYDiabetologicaQE2013QEZUQE_[]R]W 3.9 49

411 inEinRframeEdeletionEatEtheEpolymeraseEactiveEsiteEofExwtlVEcausesEaEmultisystemEdisorderEwithE
lipodystrophySENatureYGeneticsQE2013QEYZQEaY]RZU 36.3 120

410 ~imulativeEandEexperimentalEinvestigationEonEtheEcleavageEsiteEthatEgeneratesEtheEsolubleEhumanE
twXRVSEArchivesYofYBiochemistryYandYBiophysicsQE2013QEZYUQEaRV_ 4.1 14

409 éariantsEinEzUvXXEcontributeEtoEsusceptibilityEtoEpsoriaticEarthritisQEexhibitingEfurtherEcommonE
groundEwithEankylosingEspondylitisSEArthritisYandYRheumatismQE2013QE[ZQEVWWYRXV 56

408 xuttingEpleiotropyEandEselectionEintoEcontextEdefinesEaEnewEparadigmEforEinterpretingEgeneticEdataSE
Circulation:YCardiovascularYGeneticsQE2013QE[QEWaaRXU] 6

407 ujvtVYWEandEujvtVYXEgeneEisoformsQEoverexpressedEinEluVRpatientEmuscleQEencodeEforEnuclearE
proteinsEinteractingEwithE~rcEfamilyEkinasesSECellYDeathYandYDiseaseQE2013QEYQEe]]U 9.8 23

406 ijkkVUErsWVWZ]XaEpolymorphismEandEnevirapineRinducedEhepatotoxicitybElackEofEassociationEinEaE
populationEfromEuozambiqueSEPharmacogeneticsYandYGenomicsQE2013QEWXQEX_Ra 1.9 1

405 paplotypesEinEqtR_EoeneEireEissociatedEtoEigeRzelatedEuacularElegenerationbEiEkaseRkontrolE
~tudySEPLoSYONEQE2013QE_QEe[[a]_ 3.7 25

404 wverexpressionEofEkUojxVEinEskeletalEmuscleEfromEadultEclassicEmyotonicEdystrophyEtypeEVEbutEnotE
fromEmyotonicEdystrophyEtypeEWSEPLoSYONEQE2013QE_QEe_X]]] 3.7 27
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403 zandomizedEcomparisonEofEawakeEnonresectionalEversusEnonawakeEresectionalElungEvolumeE
reductionEsurgerySEJournalYofYThoracicYandYCardiovascularYSurgeryQE2012QEVYXQEY]RZYQEZYSeV 1.5 86

402 iberrantEsplicingEandEexpressionEofEtheEnonEmuscleEmyosinEheavyRchainEgeneEuΔpVYEinEluVE
muscleEtissuesSENeurobiologyYofYDiseaseQE2012QEYZQEW[YR]V 7.5 17

401 xTXXEgeneticEvariationEandEdizygoticEtwinningEinEtheEoambiabEcouldEpleiotropyEwithEinnateEimmunityE
explainEcommonEdizygoticEtwinningEinEifricagSEAnnalsYofYHumanYGeneticsQE2012QE][QEYZYR[X 2.2 6

400 koRsegregationEofEluWEwithEaErecessiveEktkvVEmutationEinEjuvenileEonsetEofEmyotonicEdystrophyE
typeEWSEJournalYofYNeurologyQE2012QEWZaQEWUaURa 5.5 34

399 xroteinEfarnesylationEandEdiseaseSEJournalYofYInheritedYMetabolicYDiseaseQE2012QEXZQEaV]RW[ 5.4 39

398 kholesterolRloweringEdrugsEinhibitElectinRlikeEoxidizedElowRdensityElipoproteinRVEreceptorEfunctionE
byEmembraneEraftEdisruptionSEMolecularYPharmacologyQE2012QE_WQEWY[RZY 4.3 56

397 nunctionalEcharacterizationEandEexpressionEanalysisEofEnovelEalternativeEsplicingEisoformsEofEwlrVE
geneEduringEmouseEembryogenesisSEGeneQE2012QEYaVQEZRVW 3.8 5

396 TheEempowermentEofEtranslationalEresearchbElessonsEfromElaminopathiesSEOrphanetYJournalYofYRareY
DiseasesQE2012QE]QEX] 4.2 5

395 qdentificationEofEVZEnewEpsoriasisEsusceptibilityElociEhighlightsEtheEroleEofEinnateEimmunitySENatureY
GeneticsQE2012QEYYQEVXYVR_ 36.3 681

394 ~afetyEofEpolymyxinRjRbasedEhemoperfusionEinEkidneyEandEliverEtransplantErecipientsSE
TransplantationYProceedingsQE2012QEYYQEVa[[R]W 1.1 5

393 xreliminaryEstudyEofEearlyEhistomorphometricEchangesEinEhepaticEsteatosisSETransplantationY
ProceedingsQE2012QEYYQEV_X]RYW 1.1 1

392 olasgowEcomaEscoreEandEtumorEnecrosisEfactorE˛–EasEpredictiveEcriteriaEforEinitialEpoorEgraftEfunctionSE
TransplantationYProceedingsQE2012QEYYQEV_WURZ 1.1 3

391 uanagementEofEhepatitisEkEvirusEinfectionEinEliverEtransplantationEwithEadacolumnEapheresisSE
TransplantationYProceedingsQE2012QEYYQEVaY[RZW 1.1 4

