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j Paper IF Citations

559 jnalysisFofFincidentalFfindingsFinFzatarFgenomeFparticipantsFrevealsFnovelFfunctionalFvariantsFinF
uvwjFandFmSyTTFHumanbMolecularbGeneticsRF2022RF 5.6 1

558 lellFtypeSspecificFnovelFlongFnonScodingF—wjFandFcircularF—wjFinFtheFkuény—rwTFhematopoieticF
transcriptomesFatlasTFHaematologicaRF2021RFWV]RFX]WYSX]XY 6.6 5

557
peneticFevaluationFofFcardiomyopathiesFinFzatarFidentifiesFenrichmentFofFpathogenicFsarcomereF
geneFvariantsFandFpossibleFfounderFdiseaseFmutationsFinFtheFjrabsTFMolecularbGeneticsbhamp;b
GenomicbMedicineRF2021RFbRFeW_Vb

2.3 1

556 TheFalternativeFserotoninFtransporterFpromoterFyXFimpactsFgeneFfunctionFinFfemalesFwithFirritableF
bowelFsyndromeTFJournalbofbCellularbandbMolecularbMedicineRF2021RFX[RFaVZ_SaV]W 5.6 1

555 ñariabilityFofFmultiSomicsFprofilesFinFaFpopulationSbasedFchildFcohortTFBMCbMedicineRF2021RFWbRFW]] 11.4 7

554 SharedFgeneticFriskFbetweenFeatingFdisorderSFandFsubstanceSuseSrelatedFphenotypescFnvidenceF
fromFgenomeSwideFassociationFstudiesTFAddictionbBiologyRF2021RFX]RFeWXaaV 4.6 12

553 nfficientFandFflexibleFrntegrationFofFvariantFcharacteristicsFinFrareFvariantFassociationFstudiesFusingF
integratedFnestedFuaplaceFapproximationTFPLoSbComputationalbBiologyRF2021RFW_RFeWVV__aZ 5 0

552 lommonFpeneticFñariationFjndFjgeFatFxnsetFxfFjnorexiaFwervosaTFBiologicalbPsychiatrybGlobalb
OpenbScienceRF2021RF 3

551 penomeFsequencingFdataFanalysisFforFrareFdiseaseFgeneFdiscoveryTFBriefingsbinbBioinformaticsRF2021RF 13.4 2

550 jctionableFgenomicFvariantsFinF]VZ[FparticipantsFfromFtheFzatarFpenomeFyrogramTFHumanb
MutationRF2021RFZXRFW[aZ 4.7 5

549 rnFuteroFandFchildhoodFexposureFtoFtobaccoFsmokeFandFmultiSlayerFmolecularFsignaturesFinFchildrenTF
BMCbMedicineRF2020RFWaRFXZY 11.4 6

548 pójSFonFlongitudinalFgrowthFtraitsFrevealsFdifferentFgeneticFfactorsFinfluencingFinfantRFchildRFandF
adultFkvrTFSciencebAdvancesRF2019RF[RFeaawYVb[ 14.3 39

547
jssociationsFketweenFjttentionSmeficitUqyperactivityFmisorderFandFñariousFnatingFmisorderscFjF
SwedishFwationwideFyopulationFStudyFésingFvultipleFpeneticallyFrnformativeFjpproachesTF
BiologicalbPsychiatryRF2019RFa]RF[__S[a]

7.9 24

546 vaternalFandFfetalFgeneticFeffectsFonFbirthFweightFandFtheirFrelevanceFtoFcardioSmetabolicFriskF
factorsTFNaturebGeneticsRF2019RF[WRFaVZSaWZ 36.3 181

545 emiñjSllassificationFandFprioritizationFofFpathogenicFvariantsFforFclinicalFdiagnosticsTFHumanb
MutationRF2019RFZVRFa][Sa_a 4.7 8

544 kiallelicFlossSofSfunctionFujllWUojvrwFvutationsFyresentingFasF—heumatoidFoactorSwegativeF
yolyarticularFsuvenileFrdiopathicFjrthritisTFScientificbReportsRF2019RFbRFZ[_b 4.9 14

543 penomeSwideFassociationFstudyFinFfrontalFfibrosingFalopeciaFidentifiesFfourFsusceptibilityFlociF
includingFqujSkPV_cVXTFNaturebCommunicationsRF2019RFWVRFWW[V 17.4 55
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542 penomeSwideFassociationFstudyFidentifiesFeightFriskFlociFandFimplicatesFmetaboSpsychiatricForiginsF
forFanorexiaFnervosaTFNaturebGeneticsRF2019RF[WRFWXV_SWXWZ 36.3 303

