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k Paper IF Citations

560 nomplexGPresentationGofGsaoTqountainGüyndromeGüolvedGbyGpxomeGüequencingGsighlightingG
noTzccurringGrenomicGVariantsUGGenesSG2022SGXZSGccd 4.2 0

559 üPépoYGlossTofTfunctionGcausesGaGrecessiveGyoonanGsyndromeTlikeGphenotypeUGAmericanVJournalVofV
HumanVGeneticsSG2021SGXWcSGYXXYTYXYd 11 2

558
üPpyGhaploinsufficiencyGcausesGaGneurodevelopmentalGdisorderGoverlappingGproximalGXpZaG
deletionGsyndromeGwithGanGepisignatureGofGXGchromosomesGinGfemalesUGAmericanVJournalVofVHumanV
GeneticsSG2021SGXWcSG]WYT]Xa

11 12

557 nrossTcorrelationGofGviromeTbacteriomeThostTmetabolomeGtoGstudyGrespiratoryGhealthUGTrendsVinV
MicrobiologySG2021SG 12.4 4

556 nopyGnumberGvariationGanalysisGimplicatesGnovelGpathwaysGinGpatientsGwithG
oculoTauriculoTvertebralTspectrumGandGcongenitalGheartGdefectsUGClinicalVGeneticsSG2021SGXWWSGYacTYbd 4 2

555
qunctionalGrenomicsGforGUndiagnosedGPatientseGαheGtmpactGofGümallGrαPasesGüignalingG
oysregulationGatGPanTpmbryoGoevelopmentalGücaleUGFrontiersVinVCellVandVDevelopmentalVBiologySG
2021SGdSGa[YYZ]

5.7 0

554 ünUmpZGlossTofTfunctionGcausesGaGrecognizableGrecessiveGdevelopmentalGdisorderGdueGtoGdefectiveG
boneGmorphogeneticGproteinGsignalingUGAmericanVJournalVofVHumanVGeneticsSG2021SGXWcSGXX]TXZZ 11 8

553 renomeTWideGoylGxethylationGlnalysisGofGaGnohortGofG[XGPatientsGlffectedGbyG
zculoTluriculoTVertebralGüpectrumGOzlVüPUGInternationalVJournalVofVMolecularVSciencesSG2021SGYYSG 6.3 1

552 nlinicalGlpplicationGofGpasychipGcxX]vGPlatformGinG[XWaGPregnanciesGWithoutGUltrasoundG
lnomaliesUGReproductiveVSciencesSG2021SGYcSGXX[YTXX[d 3 0

551 éelationshipGbetweenGglucoseGhomeostasisGandGobesityGinGearlyGlifeTlGstudyGofGttalianGchildrenGandG
adolescentsUGHumanVMolecularVGeneticsSG2021SG 5.6 3

550 somozygousGandGreneGVariantsGinGaGmoyGwithGrrowthGsormoneGoeficiencyGandGparlyGznsetG
zsteoporosisUGInternationalVJournalVofVMolecularVSciencesSG2021SGYYSG 6.3 0

549 qusedGzmicsGoataGxodelsGéevealGrutGxicrobiomeGüignaturesGüpecificGofGtnactiveGütageGofGuuvenileG
tdiopathicGlrthritisGinGPediatricGPatientsUGMicroorganismsSG2020SGcSG 4.9 1

548 ltypicalGcardiacGdefectsGinGpatientsGwithGélüopathieseGUpdatedGdataGonGnléypαGstudyUGBirthV
DefectsVResearchSG2020SGXXYSGbY]TbZX 2.9 6

547
noToccurrenceGofGmutationsGinGvtqbGandGvtllW]]aGinGuoubertGsyndromeGwithGocularGcolobomaSG
pituitaryGmalformationGandGgrowthGhormoneGdeficiencyeGaGcaseGreportGandGliteratureGreviewUGBMCV
PediatricsSG2020SGYWSGXYW

2.6 3

546 αheGspliceGcUXcX]rilGvariantGinGvtllW]caGresultsGinGaGphenotypeGbridgingGshortTribTpolydactylyGandG
oralTfacialTdigitalGsyndromeeGlGcaseGreportGandGliteratureGreviewUGMedicineVfUnitedVStatesgSG2020SGddSGeXdXad1.8 3

545 vmrGsyndromeeGnommonGandGuncommonGclinicalGfeaturesGbasedGonGZXGnewGpatientsUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2020SGXcYSGXWbZTXWcZ 2.5 10

544 oeficiencyGofGxqüobcGresultsGinGmicrocephalyTassociatedGvasculopathyGinGqowlerGsyndromeUGJournalV
ofVClinicalVInvestigationSG2020SGXZWSG[WcXT[WdZ 15.9 4
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543 ükeletalGabnormalitiesGareGcommonGfeaturesGinGlymˆ'TrrippGsyndromeUGClinicalVGeneticsSG2020SGdbSGZaYTZad4 4

542 qrameshiftGmutationsGatGtheGnTterminusGofGstüαXsXpGresultGinGaGspecificGoylGhypomethylationG
signatureUGClinicalVEpigeneticsSG2020SGXYSGb 7.7 23

541 nompleteGüequenceGofGtheGYYqXXUYGllleleGinGXSW]ZGüubjectsGwithGYYqXXUYGoeletionGüyndromeG
éevealsGxodifiersGofGnonotruncalGseartGoefectsUGAmericanVJournalVofVHumanVGeneticsSG2020SGXWaSGYaT[W 11 24

540
oelayedGappearanceGofGZTmethylglutaconicGaciduriaGinGneonatesGwithGearlyGonsetGmetabolicG
cardiomyopathieseGlGpotentialGpitfallGforGtheGdiagnosisUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG
2020SGXcYSGa[TbW

2.5 2

539 PPPXéYXTrelatedGsyndromicGintellectualGdisabilityeGéeportGofGanGadultGpatientGandGreviewUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2020SGXcYSGZWX[TZWYY 2.5 2

538 pnhancedGxlPvXGqunctionGnausesGaGyeurodevelopmentalGoisorderGwithinGtheGélüopathyGnlinicalG
üpectrumUGAmericanVJournalVofVHumanVGeneticsSG2020SGXWbSG[ddT]XZ 11 25

537 lberrantGqunctionGofGtheGnTαerminalGαailGofGstüαXsXpGlcceleratesGnellularGüenescenceGandGnausesG
PrematureGlgingUGAmericanVJournalVofVHumanVGeneticsSG2019SGXW]SG[dZT]Wc 11 30

536 pxpandingGtheGclinicalGspectrumGassociatedGwithGPlnüYGmutationsUGClinicalVGeneticsSG2019SGd]SG]Y]T]ZX 4 10

535
qamilialGaggregationGofGIappleGpeelIGintestinalGatresiaGandGcardiacGleftTsidedGobstructiveGlesionseGlG
possibleGcausalGrelationshipGwithGyzαnsXGgeneGmutationsUGAmericanVJournalVofVMedicalVGeneticsjV
PartVASG2019SGXbdSGX]bWTX]b[

2.5 2

534
lGfamilialGchromosomalGcomplexGrearrangementGconfirmsGéUyXXαXGasGaGcausativeGgeneGforG
intellectualGdisabilityGandGsuggestsGthatGXpYYUXpYXUZGduplicationGisGlikelyGbenignUGMolecularV
CytogeneticsSG2019SGXYSGYa

2

533 lGheterozygousSGintragenicGdeletionGofGnyzαYGrecapitulatesGtheGphenotypeGofGXYqX]GdeletionG
syndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2019SGXbdSGXaX]TXaYX 2.5 5

532 nostTeffectivenessGofGexomeGsequencingeGanGttalianGpilotGstudyGonGundiagnosedGpatientsUGNewV
GeneticsVandVSocietySG2019SGZcSGY[dTYaZ 1.9 2

531 lssociationGofGmrightGwiverGWithGtheGPyPwlZGtX[cxGreneGVariantGinGXTYearTzldGαoddlersUGJournalVofV
ClinicalVEndocrinologyVandVMetabolismSG2019SGXW[SGYXaZTYXbW 5.6 4

530 ParentTofTzriginGpffectsGinGX]qXXUYGmPXTmPYGxicrodeletionGOmurnsideTmutlerPGüyndromeUG
InternationalVJournalVofVMolecularVSciencesSG2019SGYWSG 6.3 14

529 ouplicationsGofGrPnZGandGrPn[GgenesGinGsymptomaticGfemaleGcarriersGofGüimpsonTrolabiTmehmelG
syndromeGtypeGXUGEuropeanVJournalVofVMedicalVGeneticsSG2019SGaYSGY[ZTY[b 2.6 9

528
üzüXGmutationsGinGyoonanGsyndromeeGnardiomyopathiesGandGnotGonlyGcongenitalGheartGdefectsHG
éeportGofGsixGpatientsGincludingGtwoGnovelGvariantsGandGliteratureGreviewUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2019SGXbdSGYWcZTYWdW

2.5 5

527 PotentialGofGmultiomicsGtechnologyGinGprecisionGmedicineUGCurrentVOpinionVinVGastroenterologySG2019
SGZ]SG[dXT[dc 3 13

526 αléPGsyndromeeGwongTtermGsurvivalSGanatomicGpatternsGofGcongenitalGheartGdefectsSGdifferentialG
diagnosisGandGpathogeneticGconsiderationsUGEuropeanVJournalVofVMedicalVGeneticsSG2019SGaYSGXWZ]Z[ 2.6 6

(2019-2020)
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525 xicrobiomeGlnalyticsGofGtheGrutGxicrobiotaGinGPatientsGWithGuuvenileGtdiopathicGlrthritiseGlG
wongitudinalGzbservationalGnohortGütudyUGArthritisVandVRheumatologySG2019SGbXSGXWWWTXWXW 9.5 30

524 nonfirmationGofGméo[GhaploinsufficiencyGroleGinGnorneliaGdeGwangeTlikeGphenotypeGandGdelineationG
ofGaGXdpXZUXYpXZUXXGgeneGcontiguousGsyndromeUGAnnalsVofVHumanVGeneticsSG2019SGcZSGXWWTXWd 2.2 7

523 qirstGcaseGofGnonalcoholicGsteatohepatitisGinGaGchildGwithGdelOXpZaPGandGdupGOXpYYPeGreviewGofGtheG
literatureUGClinicalVDysmorphologySG2018SGYbSG[YT[] 0.9 2

522
ProliferativeGvasculopathyGandGhydranencephalyThydrocephalyGsyndromeGorGqowlerGsyndromeeG
éeportGofGaGfamilyGandGinsightGintoGtheGdiseaseNsGmechanismUGMolecularVGeneticsVdampzVGenomicV
MedicineSG2018SGaSG[[aT[]X

2.3 7

521 oelineatingGtheGpsychiatricGandGbehavioralGphenotypeGofGrecurrentGYqXZGdeletionsGandGduplicationsUG
AmericanVJournalVofVMedicalVGeneticsVPartVByVNeuropsychiatricVGeneticsSG2018SGXbbSGZdbT[W] 3.5 10

520 sistoneGwysineGxethylasesGandGoemethylasesGinGtheGwandscapeGofGsumanGoevelopmentalG
oisordersUGAmericanVJournalVofVHumanVGeneticsSG2018SGXWYSGXb]TXcb 11 108

519 oataGonGcardiacGdefectsSGmorbidityGandGmortalityGinGpatientsGaffectedGbyGélüopathiesUGnléypαG
studyGresultsUGDataVinVBriefSG2018SGXaSGa[dTa][ 1.2 5

518 nlinicalGspectrumGofGvabukiTlikeGsyndromeGcausedGbyGsyéyPvGhaploinsufficiencyUGClinicalVGeneticsSG
2018SGdZSG[WXT[Wb 4 16

517 oeGyovoGVariantsGinGtheGqTmoxGProteinGqmXzXXGinGYWGtndividualsGwithGaGVariableG
yeurodevelopmentalGoisorderUGAmericanVJournalVofVHumanVGeneticsSG2018SGXWZSGZW]TZXa 11 21

516 wongTtermGsurvivalGandGphenotypicGspectrumGinGheterotaxyGsyndromeeGlGY]TyearGfollowTupG
experienceUGInternationalVJournalVofVCardiologySG2018SGYacSGXWWTXW] 3.2 17

515
rutGxicrobiotaGProfilingGandGrutTmrainGnrosstalkGinGnhildrenGlffectedGbyGPediatricGlcuteTznsetG
yeuropsychiatricGüyndromeGandGPediatricGlutoimmuneGyeuropsychiatricGoisordersGlssociatedGWithG
ütreptococcalGtnfectionsUGFrontiersVinVMicrobiologySG2018SGdSGab]

5.7 51

514 rutGxicrobiotaGxarkersGinGzbeseGldolescentGandGldultGPatientseGlgeToependentGoifferentialG
PatternsUGFrontiersVinVMicrobiologySG2018SGdSGXYXW 5.7 78

513 seterozygousGmissenseGmutationsGinGyqlαnXGareGassociatedGwithGatrioventricularGseptalGdefectUG
HumanVMutationSG2018SGZdSGX[YcTX[[X 4.7 10

512 rutGmicrobiotaGsignaturesGinGcysticGfibrosiseGwossGofGhostGnqαéGfunctionGdrivesGtheGmicrobiotaG
enterophenotypeUGPLoSVONESG2018SGXZSGeWYWcXbX 3.7 47

511 lnGadditionalGpatientGwithGaGhomozygousGmutationGinGonPüGcontributesGtoGtheGdelinationGofG
llTéaqadGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2018SGXbaSGYbcXTYbca 2.5 7

510 ümallG[pXaUZGdeletionseGαhreeGadditionalGpatientsGandGreviewGofGtheGliteratureUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2018SGXbaSGY]WXTY]Wc 2.5 7

509 xutationsGinGvnyv[GthatGlffectGratingGnauseGaGéecognizableGyeurodevelopmentalGüyndromeUG
AmericanVJournalVofVHumanVGeneticsSG2018SGXWZSGaYXTaZW 11 45

508 qirstGéeportGofGwowTéateGxosaicismGforGYWqXXUYXqXYGoeletionGandGoelineationGofGtheGlssociatedG
oisorderUGCytogeneticVandVGenomeVResearchSG2018SG 1.9 1
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507 rutGmicrobiotaGprofilingGofGpediatricGnonalcoholicGfattyGliverGdiseaseGandGobeseGpatientsGunveiledGbyG
anGintegratedGmetaTomicsTbasedGapproachUGHepatologySG2017SGa]SG[]XT[a[ 11.2 354