390 zescueEofEmurineEsilicaRinducedElungEinjuryEandEfibrosisEbyEhumanEembryonicEstemEcellsSEEuropeanY
RespiratoryYJournalQE2012QEXaQEYY[RZ] 13.6 34

389 ilteredEchromatinEorganizationEandE~UvWElocalizationEinEmandibuloacralEdysplasiaEareErescuedEbyE
drugEtreatmentSEHistochemistryYandYCellYBiologyQE2012QEVX_QE[YXRZV 2.4 21

388 issociationEbetweenEwtzVEsV[]vE~vxEandEintimaEmediaEthicknessEofEtheEcommonEcarotidEarteryEinE
theEgeneralEpopulationSEPLoSYONEQE2012QE]QEeXVU_[ 3.7 18

387 ukxVE~vxsEandEpulmonaryEtuberculosisEinEcohortsEfromEöestEifricaQEtheEU~iEandEirgentinabElackEofE
associationEorEepistasisEwithEqtVWjEpolymorphismsSEPLoSYONEQE2012QE]QEeXWW]Z 3.7 15

386 qxtmXEadministrationEimprovesEmotorEneuronEsurvivalEandEamelioratesEmotorEfunctionsEinEaEsevereE
mouseEmodelEofEspinalEmuscularEatrophySEMolecularYMedicineQE2012QEV_QEVU][R_Z 6.2 27

(2012-2012)
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385 leEjarsyE~yndromebEaEgeneticallyEheterogeneousEautosomalErecessiveEcutisElaxaEsyndromeErelatedE
toExZk~EandExΔkzVEdysfunctionSEAmericanYJournalYofYMedicalYGeneticslYPartYAQE2012QEVZ_iQEaW]RXV 2.5 31

384 namilialEpartialElipodystrophyQEmandibuloacralEdysplasiaEandErestrictiveEdermopathyEfeatureE
barrierRtoRautointegrationEfactorEMjinNEnuclearEredistributionSECellYCycleQE2012QEVVQEXZ[_R]] 4.7 28

383 twXRVEqnhibitionEinEipomEswEuiceEUsingEaE~chizophyllanRbasedEintisenseEwligonucleotideETherapySE
MolecularYTherapyYmYNucleicYAcidsQE2012QEVQEeZ_ 10.7 10

382 ~electiveEpseudohypertrophyEofEvastusEmedialisEmusclesEassociatedEwithEcalpainEXEdeficiencySE
NeurologistQE2012QEV_QEXU[Ra 1.6

381 TheExharmacogenomicEptiEjiomarkerEissociatedEtoEidverseEibacavirEzeactionsbEkomparativeE
inalysisEofElifferentEoenotypingEuethodsSECurrentYGenomicsQE2012QEVXQEXVYRWU 2.6 27

380 ~mallEfragmentEhomologousEreplacementbEevaluationEofEfactorsEinfluencingEmodificationEefficiencyE
inEanEeukaryoticEassayEsystemSEPLoSYONEQE2012QE]QEeXU_ZV 3.7 4

379 pZXE~tabilizationEinducesEcellEgrowthEinhibitionEandEaffectsEqonWEpathwayEinEresponseEtoE
radiotherapyEinEadrenocorticalEcancerEcellsSEPLoSYONEQE2012QE]QEeYZVWa 3.7 8

378 xastQEpresentEandEfutureEofEforensicElviEtypingSENanomedicineQE2011QE[QEWZ]R]U 5.6 22

377 xolymorphismsEinEizu~WEMtwkX_]]VZNEandEtwXtVEgenesEinEtheErapaneseEwithEageRrelatedEmacularE
degenerationSEAmericanYJournalYofYOphthalmologyQE2011QEVZWQEXWZR[cEauthorEreplyEXW[ 4.9 14
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142 iEnovelEmutationEMzW]VXNEinEtheEmyotubularinEgeneEcausesEaEsevereEmiotubularEmyopathySEHumanY
HeredityQE1999QEYaQEZaR[U 1.1 7

141 ~impleEversionEofEGmegaprimerGExkzEforEsiteRdirectedEmutagenesisSEBioTechniquesQE1999QEW[QE_]URX 2.5 31

140 ~earchingEforEpsoriasisEsusceptibilityEgenesEinEqtalybEgenomeEscanEandEevidenceEforEaEnewElocusEonE
chromosomeEVSEJournalYofYInvestigativeYDermatologyQE1999QEVVWQEXWRZ 4.3 125

139 itypicalEdeletionsEsuggestEfiveEWWqVVSWEcriticalEregionsErelatedEtoEtheElioeorgeTveloRcardioRfacialE
syndromeSEEuropeanYJournalYofYHumanYGeneticsQE1999QE]QEaUXRa 5.3 74

138 kellularEuptakeEandEdeliveryEmonitoringEofEliposomeTlviEcomplexesEduringEinEvitroEtransfectionEofE
knTzEgeneSEIUBMBYLifeQE1999QEY]QEXX]RYY 4.7

137 iEsingleRnucleotideEpolymorphismEinEtheEhumanEboneEmorphogeneticEproteinRYEMjuxEYNEgeneSE
JournalYofYHumanYGeneticsQE1999QEYYQE][R] 4.3 19

136 oenomicEstructureQEpromoterEcharacterisationEandEmutationalEanalysisEofEtheE~VUUi]EgenebE
exclusionEofEaEcandidateEforEfamilialEpsoriasisEsusceptibilitySEHumanYGeneticsQE1999QEVUYQEVXURY 6.3 29