541 jlleleFbalanceFbiasFidentifiesFsystematicFgenotypingFerrorsFandFfalseFdiseaseFassociationsTFHumanb
MutationRF2019RFZVRFWW[SWX] 4.7 6

540
penomeSwideFassociationFstudyFofFoffspringFbirthFweightFinFa]F[__FwomenFidentifiesFfiveFnovelFlociF
andFhighlightsFmaternalFgeneticFeffectsFthatFareFindependentFofFfetalFgeneticsTFHumanbMolecularb
GeneticsRF2018RFX_RF_ZXS_[]

5.6 98

539 peolocalisationFofFathletesFforFoutSofScompetitionFdrugFtestingcFethicalFconsiderationsTFyositionF
statementFbyFtheFójmjFnthicsFyanelTFBritishbJournalbofbSportsbMedicineRF2018RF[XRFZ[]SZ[b 10.3 5

538 lirculatingFmi—wjsRFisomi—sFandFsmallF—wjFclustersFinFhumanFplasmaFandFbreastFmilkTFPLoSbONERF
2018RFWYRFeVWbY[X_ 3.7 32

537 mi—TraceFrevealsFtheForganismalForiginsFofFmicro—wjFsequencingFdataTFGenomebBiologyRF2018RFWbRFXWY 18.3 25

536 qumanFnarlyFuifeFnxposomeFNqnurXOFstudycFaFnuropeanFpopulationSbasedFexposomeFcohortTFBMJb
OpenRF2018RFaRFeVXWYWW 3 88

535 SurveyFofFaVVQFdataFsetsFfromFhumanFtissueFandFbodyFfluidFrevealsFxenomi—sFareFlikelyFartifactsTF
RnaRF2017RFXYRFZYYSZZ[ 5.8 53

534 SignificantFuocusFandFvetabolicFpeneticFlorrelationsF—evealedFinFpenomeSóideFjssociationFStudyF
ofFjnorexiaFwervosaTFAmericanbJournalbofbPsychiatryRF2017RFW_ZRFa[VSa[a 11.9 276

533 rnternationalFlooperationFtoFnnableFtheFmiagnosisFofFjllF—areFpeneticFmiseasesTFAmericanbJournalbofb
HumanbGeneticsRF2017RFWVVRF]b[S_V[ 11 200

532
peneticFarchitectureFdistinguishesFsystemicFjuvenileFidiopathicFarthritisFfromFotherFformsFofF
juvenileFidiopathicFarthritiscFclinicalFandFtherapeuticFimplicationsTFAnnalsbofbthebRheumaticbDiseasesRF
2017RF_]RFbV]SbWY

2.4 89

531 SignaturesFofFpositiveFselectionFrevealFaFuniversalFroleFofFchromatinFmodifiersFasFcancerFdriverF
genesTFScientificbReportsRF2017RF_RFWYWXZ 4.9 7

530 TheFacuteFeffectsFofFultravioletFradiationFonFtheFbloodFtranscriptomeFareFindependentFofFplasmaF
X[xqmTFEnvironmentalbResearchRF2017RFW[bRFXYbSXZa 7.9 9

529
lribadoFampliadoFdeFportadoresFenFunFprogramaFdeFdonaciˆ‡nFdeFovocitoscFrmplementaciˆ‡nFdeFunF
nuevoFtestFyFresultadosFtrasFdosFaˆ–osFdeFexperienciaTFMedicinabReproductivabYbEmbriologˆ›abClˆ›nicaRF
2017RFZRFWWYSWXW

0.1

528 nxplorationFofFlargeRFrareFcopyFnumberFvariantsFassociatedFwithFpsychiatricFandF
neurodevelopmentalFdisordersFinFindividualsFwithFanorexiaFnervosaTFPsychiatricbGeneticsRF2017RFX_RFW[XSW[a2.9 11

527 metailedFanalysisFofFinversionsFpredictedFbetweenFtwoFhumanFgenomescFerrorsRFrealF
polymorphismsRFandFtheirForiginFandFpopulationFdistributionTFHumanbMolecularbGeneticsRF2017RFX]RF[]_S[aW5.6 8

526 lontributionFofFtheFTTlXWkFgeneFtoFglomerularFandFcysticFkidneyFdiseasesTFNephrologybDialysisb
TransplantationRF2017RFYXRFW[WSW[] 4.3 19

525 SmellStasteFdysfunctionsFinFextremeFweightUeatingFconditionscFanalysisFofFhormonalFandF
psychologicalFinteractionsTFEndocrineRF2016RF[WRFX[]S]_ 4 58