506 ütructuralSGqunctionalSGandGnlinicalGnharacterizationGofGaGyovelGPαPyXXGxutationGnlusterGUnderlyingG
yoonanGüyndromeUGHumanVMutationSG2017SGZcSG[]XT[]d 4.7 32

505 éeassessmentGofGtheGXYqX]GdeletionGsyndromeGcriticalGregionUGEuropeanVJournalVofVMedicalVGeneticsSG
2017SGaWSGYYWTYYZ 2.6 7

504 UnclassifiableGpatternGofGhypopigmentationGinGaGpatientGwithGmosaicGpartialGXYpGtetrasomyGwithoutG
PallisterTvillianGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2017SGXbZSGXd[ZTXd[a 2.5 3

503
pxpandingGtheGphenotypicGspectrumGofGtruncatingGPzrZGmutationseGlssociationGwithGnyüG
malformationsSGskeletalGabnormalitiesSGandGdistinctiveGfacialGdysmorphismUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2017SGXbZSGXda]TXdad

2.5 17

502 PercentilesGofGserumGuricGacidGandGcardiometabolicGabnormalitiesGinGobeseGttalianGchildrenGandG
adolescentsUGItalianVJournalVofVPediatricsSG2017SG[ZSGZ 3.2 13

501 sighGéateGofGéecurrentGoeGyovoGxutationsGinGoevelopmentalGandGppilepticGpncephalopathiesUG
AmericanVJournalVofVHumanVGeneticsSG2017SGXWXSGaa[Tac] 11 214

500
tnterstitialGXWqYXUXqYZUZXGouplicationGdueGtoGxeioticGéecombinationGofGaGPaternalGmalancedG
nomplexGéearrangementeGnytogeneticGandGxolecularGnharacterizationUGCytogeneticVandVGenomeV
ResearchSG2017SGX]XSGXbdTXc]

1.9 1

499 renomeTWideGlssociationGütudyGtoGqindGxodifiersGforGαetralogyGofGqallotGinGtheGYYqXXUYGoeletionG
üyndromeGtdentifiesGVariantsGinGtheGwocusGonG]qX[UZUGCirculationyVCardiovascularVGeneticsSG2017SGXWSG 14

498 nlinicalGandGyeurobehavioralGqeaturesGofGαhreeGyovelGvabukiGüyndromeGPatientsGwithGxosaicG
vxαYoGxutationsGandGaGéeviewGofGwiteratureUGInternationalVJournalVofVMolecularVSciencesSG2017SGXdSG 6.3 10

497 nongenitalGheartGdefectsGinGmolecularlyGprovenGvabukiGsyndromeGpatientsUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2017SGXbZSGYdXYTYdYY 2.5 37

496 nardiacGdefectsSGmorbidityGandGmortalityGinGpatientsGaffectedGbyGélüopathiesUGnléypαGstudyG
resultsUGInternationalVJournalVofVCardiologySG2017SGY[]SGdYTdc 3.2 48

495 TrelatedGintellectualGdisabilityGsyndromeeGaGrecognisableGentityUGJournalVofVMedicalVGeneticsSG2017SG
][SGaXZTaYZ 5.8 28

494 IzmicIGinvestigationsGofGprotozoaGandGwormsGforGaGdeeperGunderstandingGofGtheGhumanGgutG
IparasitomeIUGPLoSVNeglectedVTropicalVDiseasesSG2017SGXXSGeWWW]dXa 4.8 22

493 éeferenceGrangesGofGszxlTtéGinGnormalTweightGandGobeseGyoungGnaucasiansUGActaVDiabetologicaSG
2016SG]ZSGY]XTaW 3.9 98

492 rutGxicrobiotaGoysbiosisGasGéiskGandGPremorbidGqactorsGofGtmoGandGtmüGllongGtheG
nhildhoodTldulthoodGαransitionUGInflammatoryVBowelVDiseasesSG2016SGYYSG[cbT]W[ 4.5 69

491 üurveyGofGmedicalGgeneticGservicesGinGttalyeGyearGYWXXUGBMCVHealthVServicesVResearchSG2016SGXaSGda 2.9 2

490 éareGcopyGnumberGvariantsGandGcongenitalGheartGdefectsGinGtheGYYqXXUYGdeletionGsyndromeUGHumanV
GeneticsSG2016SGXZ]SGYbZTc] 6.3 31

(2016-2017)
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489 PzPonXOüYWXqPGcausesGmuscularGdystrophyGandGarrhythmiaGbyGaffectingGproteinGtraffickingUGJournalV
ofVClinicalVInvestigationSG2016SGXYaSGYZdT]Z 15.9 55

488 XpXZUYGdeletionGdisplaysGclinicalGfeaturesGoverlappingGyoonanGsyndromeSGlikelyGrelatedGtoGyélüG
geneGhaploinsufficiencyUGGeneticsVandVMolecularVBiologySG2016SGZdSGZ[dT]b 2 3

487 xonitoringGPerinatalGrutGxicrobiotaGinGxouseGxodelsGbyGxassGüpectrometryGlpproacheseGParentalG
reneticGmackgroundGandGmreastfeedingGpffectsUGFrontiersVinVMicrobiologySG2016SGbSGX]YZ 5.7 10

486 üprengelGanomalyGinGdeletionGYYqXXUYGOoireorgeVVeloTnardioTqacialPGsyndromeUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2016SGXbWSGaaXT[ 2.5 3

485 qoodomicsGasGpartGofGtheGhostTmicrobiotaTexposomeGinterplayUGJournalVofVProteomicsSG2016SGX[bSGZTYW 3.9 37

484 miallelicGxutationsGinGαmnoSGpncodingGtheGαubulinGqoldingGnofactorGoSGPerturbGxicrotubuleG
oynamicsGandGnauseGparlyTznsetGpncephalopathyUGAmericanVJournalVofVHumanVGeneticsSG2016SGddSGdaYTdbZ11 55

483 αmnpGxutationsGnauseGparlyTznsetGProgressiveGpncephalopathyGwithGoistalGüpinalGxuscularG
ltrophyUGAmericanVJournalVofVHumanVGeneticsSG2016SGddSGdb[TdcZ 11 37

482 αransmembraneGaGsuperfamilyGmemberGYGgeneGvariantGdisentanglesGnonalcoholicGsteatohepatitisG
fromGcardiovascularGdiseaseUGHepatologySG2015SGaXSG]WaTX[ 11.2 311

481 méqXGmutationsGalterGéylGpolymeraseGtttTdependentGtranscriptionGandGcauseGneurodevelopmentalG
anomaliesUGGenomeVResearchSG2015SGY]SGX]]Taa 9.7 68

480 lGdeGnovoGproximalGZqYdGchromosomeGmicroduplicationGinGaGpatientGwithGoculoGauriculoGvertebralG
spectrumUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2015SGXablSGbdbTcWX 2.5 18

479 weftGventricularGnonGcompactionGwithGaorticGvalveGanomalieseGlGrecurrentGfeatureGofGYYqXXUYGdistalG
deletionGsyndromeUGEuropeanVJournalVofVMedicalVGeneticsSG2015SG]cSG[WaTc 2.6 1

478 luthorsNGresponseGtoGuGαhomaseGItfGnotGparthenogenesisGwhyGnotGNinGvivoGembryogenesisNGwithGxaryG
asGaGbirthGmotherIUGJournalVofVMaternalkFetalVandVNeonatalVMedicineSG2015SGYcSGXdXb 2 1

477 éecurrentGxutationsGinGtheGmasicGoomainGofGαWtüαYGnauseGlblepharonGxacrostomiaGandG
marberTüayGüyndromesUGAmericanVJournalVofVHumanVGeneticsSG2015SGdbSGddTXXW 11 48

476 üpecificGvariantsGinGWoéZ]GcauseGaGdistinctiveGformGofGpllisTvanGnreveldGsyndromeGbyGdisruptingGtheG
recruitmentGofGtheGpvnGcomplexGandGüxzGintoGtheGciliumUGHumanVMolecularVGeneticsSG2015SGY[SG[XYaTZb 5.6 37

475 nopyTyumberGVariationGofGtheGrlucoseGαransporterGreneGüwnYlZGandGnongenitalGseartGoefectsGinG
theGYYqXXUYGoeletionGüyndromeUGAmericanVJournalVofVHumanVGeneticsSG2015SGdaSGb]ZTa[ 11 54

474 xolecularGoiversityGandGlssociatedGPhenotypicGüpectrumGofGrermlineGnmwGxutationsUGHumanV
MutationSG2015SGZaSGbcbTda 4.7 22

473 xutationsGinGvnysXGandGlαPaVXmYGcauseGZimmermannTwabandGsyndromeUGNatureVGeneticsSG2015SG
[bSGaaXTb 36.3 128

472 pUlrgXcWdnysGsubstitutionGinGneurofibrominGisGassociatedGwithGaGdistinctiveGyqXGphenotypeGwithoutG
neurofibromasUGEuropeanVJournalVofVHumanVGeneticsSG2015SGYZSGXWacTbX 5.3 89
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471 nonnexinGYaGvariantGcarriersGhaveGaGbetterGgastrointestinalGhealtheGisGthisGtheGheterozygoteG
advantagejUGEuropeanVJournalVofVHumanVGeneticsSG2015SGYZSG]aZT]a[ 5.3 7

470 vabukiGsyndromeeGclinicalGandGmolecularGdiagnosisGinGtheGfirstGyearGofGlifeUGArchivesVofVDiseaseVinV
ChildhoodSG2015SGXWWSGX]cTa[ 2.2 57

469 lctivatingGxutationsGlffectingGtheGoblGsomologyGoomainGofGüzüYGnauseGyoonanGüyndromeUG
HumanVMutationSG2015SGZaSGXWcWTb 4.7 51

468 nslérpGsyndromeGdueGtoGdeletionGofGregionGupstreamGofGnsobGgeneGüαléαGcodonUGBMCVMedicalV
GeneticsSG2015SGXaSGbc 2.1 5

467 oysmorphologicGassessmentGinGXX]GxayerTéokitanskyTvˆ…sterTsauserGpatientsUGClinicalV
DysmorphologySG2015SGY[SGd]TXWX 0.9 6

466 nardiovascularGmalformationsGinGldamsTzliverGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjV
PartVASG2015SGXablSGXXb]Tb 2.5 10

465 UnderstandingGprobioticsNGroleGinGallergicGchildreneGtheGclueGofGgutGmicrobiotaGprofilingUGCurrentV
OpinionVinVAllergyVandVClinicalVImmunologySG2015SGX]SG[d]T]WZ 3.3 14

464 mehavioralGphenotypeGinGnostelloGsyndromeGwithGatypicalGmutationeGaGcaseGreportUGAmericanVJournalV
ofVMedicalVGeneticsVPartVByVNeuropsychiatricVGeneticsSG2015SGXacmSGaaTbX 3.5 5

463 PhylogeneticGandGxetabolicGαrackingGofGrutGxicrobiotaGduringGPerinatalGoevelopmentUGPLoSVONESG
2015SGXWSGeWXZbZ[b 3.7 63

462 αheGnhallengeGofGPrenatalGoiagnosticGWorkTUpGofGxaternallyGtnheritedGXTwinkedGzpitzGrVmmmeGnaseG
éeportGandGwiteratureGéeviewUGCaseVReportsVinVObstetricsVandVGynecologySG2015SGYWX]SGcZWXWc 0.8 2

461 saploinsufficiencyGofGtheGyzαnsXGéeceptorGasGaGnauseGofGldamsTzliverGüyndromeGWithGVariableG
nardiacGlnomaliesUGCirculationyVCardiovascularVGeneticsSG2015SGcSG]bYT]cX 65

460 nanGmodernGbiologyGinterpretGtheGmysteryGofGtheGbirthGofGnhristjUGJournalVofVMaternalkFetalVandV
NeonatalVMedicineSG2015SGYcSGY[WT[ 2 7

459 veppenTwubinskyGsyndromeGisGcausedGbyGmutationsGinGtheGinwardlyGrectifyingGvRGchannelGencodedG
byGvnyuaUGAmericanVJournalVofVHumanVGeneticsSG2015SGdaSGYd]TZWW 11 72

458 sypoplasticGleftGheartGsyndromeGandGYXqYYUZGdeletionUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG
2015SGXablSG]bdTca 2.5 7

457 oiagnosisGofGyoonanGsyndromeGandGrelatedGdisordersGusingGtargetGnextGgenerationGsequencingUG
BMCVMedicalVGeneticsSG2014SGX]SGX[ 2.1 48

456 tdentificationGofGαmX]GmutationsGinGaGseriesGofGd[GpatientsGwithGαetralogyGofGqallotUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2014SGXa[lSGZXWWTb 2.5 37

455 αheGhumanGgutGmicrobiotaeGaGdynamicGinterplayGwithGtheGhostGfromGbirthGtoGsenescenceGsettledG
duringGchildhoodUGPediatricVResearchSG2014SGbaSGYTXW 3.2 144

454 sennekamGsyndromeGcanGbeGcausedGbyGqlα[GmutationsGandGbeGallelicGtoGVanGxaldergemGsyndromeUG
HumanVGeneticsSG2014SGXZZSGXXaXTb 6.3 95

(2014-2015)
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453 ZpY]UZGmicrodeletionGofGrlmlGtransportersGüwnalXGandGüwnalXXGresultsGinGintellectualGdisabilitySG
epilepsyGandGstereotypicGbehaviorUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2014SGXa[lSGZWaXTc 2.5 21

452 lG[TpolymorphismGriskGscoreGpredictsGsteatohepatitisGinGchildrenGwithGnonalcoholicGfattyGliverG
diseaseUGJournalVofVPediatricVGastroenterologyVandVNutritionSG2014SG]cSGaZYTa 2.8 58

451 lctivatingGmutationsGinGéélüGunderlieGaGphenotypeGwithinGtheGélüopathyGspectrumGandGcontributeG
toGleukaemogenesisUGHumanVMolecularVGeneticsSG2014SGYZSG[ZX]TYb 5.6 95