135 kToErepeatsEdistributionEandEiluEinsertionEpolymorphismEatEmyotonicEdystrophyEMluNEgeneEinE
imharaEandEwromoEpopulationsEofEmthiopiaSEHumanYGeneticsQE1999QEVUZQEV[ZRV[] 6.3 3

134 kToErepeatsEdistributionEandEiluEinsertionEpolymorphismEatEmyotonicEdystrophyEMluNEgeneEinE
imharaEandEwromoEpopulationsEofEmthiopiaSEHumanYGeneticsQE1999QEVUZQEV[ZR] 6.3 9
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133 UnlVtEandEklkYZtbEaEroleEinElioeorgeEsyndromeEandErelatedEphenotypesgSETrendsYinYGeneticsQE1999
QEVZQEWZVRY 8.5 13

132 klassicalEgalactosemiaEandEmutationsEatEtheEgalactoseRVRphosphateEuridylEtransferaseEMoitTNEgeneSE
HumanYMutationQE1999QEVXQEYV]RXU 4.7 123

131
uutationsEofEUnlVtEareEnotEresponsibleEforEtheEmajorityEofEcasesEofElioeorgeE
~yndromeTvelocardiofacialEsyndromeEwithoutEdeletionsEwithinEchromosomeEWWqVVSEAmericanY
JournalYofYHumanYGeneticsQE1999QE[ZQEWY]Ra

11 30

130 tocalizationEofEaEgeneEforEfamilialEpatellaEaplasiaRhypoplasiaEMxTtipNEtoEchromosomeEV]qWVRWWSE
AmericanYJournalYofYHumanYGeneticsQE1999QE[ZQEYYVR] 11 21

129 liaphragmaticEspinalEmuscularEatrophyEwithErespiratoryEdistressEisEheterogeneousQEandEoneEformEqsE
linkedEtoEchromosomeEVVqVXRqWVSEAmericanYJournalYofYHumanYGeneticsQE1999QE[ZQEVYZaR[W 11 72

128 mvidenceEforEinteractionEbetweenEpsoriasisRsusceptibilityElociEonEchromosomesE[pWVEandEVqWVSE
AmericanYJournalYofYHumanYGeneticsQE1999QE[ZQEV]a_R_UU 11 58

127 zeductionEofEtheEluRassociatedEhomeoEdomainEproteinEMluipxNEmzviEinEdifferentEbrainEareasEofE
myotonicEdystrophyEpatientsSENeuromuscularYDisordersQE1999QEaQEWVZRa 2.9 13

126 oeneEtransfectionEefficiencyEofEtrachealEepithelialEcellsEbyElkRcholRlwxmTlviEcomplexesSE
BiochimicaYEtYBiophysicaYActaYmYBiomembranesQE1999QEVYVaQEV_[RaY 3.8 15

125 mxpressionEanalysisEandEproteinElocalizationEofEtheEhumanEpxkRVTsyntaxinEViQEaEgeneEdeletedEinE
öilliamsEsyndromeSEGenomicsQE1999QE[WQEZWZR_ 4.3 20

124 liagnosisEofElioeorgeEandEöilliamsEsyndromesEusingEnq~pEanalysisEofEperipheralEbloodEsmearsSE
MolecularYandYCellularYProbesQE1999QEVXQEXUXR] 3.3 12

123 qsolationEandEcharacterizationEofEaEnovelEtranscriptEembeddedEwithinEpqziQEaEgeneEdeletedEinE
lioeorgeEsyndromeSEMolecularYGeneticsYandYMetabolismQE1999QE[]QEWW]RXZ 3.7 17

122 ~tructureEandEexpressionEofEtheEhumanEubiquitinEfusionRdegradationEgeneEMUnlVtNSEBiochimicaYEtY
BiophysicaYActaYGeneYRegulatoryYMechanismsQE1998QEVXa[QEVZ_R[W 20

121 oenomicEinstabilityEassociatedEwithEmyotonicEdystrophyEdoesEnotEinvolveEpZXEexpressionEandE
activitySECellYBiochemistryYandYFunctionQE1998QEV[QEVV]RWW 4.2 3

120 xositiveEcorrelationEofEkToEexpansionEandEpharyngoesophagealEalterationsEinEmyotonicEdystrophyE
patientsSEItalianYJournalYofYNeurologicalYSciencesQE1998QEVaQE]ZR_U 11

119 iEhighlyEpolymorphicEkiToTErepeatEMtqusVoTNEwithinEtheEöilliamsEsyndromeEcriticalEregionSEClinicalY
GeneticsQE1998QEZXQEWW[R] 4 4

118 pumanEUlxRgalactoseEYLEepimeraseEMoitmNEgeneEandEidentificationEofEfiveEmissenseEmutationsEinE
patientsEwithEepimeraseRdeficiencyEgalactosemiaSEMolecularYGeneticsYandYMetabolismQE1998QE[XQEW[RXU 3.7 40

117 iEsingleEpolymeraseEchainEreactionRbasedEprotocolEforEdetectingEnormalEandEexpandedEallelesEinE
myotonicEdystrophySEDiagnosticYMolecularYPathologyQE1998QE]QEVXZR] 25

116 UnlVtQEaEdevelopmentallyEexpressedEubiquitinationEgeneQEisEdeletedEinEkiTkpEWWEsyndromeSE
HumanYMolecularYGeneticsQE1997QE[QEWZaR[Z 5.6 75
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115 ~pectrumEofEclinicalEfeaturesEassociatedEwithEinterstitialEchromosomeEWWqVVEdeletionsbEaEmuropeanE
collaborativeEstudySEJournalYofYMedicalYGeneticsQE1997QEXYQE]a_R_UY 5.8 854