(2016-2019)
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524 jFgenomeSwideFassociationFmetaSanalysisFofFdiarrhoealFdiseaseFinFyoungFchildrenFidentifiesFoéTXF
locusFandFprovidesFplausibleFbiologicalFpathwaysTFHumanbMolecularbGeneticsRF2016RFX[RFZWX_SZWZX 5.6 24

523 qeritabilityFandFpenomeSóideFjssociationFjnalysesFofFSleepFmurationFinFlhildrencFTheFnjpunF
lonsortiumTFSleepRF2016RFYbRFWa[bSWa]b 1.1 22

522 yrenatalFexposureFtoFmixturesFofFxenoestrogensFandFgenomeSwideFmwjFmethylationFinFhumanF
placentaTFEpigenomicsRF2016RFaRFZYS[Z 4.4 13

521 SpecificFsmallS—wjFsignaturesFinFtheFamygdalaFatFpremotorFandFmotorFstagesFofFyarkinsonMsFdiseaseF
revealedFbyFdeepFsequencingFanalysisTFBioinformaticsRF2016RFYXRF]_YSaW 7.2 23

520 TargetingFljpFrepeatF—wjsFreducesFquntingtonMsFdiseaseFphenotypeFindependentlyFofFhuntingtinF
levelsTFJournalbofbClinicalbInvestigationRF2016RFWX]RFZYWbSZYYV 15.9 43

519 wpSSkasedFjssayFforFtheFrdentificationFofFrndividualsFlarryingF—ecessiveFpeneticFvutationsFinF
—eproductiveFvedicineTFHumanbMutationRF2016RFY_RF[W]SXY 4.7 33

518 rdentificationFofFpeneFvutationsFandFousionFpenesFinFyatientsFwithFSˆ'zaryFSyndromeTFJournalbofb
InvestigativebDermatologyRF2016RFWY]RFWZbVSWZbb 4.3 51

517 TyingFmalariaFandFmicro—wjscFfromFtheFbiologyFtoFfutureFdiagnosticFperspectivesTFMalariabJournalRF
2016RFW[RFW]_ 3.6 13

516 penomeSwideFmwjFmethylationFstudyFinFhumanFplacentaFidentifiesFnovelFlociFassociatedFwithF
maternalFsmokingFduringFpregnancyTFInternationalbJournalbofbEpidemiologyRF2016RFZ[RFW]ZZSW][[ 7.8 55

515 peneticFlharacteristicsFofF—heumaticFyatientsFmevelopingFrnflammatoryFSkinFuesionsFrnducedFbyF
kiologicFTherapyTFReumatologˆ›abClˆ›nicabkEnglishbEditionlRF2015RFWWRFWX]SWX_ 0.1

514 vissenseFmutationsFinFTnwvZRFaFregulatorFofFaxonFguidanceFandFcentralFmyelinationRFcauseF
essentialFtremorTFHumanbMolecularbGeneticsRF2015RFXZRF[]__Sa] 5.6 83

513 meregulationFofFkeyFsignalingFpathwaysFinvolvedFinFoocyteFmaturationFinFov—WFpremutationF
carriersFwithForagileFXSassociatedFprimaryFovarianFinsufficiencyTFGeneRF2015RF[_WRF[XS_ 3.8 11

512 wonScodingFrecurrentFmutationsFinFchronicFlymphocyticFleukaemiaTFNatureRF2015RF[X]RF[WbSXZ 50.4 565

511 qumanFgenomicsTFnffectFofFpredictedFproteinStruncatingFgeneticFvariantsFonFtheFhumanF
transcriptomeTFScienceRF2015RFYZaRF]]]Sb 33.3 170

510 SwitchingFtoFzebrafishFneurobehavioralFmodelscFTheFobsessiveScompulsiveFdisorderFparadigmTF
EuropeanbJournalbofbPharmacologyRF2015RF_[bRFWZXS[V 5.3 11

509 peneticFvariationFandFalternativeFsplicingTFNaturebBiotechnologyRF2015RFYYRFY[_Sb 44.5 5

508 vutationsFinFmlqSWFcauseFmitralFvalveFprolapseTFNatureRF2015RF[X[RFWVbSWY 50.4 107

507 lirculatingFketatrophinFuevelsFjreFrncreasedFinFjnorexiaFandFmecreasedFinFvorbidlyFxbeseFóomenTF
JournalbofbClinicalbEndocrinologybandbMetabolismRF2015RFWVVRFnWWaaSb] 5.6 34
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506 jFnovelFcommonFvariantFinFmlSTXFisFassociatedFwithFlengthFinFearlyFlifeFandFheightFinFadulthoodTF
HumanbMolecularbGeneticsRF2015RFXZRFWW[[S]a 5.6 77