450 xetaTomicGplatformsGtoGassistGinGtheGunderstandingGofGylqwoGgutGmicrobiotaGalterationseGtoolsGandG
applicationsUGInternationalVJournalVofVMolecularVSciencesSG2014SGX]SGac[TbXX 6.3 21

449 yectinT[GmutationsGcausingGectodermalGdysplasiaGwithGsyndactylyGperturbGtheGracXGpathwayGandGtheG
kineticsGofGadherensGjunctionGformationUGJournalVofVInvestigativeVDermatologySG2014SGXZ[SGYX[aTYX]Z 4.3 24

448 sypopigmentedGskinGpatchesGinGXbqYXUZXGmicrodeletionGsyndromeeGexpandingGtheGspectrumGofG
cutaneousGfindingsUGClinicalVDysmorphologySG2014SGYZSGZYTZ[ 0.9 3

447 xediterraneanGdietGandGhealtheGfoodGeffectsGonGgutGmicrobiotaGandGdiseaseGcontrolUGInternationalV
JournalVofVMolecularVSciencesSG2014SGX]SGXXabcTdd 6.3 107

446 reneticsGofGpbsteinGlnomalyG2014SGY]TZW 1

445 αheGinternetGuserGprofileGofGttalianGfamiliesGofGpatientsGwithGrareGdiseaseseGaGwebGsurveyUGOrphanetV
JournalVofVRareVDiseasesSG2013SGcSGba 4.2 39

444 oandyTWalkerGmalformationGandGWisconsinGsyndromeeGnovelGcasesGaddGfurtherGinsightGintoGtheG
genotypeTphenotypeGcorrelationsGofGZqYZqY]GdeletionsUGOrphanetVJournalVofVRareVDiseasesSG2013SGcSGb] 4.2 15

443 uoubertGsyndromeGandGrelatedGdisordersUGHandbookVofVClinicalVNeurologyVmVEditedVByVPVJVVinkenVandV
GVWVBruynSG2013SGXXZSGXcbdTcc 3 60

442 αheGpolicyGofGpublicGhealthGgenomicsGinGttalyUGHealthVPolicySG2013SGXXWSGYX[Td 3.2 21

441 ulrXGmutationGinGaGpatientGwithGdeletionGYYqXXUYGsyndromeGandGtetralogyGofGqallotUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2013SGXaXlSGZXZZTa 2.5 8

440 pxomeGsequencingGinGaGfamilyGwithGintellectualGdisabilitySGearlyGonsetGspasticitySGandGcerebellarG
atrophyGdetectsGaGnovelGmutationGinGpXzünZUGNeurogeneticsSG2013SGX[SGY[bT]W 3 31

439 üpénlXGproteinGexpressionGinGmuscleGofGpatientsGwithGmrodyGdiseaseGandGmrodyGsyndromeGandGinG
culturedGhumanGmuscleGfibersUGMolecularVGeneticsVandVMetabolismSG2013SGXXWSGXaYTd 3.7 20

438
oeGnovoGmutationsGofGtheGgeneGencodingGtheGhistoneGacetyltransferaseGvlαamGinGtwoGpatientsGwithG
üayTmarberVmieseckerVYoungTüimpsonGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2013
SGXaXlSGcc[Tc

2.5 29

437 nongenitalGheartGdefectsGinGrecurrentGreciprocalGXqYXUXGdeletionGandGduplicationGsyndromeseGrareG
associationGwithGpulmonaryGvalveGstenosisUGEuropeanVJournalVofVMedicalVGeneticsSG2013SG]aSGX[[Td 2.6 27

436 yovelGandGrecurrentGpVnGandGpVnYGmutationsGinGpllisTvanGnreveldGsyndromeGandGWeyersGacrofacialG
dyostosisUGEuropeanVJournalVofVMedicalVGeneticsSG2013SG]aSGcWTb 2.6 48

Bruno Dallapiccola
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435 ltrioventricularGcanalGdefectGinGpatientsGwithGélüopathiesUGEuropeanVJournalVofVHumanVGeneticsSG
2013SGYXSGYWWT[ 5.3 19

434 nlinicalGutilityGgeneGcardGforeGuoubertGsyndromeTTupdateGYWXZUGEuropeanVJournalVofVHumanVGeneticsSG
2013SGYXSG 5.3 16

433 lssociationGofGoireorgeGanomalyGandGcaudalGdysplasiaGsequenceGinGaGneonateGbornGtoGaGdiabeticG
motherUGCardiologyVinVtheVYoungSG2013SGYZSGX[Tb 1 5

432 lblepharonGmacrostomiaGsyndromeeGlGdistinctGgeneticGentityGclinicallyGrelatedGtoGtheGgroupGofG
qélüTqépxGcomplexGdisordersUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2013SGXaXlSGZWXYTb 2.5 6

431 lGvariantGinGtheGcarboxylTterminusGofGconnexinG[WGaltersGrlPGjunctionsGandGincreasesGriskGforG
tetralogyGofGqallotUGEuropeanVJournalVofVHumanVGeneticsSG2013SGYXSGadTb] 5.3 27

430
zvertGcleftGpalateGphenotypeGandGαmXXGgenotypeGcorrelationsGinG
veloTcardioTfacialVoireorgeVYYqXXUYGdeletionGsyndromeGpatientsUGAmericanVJournalVofVMedicalV
GeneticsjVPartVASG2012SGX]clSGYbcXTb

2.5 19

429 parlyTlifeGgutGmicrobiotaGunderGphysiologicalGandGpathologicalGconditionseGtheGcentralGroleGofG
combinedGmetaTomicsTbasedGapproachesUGJournalVofVProteomicsSG2012SGb]SG[]cWTb 3.9 48

428 reneticsGofGpediatricGobesityUGPediatricsSG2012SGXZWSGXYZTZZ 7.4 58

427 oeficiencyGforGtheGubiquitinGligaseGUmpZmGinGaGblepharophimosisTptosisTintellectualTdisabilityG
syndromeUGAmericanVJournalVofVHumanVGeneticsSG2012SGdXSGddcTXWXW 11 62

426 vinematicGandGdiffusionGtensorGimagingGdefinitionGofGfamilialGxarcusGrunnGjawTwinkingGsynkinesisUG
PLoSVONESG2012SGbSGe]Xb[d 3.7 12

425 ProstaglandinGtransporterGmutationsGcauseGpachydermoperiostosisGwithGmyelofibrosisUGHumanV
MutationSG2012SGZZSGXXb]TcX 4.7 63

424 yablusGmaskTlikeGfacialGsyndromeeGdeletionGofGchromosomeGcqYYUXGisGnecessaryGbutGnotGsufficientGtoG
causeGtheGphenotypeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2012SGX]clSGYWdXTd 2.5 8

423 ltrioventricularGcanalGdefectGasGaGsignGofGlateralityGdefectGinGpllisTvanGnreveldGandGpolydactylyG
syndromesGwithGciliaryGandGsedgehogGsignalingGdysfunctionUGPediatricVCardiologySG2012SGZZSGcb[T] 2.1 10

422 oeletionGofGvoxalSGaGhistoneGdemethylaseGinteractingGwithGxwwYSGinGthreeGpatientsGwithGvabukiG
syndromeUGAmericanVJournalVofVHumanVGeneticsSG2012SGdWSGXXdTY[ 11 258

421 lGrestrictedGspectrumGofGmutationsGinGtheGüxlo[GtumorTsuppressorGgeneGunderliesGxyhreG
syndromeUGAmericanVJournalVofVHumanVGeneticsSG2012SGdWSGXaXTd 11 64

420 nlinicalGutilityGgeneGcardGforeGxayerTéokitanskyTvˆ…sterTsauserGsyndromeUGEuropeanVJournalVofV
HumanVGeneticsSG2012SGYWSG 5.3 17

419 éooéeGaGdysmorphologyGdiagnosticGnetworkGforGnewbornsGinGcentralGttalyUGJournalVofVMaternalkFetalV
andVNeonatalVMedicineSG2012SGY]GüupplG[SGXYXTZ 2 1

418 üearchGofGsomaticGrlαl[GandGyvXYU]GgeneGmutationsGinGsporadicGseptalGheartGdefectsUGEuropeanV
JournalVofVMedicalVGeneticsSG2011SG][SGZWaTd 2.6 31

(2011-2013)
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417 lpplicationGofGxwPlGassayGtoGcharacterizeGunsolvedG˛–TglobinGgeneGrearrangementsUGBloodVCellsjV
MoleculesjVandVDiseasesSG2011SG[aSGXZdT[[ 2.1 37

416 ltrioventricularGcanalGdefectGandGassociatedGgeneticGdisorderseGnewGinsightsGintoGpolydactylyG
syndromesUGNeurologyVInternationalSG2011SGXSGb 0 6

415 wowTrateGrepetitiveGnerveGstimulationGprotocolGinGanGttalianGcohortGofGpatientsGaffectedGbyGrecessiveG
myotoniaGcongenitaUGJournalVofVClinicalVNeurophysiologySG2011SGYcSGZdT[[ 2.2 17

414 xutationsGinGlectinGcomplementGpathwayGgenesGnzwpnXXGandGxlüPXGcauseGZxnGsyndromeUGNatureV
GeneticsSG2011SG[ZSGXdbTYWZ 36.3 190

413 nopyTnumberGvariationsGinvolvingGtheGtssGlocusGareGassociatedGwithGsyndactylyGandG
craniosynostosisUGAmericanVJournalVofVHumanVGeneticsSG2011SGccSGbWT] 11 76

412 xutationsGinGlyvéoXXGcauseGvmrGsyndromeSGcharacterizedGbyGintellectualGdisabilitySGskeletalG
malformationsSGandGmacrodontiaUGAmericanVJournalVofVHumanVGeneticsSG2011SGcdSGYcdTd[ 11 161

411 tnfantileGcorticalGhyperostosisGandGnzwXlXGmutationGinGfourGgenerationsUGEuropeanVJournalVofV
PediatricsSG2011SGXbWSGXZc]TdW 4.1 11

410 qamilialGspinalGneurofibromatosisGdueGtoGaGmultiexonicGyqXGgeneGdeletionUGNeurogeneticsSG2011SGXYSGYZZT[W3 6

409 qrqXbSGaGgeneGinvolvedGinGcerebellarGdevelopmentSGisGdownregulatedGinGaGpatientGwithG
oandyTWalkerGmalformationGcarryingGaGdeGnovoGcpGdeletionUGNeurogeneticsSG2011SGXYSGY[XT] 3 17

408 xutationGspectrumGofGxwwYGinGaGcohortGofGvabukiGsyndromeGpatientsUGOrphanetVJournalVofVRareV
DiseasesSG2011SGaSGZc 4.2 68

407 αheGdifficultGnosologyGofGblepharophimosisTmentalGretardationGsyndromeseGreportGonGtwoGsiblingsUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2011SGX]]lSG[]dTa] 2.5 12

406 reneticGdosageGcompensationGinGaGfamilyGwithGveloTcardioTfacialVoireorgeVYYqXXUYGdeletionG
syndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2011SGX]]lSG][cT][ 2.5 8

405 oeletionGYpX]TXaUXGsyndromeeGcaseGreportGandGreviewUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG
2011SGX]]lSGY[bZTc 2.5 23

404 αheGPittTsopkinsGsyndromeeGreportGofGXaGnewGpatientsGandGclinicalGdiagnosticGcriteriaUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2011SGX]]lSGX]ZaT[] 2.5 46

403 pbsteinGanomalyeGreneticGheterogeneityGandGassociationGwithGmicrodeletionsGXpZaGandGcpYZUXUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2011SGX]]lSGYXdaTYWY 2.5 28

402 üzüXGmutationsGinGyoonanGsyndromeeGmolecularGspectrumSGstructuralGinsightsGonGpathogenicG
effectsSGandGgenotypeTphenotypeGcorrelationsUGHumanVMutationSG2011SGZYSGbaWTbY 4.7 82

401 renotypeGandGcardiovascularGphenotypeGcorrelationsGwithGαmXXGinGXSWYYG
veloTcardioTfacialVoireorgeVYYqXXUYGdeletionGsyndromeGpatientsUGHumanVMutationSG2011SGZYSGXYbcTcd 4.7 48

400 ücreeningGforGYYqXXUYGmicrodeletionGinGadultsGwithGtetralogyGofGqallotUGHeartSG2011SGdbSGcaWfGauthorG
replyGcaW 5.1
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399 sighTresolutionGüyPGarraysGinGmentalGretardationGdiagnosticseGhowGmuchGdoGweGgainjUGEuropeanV
JournalVofVHumanVGeneticsSG2010SGXcSGXbcTc] 5.3 44

398 sighGfrequencyGofGnzsXGintragenicGdeletionsGandGduplicationsGdetectedGbyGxwPlGinGpatientsGwithG
nohenGsyndromeUGEuropeanVJournalVofVHumanVGeneticsSG2010SGXcSGXXZZT[W 5.3 28

397 lGrestrictedGspectrumGofGyélüGmutationsGcausesGyoonanGsyndromeUGNatureVGeneticsSG2010SG[YSGYbTd 36.3 232

396 lstXGisGrequiredGforGphotoreceptorGouterGsegmentGdevelopmentGandGisGaGmodifierGforGretinalG
degenerationGinGnephronophthisisUGNatureVGeneticsSG2010SG[YSGXb]TcW 36.3 152

395 xutationsGinGαxpxYXaGperturbGciliogenesisGandGcauseGuoubertSGxeckelGandGrelatedGsyndromesUG
NatureVGeneticsSG2010SG[YSGaXdTY] 36.3 210

394 xultidimensionalGPrognosticGtndexGbasedGonGaGcomprehensiveGgeriatricGassessmentGpredictsG
shortTtermGmortalityGinGolderGpatientsGwithGheartGfailureUGCirculationyVHeartVFailureSG2010SGZSGX[TYW 7.6 115

393
ouplicationGofGrluZbGinGtheGswitchGtGregionGofGsélüGimpairsGeffectorVrlPGbindingGandGunderliesG
nostelloGsyndromeGbyGpromotingGenhancedGgrowthGfactorTdependentGxlPvGandGlvαGactivationUG
HumanVMolecularVGeneticsSG2010SGXdSGbdWTcWY

5.6 33

392 lGnationwideGgeneticGtestingGsurveyGinGttalySGyearGYWWbUGGeneticVTestingVandVMolecularVBiomarkersSG
2010SGX[SGXbTYY 1.6 6