114 inalysisEofEV[UEconsecutiveElivingEunrelatedEkidneyEtransplantsbEVa_XRVaa]SETransplantationY
ProceedingsQE1997QEWaQEXXaaRYUV 1.1 18

113 konotruncalEheartEdefectsEandEchromosomeEWWqVVEmicrodeletionSEJournalYofYPediatricsQE1997QEVXUQE[]ZR]3.6 9

112 mxpressionEofEreceptorsEforEnativeEandEchemicallyEmodifiedElowRdensityElipoproteinsEinEbrainE
microvesselsSEFEBSYLettersQE1997QEYUVQEZXR_ 3.8 31

111 mxpressionEstudyEofEsurvivalEmotorEneuronEgeneEinEhumanEfetalEtissuesSEBiochemicalYandYMolecularY
MedicineQE1997QE[VQEVUWR[ 27

110 iEpossibleEroleEofEviqxEgeneEdeletionsEinEsexRrelatedEspinalEmuscularEatrophyEphenotypeEvariationSE
NeurogeneticsQE1997QEVQEWaRXU 3 8

109 TricuspidEatresiaEandEWWqVVEdeletionSEAmericanYJournalYofYMedicalYGeneticsYPartYAQE1997QE]WQEYURW 18

108
TwoEnewEmissenseEmutationsEMiVUZTEandEkVVUoNEinEtheEnorrinEgeneEinEtwoEqtalianEfamiliesEwithE
vorrieEdiseaseEandEfamilialEexudativeEvitreoretinopathySEAmericanYJournalYofYMedicalYGeneticsYPartYA
QE1997QE]WQEWYWRY

15

107 issignmentEofEtheEhexokinaseEtypeEXEgeneEMpsXNEtoEhumanEchromosomeEbandEZqXZSXEbyEsomaticE
cellEhybridsEandEinEsituEhybridizationSECytogeneticYandYGenomeYResearchQE1996QE]YQEV_]R_ 1.9 4

106 uolecularEbasisEofEgalactoseRVRphosphateEuridyltransferaseEdeficiencyEinvolvingEskeletalEmuscleSE
JournalYofYNeurologyQE1996QEWYXQEVUWRX 5.5 3

105 liscordantEclinicalEoutcomeEinEtypeEqqqEspinalEmuscularEatrophyEsibshipsEshowingEtheEsameEdeletionE
patternSENeuromuscularYDisordersQE1996QE[QEW[VRY 2.9 19

104 vonRinvasiveEearlyEprenatalEmolecularEdiagnosisEusingEretrievedEtranscervicalEtrophoblastEcellsSE
HumanYGeneticsQE1996QEa]QEVZURZ 6.3 39

103 liagnosisEofElioeorgeEsyndromeEinEnucleiEreleasedEfromEarchivalEautopticEheartEspecimensEusingE
fluorescenceEinEsituEhybridizationSEHumanYGeneticsQE1996QEa]QEYVYR] 6.3 8

102 TheEmendelianEbasisEofEcongenitalEheartEdefectsSECardiologyYinYtheYYoungQE1996QE[QEW[YRW]V 1 13

101 letectionEofEeightEbetaRthalassemiaEmutationsEusingEaElviEenzymeEimmunoassaySEInternationalY
JournalYofYClinicalYandYLaboratoryYResearchQE1996QEW[QEVX[Ra 5

100 UltrasoundEandEmolecularEmidRtrimesterEprenatalEdiagnosisEofEdeEnovoEachondroplasiaSEPrenatalY
DiagnosisQE1996QEV[QE][YR_ 3.2 15

99 leletionEanalysisEofE~uvEandEviqxEgenesEinEspinalEmuscularEatrophyEqtalianEfamiliesSEMuscleYandY
NerveQE1996QEVaQEX]_R_U 3.4 6

98 leletionEanalysisEofEtheEsimpleEtandemErepeatElociEphysicallyElinkedEtoEtheEspinalEmuscularEatrophyE
locusSEHumanYMutationQE1996QE]QEVa_RWUV 4.7 5
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97 ThreeEnewEmutationsEMxV_XTQEéVZUtQEZW_insoNEandEelevenEsequenceEpolymorphismsEinEqtalianE
patientsEwithEgalactoseRVRphosphateEuridyltransferaseEMoitTNEdeficiencySEHumanYMutationQE1996QE_QEX[aR]W4.7 7

96 clviEcharacterizationEandEchromosomalEmappingEofEtwoEhumanEhomologuesEofEtheElrosophilaE
dishevelledEpolarityEgeneSEHumanYMolecularYGeneticsQE1996QEZQEaZXR_ 5.6 50

95 korrelationEofE~fiqEmacrorestrictionEendonucleaseEfingerprintEanalysisEofEkandidaEparapsilosisE
isolatesEwithEsourceEofEisolationSEJournalYofYMedicalYMicrobiologyQE1996QEYZQEV]XR_ 3.2 15

94 sidneyEtransplantationEinEelderlyEpatientsSETransplantationYProceedingsQE1996QEW_QEVaWRX 1.1 2

93 liagnosisEofElioeorgeEsyndromeEinEnucleiEreleasedEfromEarchivalEautopticEheartEspecimensEusingE
fluorescenceEinEsituEhybridizationSEHumanYGeneticsQE1996QEa]QEYVYRYV] 6.3