505
TargetedFnextSgenerationFsequencingFinFsteroidSresistantFnephroticFsyndromecFmutationsFinF
multipleFglomerularFgenesFmayFinfluenceFdiseaseFseverityTFEuropeanbJournalbofbHumanbGeneticsRF
2015RFXYRFWWbXSb

5.3 64

504 penomeSwideFmetaSanalysisFidentifiesFmultipleFnovelFassociationsFandFethnicFheterogeneityFofF
psoriasisFsusceptibilityTFNaturebCommunicationsRF2015RF]RF]bW] 17.4 115

503 TowardsFaFnuropeanFconsensusFforFreportingFincidentalFfindingsFduringFclinicalFwpSFtestingTF
EuropeanbJournalbofbHumanbGeneticsRF2015RFXYRFW]VWS] 5.3 69

502
qujSm—kWPWWFandFvariantsFofFtheFvqlFclassFrrFlocusFareFstrongFriskFfactorsFforFsystemicFjuvenileF
idiopathicFarthritisTFProceedingsbofbthebNationalbAcademybofbSciencesbofbthebUnitedbStatesbofbAmericaRF
2015RFWWXRFW[b_VS[

11.5 103

501 peneticFcharacteristicsFofFrheumaticFpatientsFdevelopingFinflammatoryFskinFlesionsFinducedFbyF
biologicFtherapyTFReumatologˆ›abClˆ›nicaRF2015RFWWRFWX]S_ 0.9

500 —areFvariantsFinF˛†SjmyloidFprecursorFproteinFNjyyOFandFyarkinsonMsFdiseaseTFEuropeanbJournalbofb
HumanbGeneticsRF2015RFXYRFWYXaSYY 5.3 29

499 jctivatingFmutationsFclusterFinFtheFHmolecularFbrakeHFregionsFofFproteinFkinasesFandFdoFnotF
associateFwithFconservedForFcatalyticFresiduesTFHumanbMutationRF2014RFY[RFYWaSXa 4.7 16

498
jccurateFmolecularFdiagnosisFofFphenylketonuriaFandFtetrahydrobiopterinSdeficientF
hyperphenylalaninemiasFusingFhighSthroughputFtargetedFsequencingTFEuropeanbJournalbofbHumanb
GeneticsRF2014RFXXRF[XaSYZ

5.3 29

497 kloodFexpressionFprofilesFofFfragileFXFpremutationFcarriersFidentifyFcandidateFgenesFinvolvedFinF
neurodegenerativeFandFinfertilityFphenotypesTFNeurobiologybofbDiseaseRF2014RF][RFZYS[Z 7.5 18

496 miagnosisFofFautosomalFdominantFpolycysticFkidneyFdiseaseFusingFefficientFytmWFandFytmXF
targetedFnextSgenerationFsequencingTFMolecularbGeneticsbhamp;bGenomicbMedicineRF2014RFXRFZWXSXW 2.3 57

495 yrenatalFexposureFtoFmixturesFofFxenoestrogensFandFrepetitiveFelementFmwjFmethylationFchangesF
inFhumanFplacentaTFEnvironmentbInternationalRF2014RF_WRFaWS_ 12.9 41

494 —elationshipFbetweenFgenomeFandFepigenomeSSchallengesFandFrequirementsFforFfutureFresearchTF
BMCbGenomicsRF2014RFW[RFZa_ 4.5 21

493 nvidenceFforFtheFbiogenesisFofFmoreFthanFWRVVVFnovelFhumanFmicro—wjsTFGenomebBiologyRF2014RFW[RF—[_18.3 181

492 jFgenomeSwideFassociationFstudyFofFanorexiaFnervosaTFMolecularbPsychiatryRF2014RFWbRFWVa[SbZ 15.1 224

491 penomeSwideFanalysisFofFsingleFnucleotideFpolymorphismsFandFcopyFnumberFvariantsFinF
fibromyalgiaFsuggestFaFroleFforFtheFcentralFnervousFsystemTFPainRF2014RFW[[RFWWVXSWWVb 8 42

490 jumq[jWFvariabilityFinFopioidFdependentFpatientsFcouldFinfluenceFresponseFtoFmethadoneF
treatmentTFEuropeanbNeuropsychopharmacologyRF2014RFXZRFZXVSZ 1.2 8

489 jssociationFofFirisinFwithFfatFmassRFrestingFenergyFexpenditureRFandFdailyFactivityFinFconditionsFofF
extremeFbodyFmassFindexTFInternationalbJournalbofbEndocrinologyRF2014RFXVWZRFa[_X_V 2.7 117