391 üszXGduplicationsGfoundGinGsomeGcasesGwithGtypeGtGxayerTéokitanskyTvusterTsauserGsyndromeUG
GeneticsVinVMedicineSG2010SGXYSGaZ[T[W 8.1 58

390 qamilialGtranspositionGofGtheGgreatGarteriesGcausedGbyGmultipleGmutationsGinGlateralityGgenesUGHeartSG
2010SGdaSGabZTb 5.1 100

389 menchmarksGforGcysticGfibrosisGcarrierGscreeningeGaGpuropeanGconsensusGdocumentUGJournalVofVCysticV
FibrosisSG2010SGdSGXa]Tbc 4.1 63

388 uoubertGüyndromeGandGrelatedGdisordersUGOrphanetVJournalVofVRareVDiseasesSG2010SG]SGYW 4.2 239

387 lcroTcardioTfacialGsyndromeUGOrphanetVJournalVofVRareVDiseasesSG2010SG]SGY] 4.2 3

386 pxclusionGofGnx[ZGgeneGmutationGasGaGmajorGcauseGofGcrissTcrossGheartGanomalyGinGmanUGInternationalV
JournalVofVCardiologySG2010SGX[[SGZWWTY 3.2 3

385 lzoospermiaGinGaGmanGwithGaGconstitutionalGringGYYGchromosomeUGEuropeanVJournalVofVMedicalV
GeneticsSG2010SG]ZSGZcdTdX 2.6 9

384 seterozygousGgermlineGmutationsGinGtheGnmwGtumorTsuppressorGgeneGcauseGaGyoonanG
syndromeTlikeGphenotypeUGAmericanVJournalVofVHumanVGeneticsSG2010SGcbSGY]WTb 11 179

383 xutationsGinGPVéw[SGencodingGcellGadhesionGmoleculeGnectinT[SGcauseGectodermalG
dysplasiaTsyndactylyGsyndromeUGAmericanVJournalVofVHumanVGeneticsSG2010SGcbSGYa]TbZ 11 78

382 sypoplasticGleftGheartGsyndromeGinGpatientsGwithGvabukiGsyndromeUGPediatricVCardiologySG2010SGZXSGXXXXTZ2.1 7

(2010-2010)
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381 oesignGofGnovelGthreeTphaseGPnwVαZTslGbiomaterialsGforGuseGinGboneGregenerationGapplicationsUG
JournalVofVMaterialsVScienceyVMaterialsVinVMedicineSG2010SGYXSGY]adTcX 4.5 26

380 yovelGαxpxabGmutationsGandGgenotypeTphenotypeGcorrelatesGinGmeckelinTrelatedGciliopathiesUG
HumanVMutationSG2010SGZXSGpXZXdTZX 4.7 57

379 αhreeGnovelGmutationsGinGtheGlyvGmembraneGproteinGcauseGcraniometaphysealGdysplasiaGwithG
variableGconductiveGhearingGlossUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2010SGX]YlSGcbWT[ 2.5 19

378 rermlineGmosaicismGinGneurofibromatosisGtypeGXGdueGtoGaGpaternallyGderivedGmultiTexonGdeletionUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2010SGX]YlSGX[abTbZ 2.5 10

377 αmXYGgeneGduplicationGassociatedGwithGcomplexGheartGdefectGandGskeletalGmalformationsUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2010SGX]YlSGYWaXTa 2.5 20

376 XGchromosomeGmonosomyGrestrictedGtoGtheGleftGventricleGisGnotGaGmajorGcauseGofGisolatedG
hypoplasticGleftGheartUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2010SGX]YlSGXdabTbY 2.5 3

375 ühellsGandGhearteGareGhumanGlateralityGandGchiralityGofGsnailsGcontrolledGbyGtheGsameGmaternalG
genesjUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2010SGX]YlSGY[XdTY] 2.5 24

374 zbituaryGofGorUGlngeloGdiGreorgeUGItalianVJournalVofVPediatricsSG2010SGZaSGYY 3.2

373 xultiplexGwigationToependentGProbeGlmplificationGlnalysisGofrlαl[reneGnopyGyumberGVariationsG
inGPatientsGwithGtsolatedGnongenitalGseartGoiseaseUGDiseaseVMarkersSG2010SGYcSGYcbTYdY 3.2 7

372 nhangesGinGnprGislandsGpromoterGmethylationGpatternsGduringGductalGbreastGcarcinomaGprogressionUG
CancerVEpidemiologyVBiomarkersVandVPreventionSG2009SGXcSGYad[TbWW 4 69

371 reneticallyGdeterminedGinteractionGbetweenGtheGdopamineGtransporterGandGtheGoYGreceptorGonG
prefrontoTstriatalGactivityGandGvolumeGinGhumansUGJournalVofVNeuroscienceSG2009SGYdSGXYY[TZ[ 6.6 78

370
αheGxultidimensionalGPrognosticGtndexGOxPtPSGbasedGonGaGcomprehensiveGgeriatricGassessmentG
predictsGshortTGandGlongTtermGmortalityGinGhospitalizedGolderGpatientsGwithGdementiaUGJournalVofV
AlzheimeresVDiseaseSG2009SGXcSGXdXTd

4.3 64

369 αheGαétmZGQc[éGpolymorphismGandGriskGofGearlyTonsetGtypeGYGdiabetesUGJournalVofVClinicalV
EndocrinologyVandVMetabolismSG2009SGd[SGXdWTa 5.6 49

368 sighGspecificityGofGquantitativeGmethylationTspecificGPnéGanalysisGforGxrxαGpromoterG
hypermethylationGdetectionGinGgliomasUGJournalVofVBiomedicineVandVBiotechnologySG2009SGYWWdSG]ZXadY 20

367 QuantificationGofGsmallGnonTcodingGéylsGallowsGanGaccurateGcomparisonGofGmiéylGexpressionG
profilesUGJournalVofVBiomedicineVandVBiotechnologySG2009SGYWWdSGa]dWYc 18

366
αheGmultidimensionalGprognosticGindexGpredictsGshortTGandGlongTtermGmortalityGinGhospitalizedG
geriatricGpatientsGwithGpneumoniaUGJournalsVofVGerontologyVkVSeriesVAVBiologicalVSciencesVandVMedicalV
SciencesSG2009SGa[SGccWTb

6.4 63

365 pxpandingGtheGphenotypeGofGduplicationGofGtheGéubinsteinTαaybiGregionGonGXapXZUZUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2009SGX[dlSGYcabTbW 2.5 9

364 YqZXUYqZYUZGdeletionGsyndromeeGreportGofGanGadultGpatientUGAmericanVJournalVofVMedicalVGeneticsjV
PartVASG2009SGX[dlSGbWaTXY 2.5 26
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363 PhenocopyGofGWolfTsirschhornGsyndromeGinGaGpatientGwithGduplicationGXYqXZUZqX[UXUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2009SGX[dlSG][aTc 2.5 5

362 xolecularGanalysisGofGPévlrYSGwlxPYSGandGyvXYT]GgenesGinGaGcohortGofGXY]GpatientsGwithGaccessoryG
atrioventricularGconnectionUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2009SGX[dlSGX]b[Tb 2.5 15

361 ZqYdGxicrodeletioneGaGmentalGretardationGdisorderGunassociatedGwithGaGrecognizableGphenotypeGinG
twoGmotherTdaughterGpairsUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2009SGX[dlSGXbbbTcX 2.5 30

360 lpparentGthirdGpatientGwithGcutaneousGmastocytosisSGmicrocephalySGconductiveGhearingGlossSGandG
microtiaUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2009SGX[dlSGYYbWTZ 2.5 0

359 pxpandingGnpPYdWGmutationalGspectrumGinGciliopathiesUGAmericanVJournalVofVMedicalVGeneticsjVPartVA
SG2009SGX[dlSGYXbZTcW 2.5 24

358 αhreeGpatientsGwithGoculoTauriculoTvertebralGspectrumGandGmicrodeletionGYYqXXUYUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2009SGX[dlSGYcaWT[ 2.5 44

357 xvüZVαxpxabGmutationsGareGaGmajorGcauseGofGnzlnsGüyndromeSGaGuoubertGüyndromeGrelatedG
disorderGwithGliverGinvolvementUGHumanVMutationSG2009SGZWSGp[ZYT[Y 4.7 72

356 rermlineGmélqGmutationsGinGyoonanSGwpzPléoSGandGcardiofaciocutaneousGsyndromeseGmolecularG
diversityGandGassociatedGphenotypicGspectrumUGHumanVMutationSG2009SGZWSGad]TbWY 4.7 213

355 rtrYqYGvariantsGareGnotGassociatedGwithGParkinsonNsGdiseaseGinGttalyUGMovementVDisordersSG2009SGY[SG
XcabTcfGauthorGreplyGXcacTd 7 17

354 zlfactoryGdysfunctionGinGParkinsonismGcausedGbyGPtyvXGmutationsUGMovementVDisordersSG2009SGY[SGYZ]WTb7 32

353 xutationGscreeningGofGtheGoYαaVαslPXGgeneGinGttalyUGMovementVDisordersSG2009SGY[SGY[Y[Tb 7 36

352 rermlineGandGsomaticGyqXGmutationsGinGsporadicGandGyqXTassociatedGmalignantGperipheralGnerveG
sheathGtumoursUGJournalVofVPathologySG2009SGYXbSGadZTbWX 9.4 98

351 üpectrumGofGxpvXGandGxpvYGgeneGmutationsGinGcardioTfacioTcutaneousGsyndromeGandG
genotypeTphenotypeGcorrelationsUGEuropeanVJournalVofVHumanVGeneticsSG2009SGXbSGbZZT[W 5.3 57

350 XapGsubtelomericGduplicationeGaGclinicallyGrecognizableGsyndromeUGEuropeanVJournalVofVHumanV
GeneticsSG2009SGXbSGXXZ]T[W 5.3 20

349 xutationsGinGPYnéXGcauseGcutisGlaxaGwithGprogeroidGfeaturesUGNatureVGeneticsSG2009SG[XSGXWXaTYX 36.3 178

348 xutationsGinGtyPP]pSGencodingGinositolGpolyphosphateT]TphosphataseGpSGlinkGphosphatidylGinositolG
signalingGtoGtheGciliopathiesUGNatureVGeneticsSG2009SG[XSGXWZYTa 36.3 310

347 xutationGofGüsznYGpromotesGaberrantGproteinGyTmyristoylationGandGcausesGyoonanTlikeGsyndromeG
withGlooseGanagenGhairUGNatureVGeneticsSG2009SG[XSGXWYYTa 36.3 291

346 nommonGvariantsGatGfiveGnewGlociGassociatedGwithGearlyTonsetGinflammatoryGbowelGdiseaseUGNatureV
GeneticsSG2009SG[XSGXZZ]T[W 36.3 389

(2009-2009)
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345 milateralGfrontoparietalGpolymicrogyriaGOmqPPPGsyndromeGsecondaryGtoGaGXaqXYUXTqYXGchromosomeG
deletionGinvolvingGrPé]aGgeneUGClinicalVGeneticsSG2009SGbaSG]bZTa 4 9

344 xutantGPinkXGinducesGmitochondrialGdysfunctionGinGaGneuronalGcellGmodelGofGParkinsonNsGdiseaseGbyG
disturbingGcalciumGfluxUGJournalVofVNeurochemistrySG2009SGXWcSGX]aXTb[ 6 128

343 qounderGeffectsGforGlαxGgeneGmutationsGinGttalianGltaxiaGαelangiectasiaGfamiliesUGAnnalsVofVHumanV
GeneticsSG2009SGbZSG]ZYTd 2.2 12

342 lGaTyearToldGchildGwithGqrynsGsyndromeeGfurtherGdelineationGofGtheGnaturalGhistoryGofGtheGconditionGinG
survivorsUGEuropeanVJournalVofVMedicalVGeneticsSG2009SG]YSG[YXT] 2.6 6

341 yonTapolipoproteinGpGandGapolipoproteinGpGgeneticsGofGsporadicGllzheimerNsGdiseaseUGAgeingV
ResearchVReviewsSG2009SGcSGYX[TZa 12 42

340 éecurrentGmicrodeletionGatGXbqXYGasGaGcauseGofGxayerTéokitanskyTvusterTsauserGOxévsPG
syndromeeGtwoGcaseGreportsUGOrphanetVJournalVofVRareVDiseasesSG2009SG[SGY] 4.2 90

339 lssociationGofGapolipoproteinGpGandGangiotensinGconvertingGenzymeGgeneGpolymorphismsGwithGtheG
multidimensionalGimpairmentGinGolderGpatientsUGRejuvenationVResearchSG2009SGXYSGYZdT[b 2.6 5

338 nonfirmationGofGmicrocephalyTfacioTcardioTskeletalGsadziselimovicGtypeGsyndromeUGClinicalV
DysmorphologySG2009SGXcSGXZ]TXZc 0.9

337 ringivalGovergrowthSGcongenitalGgeneralizedGhypertrichosisSGmentalGretardationGandGepilepsyeGcaseG
reportGandGoverviewUGClinicalVDysmorphologySG2009SGXcSGYW]Tc 0.9 13

336 oeTnovoGYUX]GxbGterminalGXqGduplicationGinvolvingGxpnPYGbutGnotGwXnlxGgeneGinGaGmaleGpatientG
withGmentalGretardationUGClinicalVDysmorphologySG2009SGXcSGdTXY 0.9 22

335 tnterstitialGYYqXZGdeletionseGgenesGotherGthanGüslyvZGhaveGmajorGeffectsGonGcognitiveGandG
languageGdevelopmentUGEuropeanVJournalVofVHumanVGeneticsSG2008SGXaSGXZWXTXW 5.3 58

334 tnteractionGbetweenGPPlégammaYGvariantsGandGgenderGonGtheGmodulationGofGbodyGweightUGObesitySG
2008SGXaSGX[abTbW 8 43

333 rerodermiaGosteodysplasticaGisGcausedGbyGmutationsGinGünYwXmPXSGaGéabTaGinteractingGgolginUG
NatureVGeneticsSG2008SG[WSGX[XWTY 36.3 121

332 xicroarrayGanalysisGidentifiesGaGcommonGsetGofGcellularGgenesGmodulatedGbyGdifferentGsnVGrepliconG
clonesUGBMCVGenomicsSG2008SGdSGZWd 4.5 13