92
~imultaneousEdetectionEofEdeltaEnZU_QEoZYWXQEvVXUXsQEoZZVlQEandEV]V]RVoRRfiEcysticEfibrosisE
allelesEbyEaEmultiplexElviEenzymeEimmunoassaySEInternationalYJournalYofYClinicalYandYLaboratoryY
ResearchQE1995QEWZQEVYWRZ

9

91 xostzygoticEinstabilityEofEtheEmyotonicEdystrophyEpβiok]EinErepeatEsupportedEbyElargerEexpansionsE
inEmuscleEandEreducedEamplificationsEinEspermSEJournalYofYNeurologyQE1995QEWYWQEX]aR_X 5.5 12

90 inalysisEofEtheEelastinEgeneEinE[UEpatientsEwithEclinicalEdiagnosisEofEöilliamsEsyndromeSEHumanY
GeneticsQE1995QEa[QEYYYR_ 6.3 34

89 WWqVVEdeletionsEinEisolatedEandEsyndromicEpatientsEwithEtetralogyEofEnallotSEHumanYGeneticsQE1995QE
aZQEY]aR_W 6.3 99

88 leEnovoEdeletionsEofEtheEZqVXEregionEandEprenatalEdiagnosisEofEspinalEmuscularEatrophySEPrenatalY
DiagnosisQE1995QEVZQEaXRY 3.2 8

87
korrelationEbetweenEhumanEpapillomavirusEtypeEandEprogressiveEpotentialEofElowEgradeEsquamousE
intraRepithelialEdysplasticElesionsEofEtheEcervixEMkqvEqNSEJournalYofYObstetricsYandYGynaecologyQE1995QE
VZQEXWYRXW]

1.3

86 veonatalEspinalEmuscularEatrophyEwithEdiaphragmaticEparalysisEisEunlinkedEtoEZqVVSWRqVXSEJournalYofY
MedicalYGeneticsQE1995QEXWQEWV[Ra 5.8 24

85 liscordantEclinicalEoutcomeEinEmyotonicEdystrophyErelativesEshowingEMkToNnEfE]UUErepeatsSE
NeuromuscularYDisordersQE1995QEZQEVZ]Ra 2.9 17

84 TheElinkEbetweenEcytogeneticsEandEmendelismSEBiomedicineYandYPharmacotherapyQE1995QEYaQE_XRaX 7.5 11

83 qdentificationEofEmultipleEtranscribedEsequencesEfromEtheEspinalEmuscularEatrophyEregionEofEhumanE
chromosomeEZSEBiochemicalYandYBiophysicalYResearchYCommunicationsQE1995QEWU[QEWaYRXUV 3.4 5

82 ~urvivalEmotorEneuronEgeneEtranscriptEanalysisEinEmusclesEfromEspinalEmuscularEatrophyEpatientsSE
BiochemicalYandYBiophysicalYResearchYCommunicationsQE1995QEWVXQEXYWR_ 3.4 169

81 lifferentEexpressionEofEtheEmyotoninEproteinEkinaseEgeneEinEdiscreteEareasEofEhumanEbrainSE
BiochemicalYandYBiophysicalYResearchYCommunicationsQE1995QEWV[QEY_aRaY 3.4 4

80 korrelationEbetweenEcardiacEinvolvementEandEkToEtrinucleotideErepeatElengthEinEmyotonicE
dystrophySEJournalYofYtheYAmericanYCollegeYofYCardiologyQE1995QEWZQEWXaRYZ 15.1 98
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79 qdentificationEofEsixEnovelEknTzEmutationsEinEaEsampleEofEqtalianEcysticEfibrosisEpatientsSEMolecularY
andYCellularYProbesQE1995QEaQEVXZR] 3.3 8

78 TranspositionEofEtheEgreatEarteriesEassociatedEwithEdeletionEofEchromosomeEWWqVVSEAmericanY
JournalYofYCardiologyQE1995QE]ZQEaZR_ 3 51

77 TwoEpedigreesEofEautosomalEdominantEatrioventricularEcanalEdefectEMiéklNbEexclusionEfromEtheE
criticalEregionEonE_pSEAmericanYJournalYofYMedicalYGeneticsYPartYAQE1995QEZ]QEY_XR_ 17

76 ueioticEdriveEatEtheEmyotonicEdystrophyElocusSEJournalYofYMedicalYGeneticsQE1994QEXVQEa_U 5.8 35

75 iEclusterEofEcysticEfibrosisEmutationsEinEexonEV]bEofEtheEknTzEgenebEaEsiteEforErareEmutationsSE
JournalYofYMedicalYGeneticsQE1994QEXVQE]XVRY 5.8 5

74
iEnewEmethodEforEdirectEanalysisEofEpolymeraseEchainEreactionRamplifiedEhumanEpapillomavirusE
usingElviEenzymeEimmunoassaySEInternationalYJournalYofYClinicalYandYLaboratoryYResearchQE1994QE
WYQEWWXR[

16

73 mxclusionEofElinkageEwithEchromosomeEWVEinEfamiliesEwithErecurrenceEofEnonRlownLsE
atrioventricularEcanalSEHumanYGeneticsQE1994QEaYQE]U_RVU 6.3 13

72 xrenatalEdiagnosisEofEXRlinkedEretinitisEpigmentosaEMzxNEinEfiveEpregnanciesEatEriskSEPrenatalY
DiagnosisQE1994QEVYQEW_ZRa 3.2 1