331 reneticGtestingGforGpaediatricGneurologicalGdisordersUGLancetVNeurologyjVTheSG2008SGbSGXXXZTYa 24.1 9

330 weopardGsyndromeUGOrphanetVJournalVofVRareVDiseasesSG2008SGZSGXZ 4.2 174

329 ppistasisGbetweenGdopamineGregulatingGgenesGidentifiesGaGnonlinearGresponseGofGtheGhumanG
hippocampusGduringGmemoryGtasksUGBiologicalVPsychiatrySG2008SGa[SGYYaTZ[ 7.9 73

328 élüGsignalingGinGcolorectalGcarcinomasGthroughGalterationGofGélüSGélqSGyqXSGandVorGélüüqXlUG
NeoplasiaSG2008SGXWSGacWTaSGYGpGfollowingGaca 6.4 47
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327 oeletionGYYqXXGandGisolatedGcongenitalGheartGdiseaseUGInternationalVJournalVofVCardiologySG2008SG
XYZSGZa[T] 3.2 5

326 üevereSGobstructiveGbiventricularGhypertrophyGinGaGpatientGwithGnostelloGsyndromeeGnlinicalGimpactG
andGmanagementUGInternationalVJournalVofVCardiologySG2008SGXZWSGeXWcTXW 3.2 7

325 renotypesGandGphenotypesGofGuoubertGsyndromeGandGrelatedGdisordersUGEuropeanVJournalVofV
MedicalVGeneticsSG2008SG]XSGXTYZ 2.6 106

324
prythrocyteTmediatedGdeliveryGofGdexamethasoneGinGpatientsGwithGmildTtoTmoderateGulcerativeG
colitisSGrefractoryGtoGmesalamineeGaGrandomizedSGcontrolledGstudyUGAmericanVJournalVofV
GastroenterologySG2008SGXWZSGY]WdTXa

0.7 59

323 qurtherGdelineationGofGdeletionGXpZaGsyndromeGinGaWGpatientseGaGrecognizableGphenotypeGandG
commonGcauseGofGdevelopmentalGdelayGandGmentalGretardationUGPediatricsSG2008SGXYXSG[W[TXW 7.4 197

322 lssociationGanalysisGofGrétyYmSGencodingGyTmethylToTaspartateGreceptorGYmGsubunitSGandG
llzheimerNsGdiseaseUGDementiaVandVGeriatricVCognitiveVDisordersSG2008SGY]SGYcbTdY 2.6 16

321
αypeGYGdeiodinaseGpolymorphismGOthreonineGdYGalaninePGpredictsGwTthyroxineGdoseGtoGachieveGtargetG
thyrotropinGlevelsGinGthyroidectomizedGpatientsUGJournalVofVClinicalVEndocrinologyVandVMetabolismSG
2008SGdZSGdXWTZ

5.6 70

320 oevelopmentGandGvalidationGofGaGmultidimensionalGprognosticGindexGforGoneTyearGmortalityGfromG
comprehensiveGgeriatricGassessmentGinGhospitalizedGolderGpatientsUGRejuvenationVResearchSG2008SGXXSGX]XTaX2.6 293

319 xutationsGinGtheGpericentrinGOPnyαPGgeneGcauseGprimordialGdwarfismUGScienceSG2008SGZXdSGcXaTd 33.3 325

318 nostelloGsyndromeeGclinicalGdiagnosisGinGtheGfirstGyearGofGlifeUGEuropeanVJournalVofVPediatricsSG2008SG
XabSGaYXTc 4.1 32

317 wateGonsetGsporadicGParkinsonNsGdiseaseGcausedGbyGPtyvXGmutationseGclinicalGandGfunctionalGstudyUG
MovementVDisordersSG2008SGYZSGccXT] 7 22

316 PtyvXGheterozygousGrareGvariantseGprevalenceSGsignificanceGandGphenotypicGspectrumUGHumanV
MutationSG2008SGYdSG]a] 4.7 58

315 ParkesGWeberGsyndromeSGveinGofGralenGaneurysmalGmalformationSGandGotherGfastTflowGvascularG
anomaliesGareGcausedGbyGélülXGmutationsUGHumanVMutationSG2008SGYdSGd]dTa] 4.7 315

314
lrrayTbasedGcomparativeGgenomicGhybridizationGinGearlyTstageGmycosisGfungoideseGrecurrentG
deletionGofGtumorGsuppressorGgenesGmnwblSGüxlnVotlmwzSGandGészqUGGenesVChromosomesVandV
CancerSG2008SG[bSGXWabTb]

5 42

313 lutosomalGdominantGtransmissionGofGnonsyndromicGdiastasisGrectiGandGweaknessGofGtheGlineaGalbaUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGY][Ta 2.5 7

312 nomplexGrearrangementGofGchromosomesGbqYXUXZTqYYUXGconfirmsGtheGectrodactylyTdeafnessGlocusG
andGsuggestsGnewGcandidateGgenesUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGYZcT[[ 2.5 24

311 renotypeTphenotypeGanalysisGandGnaturalGhistoryGofGleftGventricularGhypertrophyGinGwpzPléoG
syndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGaYWTc 2.5 40

310 lbnormalGneuronalGmigrationGdefectGinGtheGsevereGvariantGsubtypeGofGldamsTzliverGsyndromeUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGXaYYTZ 2.5 4

(2008-2008)
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309 lssociationGofGsyndromicGmentalGretardationGwithGanGXqXYqXZUXGduplicationGencompassingGtheG
oligophreninGXGgeneUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGXbXcTY[ 2.5 17

308 nongenitalGheartGdefectsGinGpatientsGwithGoculoTauriculoTvertebralGspectrumGOroldenharGsyndromePUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGXcX]Td 2.5 39

307 nompoundGheterozygosityGforGroq]GinGouGPanGtypeGchondrodysplasiaUGAmericanVJournalVofVMedicalV
GeneticsjVPartVASG2008SGX[alSGYXXaTYX 2.5 15

306 lutosomalGdominantGinheritanceGofGaplasiaGcutisGcongenitaGandGcongenitalGheartGdefecteGaGpossibleG
linkGtoGtheGldamsTzliverGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGYc[YT[ 2.5 12

305 PigmentedGvillonodularGsynovitisGinGaGpatientGwithGyoonanGsyndromeGandGüzüXGgeneGmutationUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2008SGX[alSGYdaaTb 2.5 10

304 üevereSGearlyGonsetGhypertrophicGcardiomyopathyGinGaGfamilyGwithGwpzPléoGsyndromeUGJournalVofV
PrenatalVMedicineSG2008SGYSGY[Ta 4

303 nzxαGValX]cxetGpolymorphismGpredictsGnegativeGsymptomsGresponseGtoGtreatmentGwithG
olanzapineGinGschizophreniaUGSchizophreniaVResearchSG2007SGd]SGY]ZT] 3.6 46

302 reneticGsusceptibilityGtoGnonsteroidalGantiTinflammatoryGdrugTrelatedGgastroduodenalGbleedingeG
roleGofGcytochromeGP[]WGYndGpolymorphismsUGGastroenterologySG2007SGXZZSG[a]TbX 13.3 134

301 üequenceTspecificGmodificationGofGaGbetaTthalassemiaGlocusGbyGsmallGoylGfragmentsGinGhumanG
erythroidGprogenitorGcellsUGHaematologicaSG2007SGdYSGXYdTZW 6.6 10

300 ltrioventricularGnanalGoefecteGlnatomicalGandGreneticGnharacteristicsG2007SGY[[TY[b

299 qamilialGéecurrenceGéisksGofGnongenitalGseartGoefectsG2007SGYZYTYZ[

298 lGnovelGpatientGwithGnooksGsyndromeGsupportsGsplittingGfromGIclassicIGbrachydactylyGtypeGmUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2007SGX[ZlSGXd]Td 2.5 5

297 ouplicationGXcqYXUZXTqYYUYUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2007SGX[ZSGZ[ZTc 2.5 10

296 éeassessmentGofGholoprosencephalyTdiencephalicGhamartoblastomaGOsosPGassociationUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2007SGX[ZlSGYbbTc[ 2.5 7

295 nlinicalGlumpingGandGmolecularGsplittingGofGwpzPléoGandGyqXVyqXTyoonanGsyndromesUGAmericanV
JournalVofVMedicalVGeneticsjVPartVASG2007SGX[ZlSGXWWdTXX 2.5 12

294 lGtriploidGfetusGfurtherGexpandsGetiologicalGheterogeneityGinGholoprosencephalyTdiencephalicG
hamartoblastomaUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2007SGX[ZlSGXZdXTZ 2.5 1

293 üyndromicGcraniosynostosisGdueGtoGcomplexGchromosomeG]GrearrangementGandGxüXYGgeneG
triplicationUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2007SGX[ZlSGYdZbT[Z 2.5 28

292 oiversitySGparentalGgermlineGoriginSGandGphenotypicGspectrumGofGdeGnovoGsélüGmissenseGchangesGinG
nostelloGsyndromeUGHumanVMutationSG2007SGYcSGYa]TbY 4.7 104
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291 WholeGgeneGdeletionGandGsplicingGmutationsGexpandGtheGPtyvXGgenotypicGspectrumUGHumanV
MutationSG2007SGYcSGdc 4.7 51

290 lGcombinedGanalyticalGapproachGrevealsGnovelGpXαXVYGgeneGmutationsGinGaGlargeGcohortGofGttalianG
multipleGosteochondromasGpatientsUGGenesVChromosomesVandVCancerSG2007SG[aSG[bWTb 5 36

289 lssessingGtheGroleGofGoéo]GandGoYαXGinGtwoGdifferentGcaseTcontrolGseriesGwithGprimaryG
blepharospasmUGMovementVDisordersSG2007SGYYSGXaYTa 7 50

288 xultiplexGligationTdependentGprobeGamplificationGassayGforGsimultaneousGdetectionGofGParkinsonNsG
diseaseGgeneGrearrangementsUGMovementVDisordersSG2007SGYYSGYYb[Tc 7 16

287 qunctionalGanalysisGofGsplicingGmutationsGinGexonGbGofGyqXGgeneUGBMCVMedicalVGeneticsSG2007SGcSG[ 2.1 25

286 rainTofTfunctionGüzüXGmutationsGcauseGaGdistinctiveGformGofGyoonanGsyndromeUGNatureVGeneticsSG
2007SGZdSGb]Td 36.3 440

285 rainTofTfunctionGélqXGmutationsGcauseGyoonanGandGwpzPléoGsyndromesGwithGhypertrophicG
cardiomyopathyUGNatureVGeneticsSG2007SGZdSGXWWbTXY 36.3 523

284 tnteractionGofGotzYGαdYlGandGPPlégammaYGPXYlGpolymorphismsGinGtheGmodulationGofGmetabolicG
syndromeUGObesitySG2007SGX]SGYccdTd] 8 21

283 αheGQXYXVQXYXGgenotypeGofGpyPPXVPnTXGisGassociatedGwithGlowerGmxtGinGnonTdiabeticGwhitesUG
ObesitySG2007SGX]SGXT[ 8 34

282 éeticulateGvascularGlesionsGandGaGlargeGheadUGPediatricVDermatologySG2007SGY[SG]]]Ta 1.9 4

281 PrevalenceGandGclinicalGsignificanceGofGcardiovascularGabnormalitiesGinGpatientsGwithGtheGwpzPléoG
syndromeUGAmericanVJournalVofVCardiologySG2007SGXWWSGbZaT[X 3 121

280 rlutamineGtoGarginineGsubstitutionGatGaminoGacidGc[GofGmammalianGtribblesGhomologGαétmZGandGnvoG
inGwhitesGwithGtypeGYGdiabetesUGAmericanVJournalVofVKidneyVDiseasesSG2007SG]WSGaccTd 7.4 14

279 nlinicalGandGmolecularGcharacterizationGofGttalianGpatientsGaffectedGbyGnohenGsyndromeUGJournalVofV
HumanVGeneticsSG2007SG]YSGXWXXTXWXb 4.3 18

278 lpolipoproteinGpGgenotypesGinGhospitalizedGelderlyGpatientsGwithGvascularGdementiaUGDementiaVandV
GeriatricVCognitiveVDisordersSG2007SGYZSGZYbTZZ 2.6 19

277 lGfunctionalGvariantGofGtheGadipocyteGglycerolGchannelGaquaporinGbGgeneGisGassociatedGwithGobesityG
andGrelatedGmetabolicGabnormalitiesUGDiabetesSG2007SG]aSGX[acTb[ 0.9 95

276 reneticsGofGcongenitalGheartGdiseasesGinGsyndromicGandGnonTsyndromicGpatientseGnewGadvancesGandG
clinicalGimplicationsUGJournalVofVCardiovascularVMedicineSG2007SGcSGbTXX 1.9 7

275 qiveGcasesGofGsupernumeraryGsmallGringGchromosomesGXeGheterogeneityGandGgenotypeTphenotypeG
correlationUGEuropeanVJournalVofVMedicalVGeneticsSG2007SG]WSGd[TXWY 2.6 5

274 renomicGinstabilityGandGincreasedGexpressionGofGmUmXmGandGxloYwXGgenesGinGductalGbreastG
carcinomaUGCancerVLettersSG2007SGY][SGYdcTZWb 9.9 45

(2007-2007)
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273 npPYdWGmutationsGareGfrequentlyGidentifiedGinGtheGoculoTrenalGformGofGuoubertGsyndromeTrelatedG
disordersUGAmericanVJournalVofVHumanVGeneticsSG2007SGcXSGXW[TXZ 11 118

272 yaturalGgeneTexpressionGvariationGinGoownGsyndromeGmodulatesGtheGoutcomeGofGgeneTdosageG
imbalanceUGAmericanVJournalVofVHumanVGeneticsSG2007SGcXSGY]YTaZ 11 152

271 qamilialGrecurrenceGofGcongenitalGheartGdiseaseeGanGoverviewGandGreviewGofGtheGliteratureUGEuropeanV
JournalVofVPediatricsSG2007SGXaaSGXXXTa 4.1 60

270 αheGQXYXVQXYXGrenotypeGofGpyPPXVPnTXGtsGlssociatedGwithGwowerGmxtGinGyonTdiabeticGWhitesG
2007SGX]SGX 1

269 sypochondrogenesisUGPediatricVRadiologySG2006SGZaSG[aWTX 2.8 3

268 qrequencyGandGphenotypesGofGwéévYGrYWXdüGmutationGinGttalianGpatientsGwithGParkinsonNsGdiseaseUG
MovementVDisordersSG2006SGYXSGXYZYT] 7 18

267 PtyvXGhomozygousGW[ZbXGmutationGinGaGpatientGwithGapparentGdominantGtransmissionGofG
parkinsonismUGMovementVDisordersSG2006SGYXSGXYa]Tb 7 41

266 ltypicalGphenotypesGandGclinicalGvariabilityGinGaGlargeGttalianGfamilyGwithGoYαXTprimaryGtorsionG
dystoniaUGMovementVDisordersSG2006SGYXSGXbcYT[ 7 33

265 wpzPléoGsyndromeeGclinicalGdiagnosisGinGtheGfirstGyearGofGlifeUGAmericanVJournalVofVMedicalVGeneticsjV
PartVASG2006SGX[WSGb[WTa 2.5 102

264 yablusGmaskTlikeGfacialGsyndromeGisGcausedGbyGaGmicrodeletionGofGcqGdetectedGbyGarrayTbasedG
comparativeGgenomicGhybridizationUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2006SGX[WSGXYabTbZ 2.5 27

263 lntenatalGpresentationGofGtheGoculoTauriculoTvertebralGspectrumGOzlVüPUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2006SGX[WSGX]bZTd 2.5 26

262
ldditionalGevidenceGthatGPαPyXXGmutationsGplayGonlyGaGminorGroleGinGtheGpathogenesisGofG
nonTsyndromicGatrioventricularGcanalGdefectUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2006SG
X[WSGXdbWTY

2.5 3

261 nlinicalGphenotypeGandGmolecularGcharacterizationGofGaqGterminalGdeletionGsyndromeeGqiveGnewG
casesUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2006SGX[WSGXd[[Td 2.5 32

260 lstXGgeneGmutationsGcauseGspecificGformsGofGuoubertGsyndromeTrelatedGdisordersUGAnnalsVofV
NeurologySG2006SG]dSG]YbTZ[ 9.4 111

259
üexGdifferencesGinGtheGassociationGofGapolipoproteinGpGandGangiotensinTconvertingGenzymeGgeneG
polymorphismsGwithGhealthyGagingGandGlongevityeGaGpopulationTbasedGstudyGfromGüouthernGttalyUG
JournalsVofVGerontologyVkVSeriesVAVBiologicalVSciencesVandVMedicalVSciencesSG2006SGaXSGdXcTYZ

6.4 62

258 nombinatorialGsequencingTbyThybridizationeGanalysisGofGtheGyqXGgeneUGGeneticVTestingVandVMolecularV
BiomarkersSG2006SGXWSGcTXb 8

257 ldditiveGeffectsGofGgeneticGvariationGinGdopamineGregulatingGgenesGonGworkingGmemoryGcorticalG
activityGinGhumanGbrainUGJournalVofVNeuroscienceSG2006SGYaSGZdXcTYY 6.6 198

256 nontributionGofGtmo]GlocusGtoGclinicalGfeaturesGofGtmoGpatientsUGAmericanVJournalVofVGastroenterology
SG2006SGXWXSGZXcTY] 0.7 24
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255 nombinedGtestGforGUrαXlXGTZYbdαTTirGandGlOαlPnαllGpolymorphismsGbestGpredictsGrilbertNsG
syndromeGinGttalianGpediatricGpatientsUGGeneticVTestingVandVMolecularVBiomarkersSG2006SGXWSGXYXT] 18

254 oetectionGofGaGrareGbetaTglobinGnonsenseGmutationG[codonG]dGOllrTTiαlrP]GinGanGttalianGfamilyUG
HemoglobinSG2006SGZWSG[W]Tb 0.6 4

253 rermlineGmissenseGmutationsGaffectingGvélüGtsoformGmGareGassociatedGwithGaGsevereGyoonanG
syndromeGphenotypeUGAmericanVJournalVofVHumanVGeneticsSG2006SGbdSGXYdTZ] 11 183

252 vmrGsyndromeUGOrphanetVJournalVofVRareVDiseasesSG2006SGXSG]W 4.2 30

251 oiffuseGcoronaryGdilationGinGaGyoungGpatientGwithGwpzPléoGsyndromeUGInternationalVJournalVofV
CardiologySG2006SGXXYSGeZ]Tb 3.2 7

250 osPwnGscreeningGofGlαxGgeneGinGttalianGpatientsGaffectedGbyGataxiaTtelangiectasiaeGfourteenGnovelG
lαxGmutationsUGDiseaseVMarkersSG2006SGYYSGY]bTa[ 3.2 15

249
ltrioventricularGcanalGdefectGinGmardetTmiedlGsyndromeeGclinicalGevidenceGsupportingGtheGlinkG
betweenGatrioventricularGcanalGdefectGandGpolydactylyGsyndromesGwithGciliaryGdysfunction]ZaUG
GeneticsVinVMedicineSG2006SGcSG]ZaTc

8.1 14

248 éelationshipGbetweenGnléoX]SGüwnYYl[V]SGandGowr]GpolymorphismsGandGearlyTonsetG
inflammatoryGbowelGdiseaseseGanGttalianGmulticentricGstudyUGInflammatoryVBowelVDiseasesSG2006SGXYSGZ]]TaX4.5 34

247 noncordantGfamilialGsegregationGofGatrialGseptalGdefectGandGlxenfeldTéiegerGanomalyGinGfatherGandG
sonUGClinicalVDysmorphologySG2006SGX]SGYWZTYWa 0.9 8

246 YYqXXGdeletionGsyndromeeGaGreviewGofGsomeGdevelopmentalGbiologyGaspectsGofGtheGcardiovascularG
systemUGJournalVofVCardiovascularVMedicineSG2006SGbSGbbTc] 1.9 3

245 xutationsGinGnpPYdWSGwhichGencodesGaGcentrosomalGproteinSGcauseGpleiotropicGformsGofGuoubertG
syndromeUGNatureVGeneticsSG2006SGZcSGaYZT] 36.3 320

244 reneticGtestingGinGttalySGyearGYWW[UGEuropeanVJournalVofVHumanVGeneticsSG2006SGX[SGdXXTa 5.3 19

243 lpolipoproteinGpGgenotypesGinGmildGcognitiveGimpairmentGsubtypesUGJournalVofVtheVAmericanV
GeriatricsVSocietySG2006SG][SGXda]Ta 5.6 10

242 yovelGyqXGgeneGmutationGinGaGuapaneseGpatientGwithGneurofibromatosisGtypeGXGandGaG
gastrointestinalGstromalGtumorUGJournalVofVGastroenterologySG2006SG[XSGZbcTcY 6.9 26

241 üpinalGmuscularGatrophyGgenotypingGbyGgeneGdosageGusingGmultipleGligationTdependentGprobeG
amplificationUGNeurogeneticsSG2006SGbSGYadTba 3 49

240 PαPyXXGgeneGmutationseGlinkingGtheGrln]XWrluGmutationGtoGtheGIwpzPléoGsyndromeGphenotypeIUG
EuropeanVJournalVofVPediatricsSG2006SGXa]SGcWZT] 4.1 26

239 yqXGgeneGmutationsGrepresentGtheGmajorGmolecularGeventGunderlyingGneurofibromatosisTyoonanG
syndromeUGAmericanVJournalVofVHumanVGeneticsSG2005SGbbSGXWdYTXWX 11 115

238 prythrocytesTmediatedGdeliveryGofGdexamethasoneGinGsteroidTdependentGtmoGpatientsTaGpilotG
uncontrolledGstudyUGAmericanVJournalVofVGastroenterologySG2005SGXWWSGXZbWT] 0.7 66

(2005-2006)
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237 nutisGlaxaGinGvabukiGmakeTupGsyndromeUGJournalVofVtheVAmericanVAcademyVofVDermatologySG2005SG]ZSGüY[bT]X4.5 11

236 lnalysisGofGnléoX]GgeneGvariantsGinGttalianGpediatricGpatientsGwithGinflammatoryGbowelGdiseasesUG
JournalVofVPediatricsSG2005SGX[bSGYbYTZ 3.6 12

235 xitochondrialGimportGandGenzymaticGactivityGofGPtyvXGmutantsGassociatedGtoGrecessiveG
parkinsonismUGHumanVMolecularVGeneticsSG2005SGX[SGZ[bbTdY 5.6 376

234 ücreeningGofGmutationsGinGtheGnqαéGgeneGinGXXd]GcouplesGenteringGassistedGreproductionGtechniqueG
programsUGEuropeanVJournalVofVHumanVGeneticsSG2005SGXZSGd]dTa[ 5.3 37

233 yovelGpXαXGandGpXαYGmutationsGidentifiedGbyGosPwnGinGttalianGpatientsGwithGmultipleG
osteochondromasUGHumanVMutationSG2005SGYaSGYcW 4.7 32

232 lssociationGofGdeletionGYYGandGtrisomyGYXeGaGlikelyGrandomGassociationGinGpatientsGwithGconotruncalG
heartGdefectsUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SGXZ[lSGXTY 2.5 2

231 ZqPxYVqzrYGandGspYYGgenesGanalysisGinGnonsyndromicGtricuspidGatresiaUGAmericanVJournalVofV
MedicalVGeneticsjVPartVASG2005SGXZZlSGacTbW 2.5 12

230 nongenitalGintrahepaticGportosystemicGvenousGshunteGanGunusualGfeatureGinGwpzPléoGsyndromeG
andGinGneurofibromatosisGtypeGXUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SGXZ[SG[]bTc 2.5 9

229 qamilialGrecurrenceGofGnonsyndromicGcongenitalGheartGdefectsGinGfirstGdegreeGrelativesGofGpatientsG
withGdeletionGYYqXXUYUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SGXZ[lSGX]cTa[ 2.5 13

228 lGnewGobservationGofGacroTcardioTfacialGsyndromeGsubstantiatesGinterindividualGclinicalGvariabilityUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SGXZaSGc[Ta 2.5 8

227 syperthrophicGcardiomyopathyGandGtheGPαPyXXGgeneUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG
2005SGXZaSGdZT[ 2.5 8

226 qamilialGrecurrenceGofGheartGdefectsGinGsubjectsGwithGcongenitallyGcorrectedGtranspositionGofGtheG
greatGarteriesUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SGXZbSGXbaTcW 2.5 28

225
lbsentGpulmonaryGvalveGwithGintactGventricularGseptumGandGpatentGductusGarteriosuseGaGspecificG
cardiacGphenotypeGassociatedGwithGdeletionGXcqGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjV
PartVASG2005SGXZclSGXc]Ta

2.5 23

224 éeportGofGaGthirdGfamilyGwithGzliverGsyndromeUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SG
XZdlSGX]dTaX 2.5 3

223
xajewskiGosteodysplasticGprimordialGdwarfismGtypeGttGOxzPoGttPGcomplicatedGbyGstrokeeGclinicalG
reportGandGreviewGofGcerebralGvascularGanomaliesUGAmericanVJournalVofVMedicalVGeneticsjVPartVASG2005
SGXZdSGYXYT]

2.5 47

222 népwoXGandGrlαl[GgeneGanalysisGinGpatientsGwithGnonsyndromicGatrioventricularGcanalGdefectsUG
AmericanVJournalVofVMedicalVGeneticsjVPartVASG2005SGXZdSGYZaTc 2.5 22

221 oistinguishingGtheGfourGgeneticGcausesGofGuoubertsGsyndromeTrelatedGdisordersUGAnnalsVofVNeurology
SG2005SG]bSG]XZTd 9.4 89

220 lGnovelGfamilyGwithGanGunusualGearlyTonsetGgeneralizedGdystoniaUGMovementVDisordersSG2005SGYWSGcXTa 7 10
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219 éeproductiveGhistoryGofGaGhealthyGwomanGwithGmosaicGduplicationGofGchromosomeG[pUGPrenatalV
DiagnosisSG2005SGY]SGYcZT] 3.2 13

218 αheGfunctionalGQc[éGpolymorphismGofGmammalianGαribblesGhomologGαémZGisGassociatedGwithGinsulinG
resistanceGandGrelatedGcardiovascularGriskGinGnaucasiansGfromGttalyUGDiabetesSG2005SG][SGYcWbTXX 0.9 89

217 lGnovelGlocusGforGautosomalGdominantGconeGandGconeTrodGdystrophiesGmapsGtoGtheGapGgeneGclusterG
ofGretinalGdystrophiesUGInvestigativeVOphthalmologyVandVVisualVScienceSG2005SG[aSGZ]ZdT[[ 1

216
tdentificationGofGtypeGlSGmSGpSGandGqGbotulinumGneurotoxinGgenesGandGofGbotulinumGneurotoxigenicG
clostridiaGbyGdenaturingGhighTperformanceGliquidGchromatographyUGAppliedVandVEnvironmentalV
MicrobiologySG2004SGbWSG[XbWTa

4.8 8

215 oenaturingGsPwnTbasedGassayGforGmolecularGscreeningGofGnondeletionalGmutationsGcausingG
alphaTthalassemiasUGClinicalVChemistrySG2004SG]WSGXY[YT] 5.5 7

214 lutosomalGdominantGmrodyGdiseaseGcosegregatesGwithGaGchromosomalGOYfbPOpXXUYfpXYUXPG
translocationGinGanGttalianGfamilyUGEuropeanVJournalVofVHumanVGeneticsSG2004SGXYSG]bdTcZ 5.3 15

213 lnGexcessGofGchromosomeGXGbreakpointsGinGmaleGinfertilityUGEuropeanVJournalVofVHumanVGeneticsSG
2004SGXYSGddZTXWWW 5.3 48

212 lGnovelGPαPyXXGgeneGmutationGbridgesGyoonanGsyndromeSGmultipleGlentiginesVwpzPléoGsyndromeG
andGyoonanTlikeVmultipleGgiantGcellGlesionGsyndromeUGEuropeanVJournalVofVHumanVGeneticsSG2004SGXYSGXWadTbY5.3 44

211 lblepharonTmacrostomiaGsyndromeGinGaG[aTyearToldGwomanUGAmericanVJournalVofVMedicalVGeneticsV
PartVASG2004SGXYblSGdaTc 15