71 nirstRtrimesterEprenatalEdiagnosisEofEspinalEmuscularEatrophyEusingEmicrosatelliteEmarkersSEPrenatalY
DiagnosisQE1994QEVYQEYZaR[W 3.2 11

70 vorthEmurasianEoriginEofEtheEmyotonicEdystrophyEmutationSEHumanYMutationQE1994QEYQE]aR_V 4.7 5

69 pighEconservationEofEtheEtrinucleotideEβkTo]nErepeatEatEtheEmyotonicEdystrophyElocusEinEnonhumanE
primatesSEHumanYEvolutionQE1994QEaQEXVZRXWV

68 TheEoriginEofEtheEmajorEcysticEfibrosisEmutationEMdeltaEnZU_NEinEmuropeanEpopulationsSENatureY
GeneticsQE1994QE]QEV[aR]Z 36.3 284

67 TheEupRtoRdateEmolecularEgeneticsEofEcysticEfibrosisSEBiomedicineYandYPharmacotherapyQE1994QEY_QEYZZR[X7.5 2

66 ualeEhypogonadismEinEmyotonicEdystrophyEisErelatedEtoEMkToNnEtripletEmutationSEJournalYofY
EndocrinologicalYInvestigationQE1994QEV]QEX_VRX 5.2 32

65 xaternityETestingEinEqtalyEUsingEuinisatelliteEéariantEzepeatEMuézNSEAdvancesYinYForensicY
HaemogeneticsQE1994QEWW[RWW_

64 ipplicationEofEtheEkapillaryElviEkhromatographyEinEtheExaternityETestingEUsingEixwjEimplifiedE
illelesSEAdvancesYinYForensicYHaemogeneticsQE1994QEVX[RVX_

63
pumanEelongationEfactorEmnRVEbetabEcloningEandEcharacterizationEofEtheEmnVEbetaEZaEgeneEandE
assignmentEofEmnRVEbetaEisoformsEtoEchromosomesEWQZQVZEandEXSEBiochemicalYandYBiophysicalY
ResearchYCommunicationsQE1993QEVa]QEVZYR[W

3.4 23

62 qdentificationEofEeightEnovelEmutationsEinEaEcollaborativeEanalysisEofEaEpartEofEtheEsecondE
transmembraneEdomainEofEtheEknTzEgeneSEGenomicsQE1993QEV[QEWa[R] 4.3 38
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61 iEtoolEforEtheEmolecularEanalysisEofEanEearlyElethalEdiseasebEslideRxkzEinEspinalEmuscularEatrophyE
patientsSEMolecularYandYCellularYProbesQE1993QE]QEWWVR[ 3.3 5

60 TheEdynamicEgenomicsEofEmyotonicEdystrophyEandEitsEclinicalErelevancebEanEoverviewSEBiomedicineY
andYPharmacotherapyQE1993QEY]QEXWVRXU 7.5 4

59 xlasmidElviEandElowRfrequencyEelectromagneticEfieldsSEBiomedicineYandYPharmacotherapyQE1993QE
Y]QEVUVRZ 7.5 5

58 paplotypeEanalysisEtoEdetermineEtheEpositionEofEaEmutationEamongEcloselyElinkedElviEmarkersSE
HumanYMolecularYGeneticsQE1993QEWQEVUU]RVY 5.6 17

57 uolecularEcharacterizationEofEtheEpXVayEgalactosemiaEmutationSEHumanYMolecularYGeneticsQE1993QE
WQEXWZR[ 5.6 10

56 qdentificationEofEthreeEnovelEcysticEfibrosisEmutationsEinEaEsampleEofEqtalianEcysticEfibrosisEpatientsSE
HumanYHeredityQE1993QEYXQEWaZRXUU 1.1 29

55 xarentalEoriginEofEchromosomeEYpEdeletionEinEöolfRpirschhornEsyndromeSEAmericanYJournalYofY
MedicalYGeneticsYPartYAQE1993QEY]QEaWVRY 55

54 uolecularEcharacterizationEofEaEframeshiftEmutationEinEexonEVaEofEtheEknTzEgeneSEHumanYMutationQE
1993QEWQEYWWRY 4.7 6

53
letectionEbyEcapillaryEelectrophoresisEofErestrictionEfragmentElengthEpolymorphismSEinalysisEofEaE
polymeraseEchainEreactionRamplifiedEproductEofEtheElX~EV[YElocusEinEtheEdystrophinEgeneSEJournalY
ofYChromatographyYAQE1993QE[X_QEW]]R_V

4.5 25

52 tocalizationEofEnriedreichEataxiaEphenotypeEwithEselectiveEvitaminEmEdeficiencyEtoEchromosomeE_qE
byEhomozygosityEmappingSENatureYGeneticsQE1993QEZQEVaZRWUU 36.3 187

51 MkToNnEtripletEmutationEandEphenotypeEmanifestationsEinEmyotonicEdystrophyEpatientsSEBiochemicalY
MedicineYandYMetabolicYBiologyQE1993QEZUQE_ZRaW 37

50 xkzEprotocolEforElviErecoveryEfromE~purrLsRembeddedEmuscleEbiopsiesSEGenomeYResearchQE1993QEXQEWVVRW9.7 1

49 oenotypingEofEspinalEmuscularEatrophyEfamiliesEwithElinkedElviEprobesSEClinicalYGeneticsQE1992QEYWQEXV]Ra4 2

48 mvaluationEofEhumanEpapillomavirusEV[EandEV_EinEpremalignantEandEmalignantEcervicalElesionsEbyE
theEpolymeraseEchainEreactionSEJournalYofYObstetricsYandYGynaecologyQE1992QEVWQEWUXRWUY 1.3