210
qamilialGaggregationGofGgeneticallyGheterogeneousGhypertrophicGcardiomyopathyeGaGboyGwithG
wpzPléoGsyndromeGdueGtoGPαPyXXGmutationGandGhisGnonsyndromicGfatherGlackingGPαPyXXG
mutationsUGBirthVDefectsVResearchVPartVAyVClinicalVandVMolecularVTeratologySG2004SGbWSGd]Tc

11

209 pllisTvanGnreveldGüyndromeGwithGhydrometrocolposGisGnotGlinkedGtoGchromosomeGarmG[pGorGYWpUG
AmericanVJournalVofVMedicalVGeneticsVPartVASG2004SGXYalSGZXdTYZ 4

208 oisomyGofGdistalGXqGinGmaleseGcaseGreportGandGoverviewUGAmericanVJournalVofVMedicalVGeneticsVPartVASG
2004SGXYclSGXa]Td 19

207 vmrGsyndromeGinGaGcohortGofGttalianGpatientsUGAmericanVJournalVofVMedicalVGeneticsVPartVASG2004SG
XZXSGX[[Td 29

206 VariationsGinGtheGyxolGreceptorGsubunitGYmGgeneGOrétyYmPGandGschizophreniaeGaGcaseTcontrolGstudyUG
AmericanVJournalVofVMedicalVGeneticsVPartVASG2004SGXYcmSGYbTd 32

205 PtyvXGmutationsGareGassociatedGwithGsporadicGearlyTonsetGparkinsonismUGAnnalsVofVNeurologySG2004SG
]aSGZZaT[X 9.4 397

204 lGhomozygousGrulXGgeneGmutationGcausesGaGsallermannTütreiffVzoooGspectrumGphenotypeUG
HumanVMutationSG2004SGYZSGYca 4.7 77

203 yovelGandGrecurrentGmutationsGinGtheGyqXGgeneGinGttalianGpatientsGwithGneurofibromatosisGtypeGXUG
HumanVMutationSG2004SGYZSGaYd 4.7 38

202 xutationsGofGtheGyogoTaaGreceptorGOéαy[éPGgeneGinGschizophreniaUGHumanVMutationSG2004SGY[SG]Z[T] 4.7 69

(2004-2005)

21



201 sereditaryGearlyTonsetGParkinsonNsGdiseaseGcausedGbyGmutationsGinGPtyvXUGScienceSG2004SGZW[SGXX]cTaW 33.3 2586

200 wowGdosesGofGdexamethasoneGconstantlyGdeliveredGbyGautologousGerythrocytesGslowGtheG
progressionGofGlungGdiseaseGinGcysticGfibrosisGpatientsUGBloodVCellsjVMoleculesjVandVDiseasesSG2004SGZZSG]bTaZ2.1 66

199 xutationalGanalysisGofGparkinGgeneGbyGdenaturingGhighTperformanceGliquidGchromatographyG
OosPwnPGinGessentialGtremorUGParkinsonismVandVRelatedVDisordersSG2004SGXWSGZ]bTaY 3.6 16

198 lnalysisGofGtheGolZGgeneGfamilyGinGcryptorchidismGandGidiopathicGmaleGinfertilityUGFertilityVandV
SterilitySG2004SGcXSGXWXZTc 4.8 23

197 αheGtyüwZTwrécVréplαGligandTreceptorGpairGinGhumanGcryptorchidismUGJournalVofVClinicalV
EndocrinologyVandVMetabolismSG2003SGccSG[YbZTd 5.6 120

196 nléoX]GgenotypingGinGinflammatoryGbowelGdiseaseGpatientsGbyGmultiplexGpyrosequencingUGClinicalV
ChemistrySG2003SG[dSGXab]Td 5.5 29

195 lssociationGofGdopamineGo[GreceptorGOoéo[PGexonGtttGrepeatGpolymorphismGwithGtemperamentGinG
ZTyearToldGinfantsUGNeurogeneticsSG2003SG[SGYWbTXY 3 36

194 xolecularGdetectionGofGnovelGWqüXGmutationsGinGpatientsGwithGWolframGsyndromeGbyGaG
osPwnTbasedGassayUGHumanVMutationSG2003SGYXSGaYYTd 4.7 39

193 xutationsGofGZqPxYVqzrYGgeneGinGsporadicGcasesGofGtetralogyGofGqallotUGHumanVMutationSG2003SGYYSGZbYTb4.7 113

192 yqXGgeneGanalysisGbasedGonGosPwnUGHumanVMutationSG2003SGYXSGXbXTY 4.7 38

191 qamilialGblepharospasmGisGinheritedGasGanGautosomalGdominantGtraitGandGrelatesGtoGaGnovelG
unassignedGgeneUGMovementVDisordersSG2003SGXcSGYWbTXY 7 38

190 lnalysisGofGtheGepsilonTsarcoglycanGgeneGinGfamilialGandGsporadicGmyoclonusTdystoniaeGevidenceGforG
geneticGheterogeneityUGMovementVDisordersSG2003SGXcSGXW[bT]X 7 51

189 yonsyndromicGpulmonaryGvalveGstenosisGandGtheGPαPyXXGgeneUGAmericanVJournalVofVMedicalV
GeneticsVPartVASG2003SGXXalSGZcdTdW 14

188 nonfirmationGofGyablusGmaskTlikeGfacialGsyndromeUGAmericanVJournalVofVMedicalVGeneticsVPartVASG
2003SGXYXlSGYcZT] 10

187
lssociationGstudyGbetweenGnlrGtrinucleotideGrepeatsGinGtheGPnQlPGgeneGOPnYG
glutamineVQTrichTassociatedGproteinPGandGschizophreniaUGAmericanVJournalVofVMedicalVGeneticsVPartV
ASG2003SGXXamSGZYT]

14

186 ppilepsyGwithGauditoryGfeatureseGaGwrtXGgeneGmutationGsuggestsGaGlossTofTfunctionGmechanismUG
AnnalsVofVNeurologySG2003SG]ZSGZdaTd 9.4 51

185 lnalysisGofGintracellularGdistributionGandGapoptosisGinvolvementGofGtheGUfdXlGgeneGproductGbyG
overTexpressionGstudiesUGCellVBiochemistryVandVFunctionSG2003SGYXSGYaZTb 4.2 2

184
üpecificGcongenitalGheartGdefectsGinGéüsVümithTwemliTzpitzGsyndromeeGpostulatedGinvolvementGofG
theGsonicGhedgehogGpathwayGinGsyndromesGwithGpostaxialGpolydactylyGorGheterotaxiaUGBirthVDefectsV
ResearchVPartVAyVClinicalVandVMolecularVTeratologySG2003SGabSGX[dT]Z

32
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183 oireorgeGsubtypesGofGnonsyndromicGconotruncalGdefectseGevidenceGagainstGaGmajorGroleGofGαmXXG
geneUGEuropeanVJournalVofVHumanVGeneticsSG2003SGXXSGZ[dT]X 5.3 45

182 éecurrentGtriploidyGofGmaternalGoriginUGEuropeanVJournalVofVHumanVGeneticsSG2003SGXXSGdbYT[ 5.3 26

181 oescriptionSGnomenclatureSGandGmappingGofGaGnovelGcerebelloTrenalGsyndromeGwithGtheGmolarGtoothG
malformationUGAmericanVJournalVofVHumanVGeneticsSG2003SGbZSGaaZTbW 11 78

180 ValidationGofGdsPwnGforGmolecularGdiagnosisGofGbetaTthalassemiaGinGüouthernGttalyUGGeneticVTestingV
andVMolecularVBiomarkersSG2003SGbSGYadTb] 7

179 üequenceTspecificGmodificationGofGgenomicGoylGbyGsmallGoylGfragmentsUGJournalVofVClinicalV
InvestigationSG2003SGXXYSGaZbT[X 15.9 58

178
éesponseGtoGlocalGdihydrotestosteroneGtreatmentGinGaGpatientGwithGpartialGandrogenTinsensitivityG
syndromeGdueGtoGaGnovelGmutationGinGtheGandrogenGreceptorGgeneUGAmericanVJournalVofVMedicalV
GeneticsVPartVASG2002SGXWbSGY]dTaW

6

177 PrimaryGhypothyroidismGandGosteopeniaGassociatedGwithGyeuhauserGsyndromeUGAmericanVJournalVofV
MedicalVGeneticsVPartVASG2002SGXXXSG[XYT[ 5

176 ParkaTlinkedGparkinsonismGoccursGinGseveralGeuropeanGfamiliesUGAnnalsVofVNeurologySG2002SG]XSGX[TXc 9.4 81

175 yovelGlocusGforGautosomalGdominantGpureGhereditaryGspasticGparaplegiaGOüPrXdPGmapsGtoG
chromosomeGdqZZTqZ[UGAnnalsVofVNeurologySG2002SG]XSGacXT] 9.4 38

174 yovelGttalianGfamilyGsupportsGclinicalGandGgeneticGheterogeneityGofGprimaryGadultTonsetGtorsionG
dystoniaUGMovementVDisordersSG2002SGXbSGZdYTb 7 21

173 qunctionalGcharacterizationGofGtheG]NGflankingGregionGofGhumanGubiquitinGfusionGdegradationGXGlikeG
geneGOUqoXwPUGCellVBiochemistryVandVFunctionSG2002SGYWSGXaZTbW 4.2 5

172 éeliabilityGofGosPwnGinGmutationalGscreeningGofGbetaTglobinGOsmmPGallelesUGHumanVMutationSG2002SG
XdSGYcbTd] 4.7 47

171 PyrosequencingGforGdetectionGofGmutationsGinGtheGconnexinGYaGOrumYPGandGmitochondrialGXYüGéylG
OxαéyéXPGgenesGassociatedGwithGhereditaryGhearingGlossUGHumanVMutationSG2002SGYWSGZXYTYW 4.7 16

170 αenGnovelGmutationsGinGtheGhumanGneurofibromatosisGtypeGXGOyqXPGgeneGinGttalianGpatientsUGHumanV
MutationSG2002SGYWSGb[T] 4.7 13

169 ruidelinesGforGtheGappropriateGuseGofGgeneticGtestsGinGinfertileGcouplesUGEuropeanVJournalVofVHumanV
GeneticsSG2002SGXWSGZWZTXY 5.3 109

168 VentricularGseptalGdefectGandGdeletionGofGchromosomeGYYqXXeGanatomicalGtypesGandGaorticGarchG
anomaliesUGEuropeanVJournalVofVPediatricsSG2002SGXaXSGXXaTb 4.1 18

167 lssignmentGofGaGlocusGforGautosomalGdominantGidiopathicGscoliosisGOtüPGtoGhumanGchromosomeG
XbpXXUGHumanVGeneticsSG2002SGXXXSG[WXT[ 6.3 111

166 lnGlαrGrepeatGinGtheGZNTuntranslatedGregionGofGtheGhumanGresistinGgeneGisGassociatedGwithGaG
decreasedGriskGofGinsulinGresistanceUGJournalVofVClinicalVEndocrinologyVandVMetabolismSG2002SGcbSG[[WZTa 5.6 73

(2002-2003)
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165 xandibuloacralGdysplasiaGisGcausedGbyGaGmutationGinGwxylTencodingGlaminGlVnUGAmericanVJournalVofV
HumanVGeneticsSG2002SGbXSG[YaTZX 11 436

164 rroupingGofGmultipleTlentiginesVwpzPléoGandGyoonanGsyndromesGonGtheGPαPyXXGgeneUGAmericanV
JournalVofVHumanVGeneticsSG2002SGbXSGZcdTd[ 11 321

163 éapidGscanningGofGmyotubularinGOxαxXPGgeneGbyGdenaturingGhighTperformanceGliquidG
chromatographyGOosPwnPUGNeuromuscularVDisordersSG2002SGXYSG]WXT] 2.9 16

162 lnalysisGofGnlinicallyGéelevantGüingleTyucleotideGPolymorphismsGbyGUseGofGxicroelectronicGlrrayG
αechnologyUGClinicalVChemistrySG2002SG[cSGYXY[TYXZW 5.5 52

161 oopamineGo[GreceptorGOoéo[PGpolymorphismGandGadaptabilityGtraitGduringGinfancyeGaGlongitudinalG
studyGinGXTGtoG]TmonthToldGneonatesUGNeurogeneticsSG2001SGZSGbdTcY 3 29

160 qineGmappingGofGtheGPüzéü[GpsoriasisGsusceptibilityGregionGonGchromosomeGXqYXUGJournalVofV
InvestigativeVDermatologySG2001SGXXaSGbYcTZW 4.3 65

159 pxtTmutationGanalysisGinGttalianGsporadicGandGhereditaryGosteochondromasUGInternationalVJournalVofV
CancerSG2001SGd]SGZbcTcZ 7.5 18

158 nongenitalGheartGdefectsGinGvabukiGsyndromeUGAmericanVJournalVofVMedicalVGeneticsVPartVASG2001SG
XWWSGYadTb[ 87

157 lssociationGstudyGofGaGpromoterGpolymorphismGofGUqoXwGgeneGwithGschizophreniaUGAmericanV
JournalVofVMedicalVGeneticsVPartVASG2001SGXW]SG]YdTZZ 32

156 xappingGofGaGnewGautosomalGdominantGnonsyndromicGhearingGlossGlocusGOoqylZWPGtoGchromosomeG
X]qY]TYaUGEuropeanVJournalVofVHumanVGeneticsSG2001SGdSGaabTbX 5.3 8

155 pxpressionGofGoeltaq]WcGnqαéGinGnormalGmouseGlungGafterGsiteTspecificGmodificationGofGnqαéG
sequencesGbyGüqséUGGeneVTherapySG2001SGcSGdaXT] 4 71

154 luxologicalGevaluationGinGpatientsGwithGoireorgeVvelocardiofacialGsyndromeGOdeletionGYYqXXUYG
syndromePUGGeneticsVinVMedicineSG2001SGZSGZWTZ 8.1 34

153 lnatomicGpatternsGofGconotruncalGdefectsGassociatedGwithGdeletionGYYqXXUGGeneticsVinVMedicineSG
2001SGZSG[]Tc 8.1 110

152 αargetedGcorrectionGofGaGdefectiveGselectableGmarkerGgeneGinGhumanGepithelialGcellsGbyGsmallGoylG
fragmentsUGMolecularVTherapySG2001SGZSGXbcTc] 11.7 55

151 nompleteGtranspositionGofGtheGgreatGarterieseGpatternsGofGcongenitalGheartGdiseaseGinGfamilialG
precurrenceUGCirculationSG2001SGXW[SGYcWdTX[ 16.7 88

150 lGsingleGstrandGconformationGpolymorphismTbasedGcarrierGtestGforGspinalGmuscularGatrophyUGGeneticV
TestingVandVMolecularVBiomarkersSG2001SG]SGZZTb 7

149 tsolationGandGcharacterizationGofGaGnovelGgeneGfromGtheGoireorgeGchromosomalGregionGthatG
encodesGforGaGmediatorGsubunitUGGenomicsSG2001SGb[SGZYWTZY 4.3 31

148 wowGreceptorTrelatedGproteinG]GOwéP]PGaffectsGboneGaccrualGandGeyeGdevelopmentUGCellSG2001SGXWbSG]XZTYZ56.2 1827
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147 nloningGandGcharacterizationGofGtheGgeneGencodingGhumanGyPw[SGaGproteinGinteractingGwithGtheG
ubiquitinGfusionTdegradationGproteinGOUqoXwPUGGeneSG2001SGYb]SGZdT[a 3.8 9

146 αhreeGnovelGmutationsGcausingGaGtruncatedGproteinGwithinGtheGéPYGgeneGinGttalianGfamiliesGwithG
XTlinkedGretinitisGpigmentosaUGMutationVResearchVkVMutationVResearchVGenomicsSG2001SG[ZYSGbdTcY 1

145 qamilialGrecurrenceGofGnonsyndromicGinterruptedGaorticGarchGandGtruncusGarteriosusGwithG
atrioventricularGcanalUGTeratologySG2000SGaXSGZYdTZX 11

144 seterotaxyGwithGleftGatrialGisomerismGinGaGpatientGwithGdeletionGXcpUGAmericanVJournalVofVMedicalV
GeneticsVPartVASG2000SGd[SGXdcTYWW 22

143 αGcellGreceptorGrepertoireGandGfunctionGinGpatientsGwithGoireorgeGsyndromeGandGvelocardiofacialG
syndromeUGClinicalVandVExperimentalVImmunologySG2000SGXYXSGXYbTZY 6.2 23

142 xutationsGinGaGnewGgeneGinGpllisTvanGnreveldGsyndromeGandGWeyersGacrodentalGdysostosisUGNatureV
GeneticsSG2000SGY[SGYcZTa 36.3 267

141
qineGmappingGofGaGdistinctiveGautosomalGdominantGvacuolarGneuromyopathyGusingGXXGnovelG
microsatelliteGmarkersGfromGchromosomeGbandGXdpXZUZUGEuropeanVJournalVofVHumanVGeneticsSG2000SG
cSGcWdTXY

5.3 5

140 tndividualGhaploinsufficientGlociGandGtheGcomplexGphenotypeGofGoireorgeGsyndromeUGTrendsVinV
MolecularVMedicineSG2000SGaSGXWTX 9

139 PrenatalGoiagnosisGofGxyotonicGoystrophyGUsingGqetalGoylGzbtainedGfromGxaternalGPlasmaUG
ClinicalVChemistrySG2000SG[aSGZWXTZWY 5.5 191

138 oeletionGofGaG]TcxGregionGatGchromosomeGcpYZGisGassociatedGwithGaGspectrumGofGcongenitalGheartG
defectsUGCirculationSG2000SGXWYSG[ZYTb 16.7 76

137 ldvancesGinGtheGsearchGforGpsoriasisGsusceptibilityGgenesUGMolecularVGeneticsVandVMetabolismSG2000SG
bXSGY]WT] 3.7 20

136 xappingGaGdominantGformGofGmultinodularGgoiterGtoGchromosomeGXpYYUGAmericanVJournalVofVHumanV
GeneticsSG2000SGabSGXWW[Tb 11 42

135 yasalGcartilageGaplasiaGinGaGfamilyGwithGfacioaudiosymphalangismGsyndromeUGAmericanVJournalVofV
OtolaryngologyVkVHeadVandVNeckVMedicineVandVSurgerySG2000SGYXSG[W]Tc 2.8 1

134 lGnovelGmutationGOéYbXXPGinGtheGmyotubularinGgeneGcausesGaGsevereGmiotubularGmyopathyUGHumanV
HereditySG1999SG[dSG]dTaW 1.1 7

133 üearchingGforGpsoriasisGsusceptibilityGgenesGinGttalyeGgenomeGscanGandGevidenceGforGaGnewGlocusGonG
chromosomeGXUGJournalVofVInvestigativeVDermatologySG1999SGXXYSGZYT] 4.3 125

132 ltypicalGdeletionsGsuggestGfiveGYYqXXUYGcriticalGregionsGrelatedGtoGtheGoireorgeVveloTcardioTfacialG
syndromeUGEuropeanVJournalVofVHumanVGeneticsSG1999SGbSGdWZTd 5.3 74

131 lGsingleTnucleotideGpolymorphismGinGtheGhumanGboneGmorphogeneticGproteinT[GOmxPG[PGgeneUG
JournalVofVHumanVGeneticsSG1999SG[[SGbaTb 4.3 19

130 renomicGstructureSGpromoterGcharacterisationGandGmutationalGanalysisGofGtheGüXWWlbGgeneeG
exclusionGofGaGcandidateGforGfamilialGpsoriasisGsusceptibilityUGHumanVGeneticsSG1999SGXW[SGXZWT[ 6.3 29

(1999-2001)
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129 UqoXwGandGnon[]weGaGroleGinGoireorgeGsyndromeGandGrelatedGphenotypesjUGTrendsVinVGeneticsSG1999
SGX]SGY]XT[ 8.5 13

128 oeletionGYYqXXGinGpatientsGwithGinterruptedGaorticGarchUGAmericanVJournalVofVCardiologySG1999SGc[SG
ZaWTXSGld 3 49

127 nardiacGmalformationsGinGpatientsGwithGoralTfacialTskeletalGsyndromeseGclinicalGsimilaritiesGwithG
heterotaxiaUGAmericanVJournalVofVMedicalVGeneticsVPartVASG1999SGc[SGZ]WTa 69

126 ltrioventricularGcanalGdefectGwithoutGoownGsyndromeeGlGheterogeneousGmalformationUGAmericanV
JournalVofVMedicalVGeneticsVPartVASG1999SGc]SGX[WTX[a 58

125 ltrioventricularGcanalGdefectGandGhypoplasticGleftGheartGsyndromeGasGdiscordantGcongenitalGheartG
defectsGinGtwinsUGTeratologySG1999SGaWSGYWaTc 7

124
xutationsGofGUqoXwGareGnotGresponsibleGforGtheGmajorityGofGcasesGofGoireorgeG
üyndromeVvelocardiofacialGsyndromeGwithoutGdeletionsGwithinGchromosomeGYYqXXUGAmericanV
JournalVofVHumanVGeneticsSG1999SGa]SGY[bTd

11 30

123 wocalizationGofGaGgeneGforGfamilialGpatellaGaplasiaThypoplasiaGOPαwlsPGtoGchromosomeGXbqYXTYYUG
AmericanVJournalVofVHumanVGeneticsSG1999SGa]SG[[XTb 11 21

122 pvidenceGforGinteractionGbetweenGpsoriasisTsusceptibilityGlociGonGchromosomesGapYXGandGXqYXUG
AmericanVJournalVofVHumanVGeneticsSG1999SGa]SGXbdcTcWW 11 58

121 éeductionGofGtheGoxTassociatedGhomeoGdomainGproteinGOoxlsPPGméylGinGdifferentGbrainGareasGofG
myotonicGdystrophyGpatientsUGNeuromuscularVDisordersSG1999SGdSGYX]Td 2.9 13

120 nongenitalGheartGdiseasesGinGchildrenGwithGyoonanGsyndromeeGlnGexpandedGcardiacGspectrumGwithG
highGprevalenceGofGatrioventricularGcanalUGJournalVofVPediatricsSG1999SGXZ]SGbWZTa 3.6 189

119 reneGtransfectionGefficiencyGofGtrachealGepithelialGcellsGbyGonTcholTozPpVoylGcomplexesUG
BiochimicaVEtVBiophysicaVActaVkVBiomembranesSG1999SGX[XdSGXcaTd[ 3.8 15

118 pxpressionGanalysisGandGproteinGlocalizationGofGtheGhumanGsPnTXVsyntaxinGXlSGaGgeneGdeletedGinG
WilliamsGsyndromeUGGenomicsSG1999SGaYSG]Y]Tc 4.3 20

117 oiagnosisGofGoireorgeGandGWilliamsGsyndromesGusingGqtüsGanalysisGofGperipheralGbloodGsmearsUG
MolecularVandVCellularVProbesSG1999SGXZSGZWZTb 3.3 12

116 tsolationGandGcharacterizationGofGaGnovelGtranscriptGembeddedGwithinGstélSGaGgeneGdeletedGinG
oireorgeGsyndromeUGMolecularVGeneticsVandVMetabolismSG1999SGabSGYYbTZ] 3.7 17

115 ütructureGandGexpressionGofGtheGhumanGubiquitinGfusionTdegradationGgeneGOUqoXwPUGBiochimicaVEtV
BiophysicaVActaVGeneVRegulatoryVMechanismsSG1998SGXZdaSGX]cTaY 20

114 renomicGinstabilityGassociatedGwithGmyotonicGdystrophyGdoesGnotGinvolveGp]ZGexpressionGandG
activityUGCellVBiochemistryVandVFunctionSG1998SGXaSGXXbTYY 4.2 3

113 oeletionGcpGsyndromeG1998SGb]SG]Z[T]Za 47

112 yoonanGsyndromeGandGaorticGcoarctationG1998SGcWSGXaWTXaY 33

Bruno Dallapiccola

26



111 nongenitalGheartGdefectGinGsibsGwithGdiscordantGkaryotypesUGAmericanVJournalVofVMedicalVGeneticsV
PartVASG1998SGcWSGXadTbY 13

110 qamilialGrecurrenceGofGtranspositionGofGtheGgreatGarteriesUGLancetjVTheSG1998SGZ]XSGXaaX 40 4

109 sumanGUoPTgalactoseG[NGepimeraseGOrlwpPGgeneGandGidentificationGofGfiveGmissenseGmutationsGinG
patientsGwithGepimeraseTdeficiencyGgalactosemiaUGMolecularVGeneticsVandVMetabolismSG1998SGaZSGYaTZW 3.7 40

108 lGsingleGpolymeraseGchainGreactionTbasedGprotocolGforGdetectingGnormalGandGexpandedGallelesGinG
myotonicGdystrophyUGDiagnosticVMolecularVPathologySG1998SGbSGXZ]Tb 25

107 oeletionGcpGsyndromeG1998SGb]SG]Z[ 2

106 UqoXwSGaGdevelopmentallyGexpressedGubiquitinationGgeneSGisGdeletedGinGnlαnsGYYGsyndromeUG
HumanVMolecularVGeneticsSG1997SGaSGY]dTa] 5.6 75

105 nonotruncalGheartGdefectsGandGchromosomeGYYqXXGmicrodeletionUGJournalVofVPediatricsSG1997SGXZWSGab]Tb3.6 9

104 pxpressionGofGreceptorsGforGnativeGandGchemicallyGmodifiedGlowTdensityGlipoproteinsGinGbrainG
microvesselsUGFEBSVLettersSG1997SG[WXSG]ZTc 3.8 31

103 pxpressionGstudyGofGsurvivalGmotorGneuronGgeneGinGhumanGfetalGtissuesUGBiochemicalVandVMolecularV
MedicineSG1997SGaXSGXWYTa 27

102 yoonanGsyndromeGwithGcardiacGleftTsidedGobstructiveGlesionsUGHumanVGeneticsSG1997SGddSGYcd 6.3 7

101 ltrioventricularGcanalGdefectGandGpostaxialGpolydactylyGindicatingGphenotypicGoverlapGofGpllisTvanG
nreveldGandGvaufmanTxcvusickGsyndromesUGPediatricVCardiologySG1997SGXcSGb[T] 2.1 17

100 αheGatrioventricularGcanalGdefectGisGtheGcongenitalGheartGdiseaseGconnectingGshortGribTpolydactylyG
andGoralTfacialTdigitalGsyndromesUGAmericanVJournalVofVMedicalVGeneticsVPartVASG1997SGacSGXXWTY 13

99 αricuspidGatresiaGandGYYqXXGdeletionUGAmericanVJournalVofVMedicalVGeneticsVPartVASG1997SGbYSG[WTY 18

98 qamilialGrecurrenceGofGtranspositionGofGtheGgreatGarteriesGandGintactGventricularGseptumG1997SGbZSGdZTd[ 3

97 qamilialGdeletionsGofGchromosomeGYYqXXG1997SGbZSGd]Tda 22

96 ProgeroidGsyndromeGwithGcharacteristicGfacialGappearanceGandGhandGanomaliesGinGfatherGandGsonUG
AmericanVJournalVofVMedicalVGeneticsVPartVASG1997SGbZSGYYbTd 4

95 winkageGanalysisGofGqanconiGanaemiaGinGttalyGandGmappingGofGtheGcomplementationGgroupGlGgeneUG
HumanVGeneticsSG1997SGddSGdZTb 6.3 7

94 oiscordantGclinicalGoutcomeGinGtypeGtttGspinalGmuscularGatrophyGsibshipsGshowingGtheGsameGdeletionG
patternUGNeuromuscularVDisordersSG1996SGaSGYaXT[ 2.9 19

(1996-1998)
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93 oiagnosisGofGoireorgeGsyndromeGinGnucleiGreleasedGfromGarchivalGautopticGheartGspecimensGusingG
fluorescenceGinGsituGhybridizationUGHumanVGeneticsSG1996SGdbSG[X[Tb 6.3 8

92 αheGmendelianGbasisGofGcongenitalGheartGdefectsUGCardiologyVinVtheVYoungSG1996SGaSGYa[TYbX 1 13

91 üearchGforGYYqXXGdeletionGinGnonTsyndromicGconotruncalGcardiacGdefectsUGEuropeanVJournalVofV
PediatricsSG1996SGX]]SGaXdTYW 4.1 13

90 oetectionGofGeightGbetaTthalassemiaGmutationsGusingGaGoylGenzymeGimmunoassayUGInternationalV
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