47 mxpansionEofEtheEmyotonicEdystrophyEgeneEinEqtalianEandE~panishEpatientsSEJournalYofYMedicalY
GeneticsQE1992QEWaQE]_aRaU 5.8 7

46 qnosineRcontainingEprimersEinEhumanEpapillomavirusEdetectionEbyEpolymeraseEchainEreactionSE
BiomedicineYandYPharmacotherapyQE1992QEY[QEV[]Ra 7.5 6

45 TheEprevalenceEofEpxéV[lviEinEnormalEandEpathologicalEcervicalEscrapesEusingEtheEpolymeraseE
chainEreactionSEGynecologicYOncologyQE1992QEY[QEXXR[ 4.9 9

44 qncidenceEandEexpressionEofEtheEvVXUXsEmutationEofEtheEcysticEfibrosisEMknTzNEgeneSEHumanY
GeneticsQE1992QE_aQE[ZXR_ 6.3 62
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43 issignmentEofEtheEslowEtroponinETEMTvvTVNEgeneEtoEchromosomeEVaEusingEpolymeraseEchainE
reactionSEHumanYGeneticsQE1992QE__QE[a]R_ 6.3 5

42 xolymeraseEchainEreactionEinEtheEdetectionEofEmzviEtranscriptsEfromEtheEslowEskeletalEtroponinETE
MTvvTVNEgeneEinEmyotonicEdystrophyEandEnormalEmuscleSECellYBiochemistryYandYFunctionQE1992QEVUQEWZVR[ 4.2 7

41 inalysisEofEapojQEptilyEalphaQEandElV~_UEpolymorphismsEinEtheEqtalianEpopulationEusingEtheE
polymeraseEchainEreactionSEAmericanYJournalYofYHumanYBiologyQE1992QEYQEX_VRX_[ 2.7 15

40 xkzElviEtypingEforEforensicsSENatureQE1991QEXZYQEV]a 50.4 4

39 iEserineRtoRarginineEMioTRtoRkoTNEmutationEinEcodonEZYaEofEtheEknTzEgeneEinEanEqtalianEpatientEwithE
severeEcysticEfibrosisSEGenomicsQE1991QEaQE]__Ra 4.3 20

38 ~tudyEofEtheEeffectsEonElviEofEelectromagneticEfieldsEusingEclampedEhomogeneousEelectricEfieldE
gelEelectrophoresisSEBiomedicineYandYPharmacotherapyQE1991QEYZQEYZVRY 7.5 3

37 TheEsearchEforEsouthEmuropeanEcysticEfibrosisEmutationsbEidentificationEofEtwoEnewEmutationsQEfourE
variantsQEandEintronicEsequencesSEGenomicsQE1991QEVUQEVaXRWUU 4.3 111

36
norensicEapplicationsEofEmolecularEgeneticEanalysisbEanEqtalianEcollaborativeEstudyEonEpaternityE
testingEbyEtheEdeterminationEofEvariableEnumberEofEtandemErepeatElviEpolymorphismsSEHumanY
HeredityQE1991QEYVQEV]YR_V

1.1 21

35 xolymorphicElviEhaplotypesEandEdeltaEnZU_EdeletionEinEWVWEqtalianEknEfamiliesSEHumanYGeneticsQE
1990QE_ZQEYWURV 6.3 11

34 leltaEnZU_EgeneEdeletionEandEprenatalEdiagnosisEofEcysticEfibrosisEinEqtalianEandE~panishEfamiliesSE
PrenatalYDiagnosisQE1990QEVUQEYVXRY 3.2 8

33 oeneticEdifferencesEinEcysticEfibrosisEpatientsEwithEandEwithoutEpancreaticEinsufficiencySEinEqtalianE
collaborativeEstudySEHumanYGeneticsQE1990QE_YQEYXZR_ 6.3 10

32 iEYZQXEmaleEwithEmolecularEevidenceEofEaEtranslocationEofEΔEeuchromatinEontoEchromosomeEVSE
HumanYGeneticsQE1990QE_[QEaYR_ 6.3 20

31 kharacterizationEofEdeletionsEinEtheEdystrophinEgeneEgivingEmildEphenotypesSEAmericanYJournalYofY
MedicalYGeneticsYPartYAQE1990QEX]QEVX[RYW 28

30 zapidEprenatalEdiagnosisEofEmyotonicEdystrophyEinEtheEsecondEtrimesterEusingEpolymeraseEchainE
reactionSEJournalYofYMedicalYGeneticsQE1990QEW]QE[[WR[[W 5.8

29 TheEgenotypeEofEaEnewElinkedElviEmarkerQEux[dRaQEisErelatedEtoEtheEclinicalEcourseEofEcysticE
fibrosisSEJournalYofYMedicalYGeneticsQE1990QEW]QEV]RWU 5.8 9

28 taronEdwarfismEandEmutationsEofEtheEgrowthEhormoneRreceptorEgeneSENewYEnglandYJournalYofY
MedicineQE1989QEXWVQEa_aRaZ 59.2 250

27 xkzEamplificationEandEsilverEstainEdetectionEofEgenomicElviEfragmentsSETrendsYinYGeneticsQE1989QEZQEWaX 8.5 1

26 tinkageEdisequilibriumEforElviEhaplotypesEnearEtheEcysticEfibrosisElocusEinEtwoEsouthEmuropeanE
populationsSEHumanYGeneticsQE1989QE_XQEV]ZR_ 6.3 17
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25 nirstRtrimesterEprenatalEdiagnosisEofEcysticEfibrosisEusingEtheEpolymeraseEchainEreactionbEreportEofE
eightEcasesSEPrenatalYDiagnosisQE1989QEaQEXYaRZZ 3.2 14

24 xrenatalEdiagnosisEofEadultEpolycysticEkidneyEdiseaseEwithElviEmarkersEonEchromosomeEV[EandEtheE
geneticEheterogeneityEproblemSEPrenatalYDiagnosisQE1989QEaQE]ZaR[] 3.2 11

23 leltaEnZU_EgeneEdeletionEinEcysticEfibrosisEinEsouthernEmuropeSELancetlYTheQE1989QEWQEVYUY 40 51

22 qdentificationEofEYEataxiaEtelangiectasiaEcellElinesEhypersensitiveEtoEgammaRirradiationEbutEnotEtoE
hydrogenEperoxideSEMutationYResearchYDNAYRepairQE1989QEWV_QEVYXR_ 5

21 xrenatalEdiagnosisEofEtrioseEphosphateEisomeraseEdeficiencySELancetlYTheQE1989QEWQE_]V 40 1

20 uultilocusEanalysisEofEtheEfragileEXEsyndromeSEHumanYGeneticsQE1988QE]_QEWUVRZ 6.3 55

19 leletionEWqXVSXRRRRWqXXSXbEgeneEdosageEeffectEofEribuloseEZRphosphateEXRepimeraseSEHumanY
GeneticsQE1988QE]aQEaW 6.3 9

18 nirstEtrimesterEstudiesEofEaEfetusEatEriskEforEtrioseEphosphateEisomeraseEdeficiencySEPrenatalY
DiagnosisQE1987QE]QEW_aRaY 3.2 3

17 nirstEtrimesterEmonitoringEofEaEpregnancyEatEriskEforEglucoseEphosphateEisomeraseEdeficiencySE
PrenatalYDiagnosisQE1986QE[QEVUVR] 3.2 8

16 TheEinteractionEofErifamycinR~éEwithEtheEhepaticEtransportEandEsulfationEofEtaurolithocolicEacidEinE
ratsSEPharmacologicalYResearchYCommunicationsQE1986QEV_QE[]ZR_Z 3

15 qncreasedEerythrocyteEadenosineEdeaminaseEactivityEwithoutEhaemolyticEanaemiaSEHumanYHeredityQE
1986QEX[QEX]RYU 1.1 4

14 pexokinaseEinEhumanEchorionicEvilliSEEarlyYHumanYDevelopmentQE1985QEVVQEVYaRZ[ 2.2 4

13 zedEbloodEcellEadenineEnucleotidesEabnormalitiesEinElownEsyndromeSEAmericanYJournalYofYMedicalY
GeneticsYPartYAQE1985QEWUQEVXVRZ 12

12 qncreasedErateEofEsuperoxideEionEgenerationEinEnanconiEanemiaEerythrocytesSEBiochemicalYandY
BiophysicalYResearchYCommunicationsQE1985QEVXUQEVW]RXW 3.4 25

11 zegionalEmappingEofEhexokinaseRVEwithinEtheEshortEarmEofEchromosomeEVUSEHumanYHeredityQE1984QE
XYQEVZ[R[U 1.1 7

10 qncreasedEactivityEofEglutathioneE~RtransferaseEandEfastEdecayEofEreducedEglutathioneEinEnanconiLsE
anemiaEerythrocytesSEActaYHaematologicaQE1984QE]VQEVYXRY 2.7 7

9 zedEbloodEcellEhexokinaseEinEnanconiLsEanemiaSEActaYHaematologicaQE1984QE]VQEXYVRY 2.7 1

8 iEliveEinfantEwithEtrisomyEVYEmosaicismEandEnuclearEabnormalitiesEofEtheEneutrophilsSEJournalYofY
MedicalYGeneticsQE1984QEWVQEY[]R]U 5.8 12

GiuseppevNovelli

34



7 marlyEstructuralEandEfunctionalEchangesEinEliverEofEratsEtreatedEwithEaEsingleEdoseEofEvalproicEacidSE
HepatologyQE1984QEYQEVVZaR[[ 11.2 39

6 xrenatalEpredictionEofEduplicationEVUqWYEleadsEtoEqterEbyEgeneEdosageEofEowTVEonEunculturedE
amnioticEcellsSEPrenatalYDiagnosisQE1983QEXQEXX]RYV 3.2 3

5 xigEredEbloodEcellEhexokinasebEevidenceEforEtheEpresenceEofEhexokinaseEtypesEqqEandEqqqQEandEtheirE
purificationEandEcharacterizationSEArchivesYofYBiochemistryYandYBiophysicsQE1983QEWW[QEX[ZR][ 4.1 19

4 ~tudyEonEtheElipidEcompositionEofEratEbileEduringEcholeresisEinducedEbyEdiethylEmaleateSEDigestionQE
1983QEW]QEWV_RW[ 3.6 7

3 inalysisEofEikmWEoeneticEéariabilityEimongExopulationsEpighlightsEiExossibleEtinkEöithE
kwéqlVaRzelatedEveurologicalEkomplications 7

2 ~yntheticEantibodiesEneutralizeE~iz~RkoéRWEinfectionEofEmammalianEcells 8

1 oeneticsEofEpumanEtaminopathiesVR_

ListvofvPublications

35