(2014-2015)
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488 TheFhumanFearlySlifeFexposomeFNqnurXOcFprojectFrationaleFandFdesignTFEnvironmentalbHealthb
PerspectivesRF2014RFWXXRF[Y[SZZ 8.4 219

487 ñalidationFandFgenotypingFofFmultipleFhumanFpolymorphicFinversionsFmediatedFbyFinvertedFrepeatsF
revealsFaFhighFdegreeFofFrecurrenceTFPLoSbGeneticsRF2014RFWVRFeWVVZXVa 6 23

486 nxtensiveFsequenceFanalysisFofFloT—RFSlwwWjRFSlwwWkRFSlwwWpFandFSn—yrwjWFsuggestsFanF
oligogenicFbasisFforFcysticFfibrosisSlikeFphenotypesTFClinicalbGeneticsRF2014RFa]RFbWS[ 4 14

485 vicro—wjFexpressionFprofilingFinFbloodFfromFfragileFXSassociatedFtremorUataxiaFsyndromeFpatientsTF
GenesobBrainbandbBehaviorRF2013RFWXRF[b[S]VY 3.6 25

484 óorldwideFpopulationFdistributionFofFtheFcommonFulnYlSulnYkFdeletionFassociatedFwithFpsoriasisF
andFotherFautoimmuneFdisordersTFBMCbGenomicsRF2013RFWZRFX]W 4.5 8

483 peneticFcharacterizationFofFnortheasternFrtalianFpopulationFisolatesFinFtheFcontextFofFbroaderF
nuropeanFgeneticFdiversityTFEuropeanbJournalbofbHumanbGeneticsRF2013RFXWRF][bS][ 5.3 50

482 jFhighlyFexpressedFmi—SWVWFisomi—FisFaFfunctionalFsilencingFsmallF—wjTFBMCbGenomicsRF2013RFWZRFWVZ 4.5 75

481 jFcommonF[]SkilobaseFdeletionFinFaFprimateSspecificFsegmentalFduplicationFcreatesFaFnovelF
butyrophilinSlikeFproteinTFBMCbGeneticsRF2013RFWZRF]W 2.6 16

480 —eproducibilityFofFhighSthroughputFm—wjFandFsmallF—wjFsequencingFacrossFlaboratoriesTFNatureb
BiotechnologyRF2013RFYWRFWVW[SXX 44.5 187

479 StorageFconditionsFandFstabilityFofFglobalFmwjFmethylationFinFplacentalFtissueTFEpigenomicsRF2013RF
[RFYZWSa 4.4 29

478 TranscriptomeFandFgenomeFsequencingFuncoversFfunctionalFvariationFinFhumansTFNatureRF2013RF[VWRF[V]SWW50.4 1323

477 rnteractionFofFSulWjWFgeneFvariantsFandFlifeFstressFonFpharmacologicalFresistanceFinF
obsessiveScompulsiveFdisorderTFPharmacogenomicsbJournalRF2013RFWYRFZ_VS[ 3.5 11

476 TheFinteractionFbetweenFlomtFandFkdnfFvariantsFinfluencesFobsessiveScompulsiveSrelatedF
dysfunctionalFbeliefsTFJournalbofbAnxietybDisordersRF2013RFX_RFYXWS_ 10.9 16

475 ScreeningFforFtheFpresenceFofFov—WFpremutationFallelesFinFwomenFwithFfibromyalgiaTFGeneRF2013RF
[WXRFYV[Sa 3.8 11

474 ñal]]vetFkmwoFgenotypesFinFmelancholicFdepressioncFeffectsFonFbrainFstructureFandFtreatmentF
outcomeTFDepressionbandbAnxietyRF2013RFYVRFXX[SYY 8.4 36

473 épregulationFofFaFsmallFvaultF—wjFNsvt—wjXSWaOFisFanFearlyFeventFinFyarkinsonFdiseaseFandFinducesF
neuronalFdysfunctionTFRNAbBiologyRF2013RFWVRFWVbYSWV] 4.8 32

472 wextFgenerationFdiagnosticsFofFcysticFfibrosisFandFloT—SrelatedFdisordersFbyFtargetedFmultiplexF
highScoverageFresequencingFofFloT—TFJournalbofbMedicalbGeneticsRF2013RF[VRFZ[[S]X 5.8 35

471 SporadicFandFreversibleFchromothripsisFinFchronicFlymphocyticFleukemiaFrevealedFbyFlongitudinalF
genomicFanalysisTFLeukemiaRF2013RFX_RFXY_]Sb 10.7 26
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470 wewFlociFassociatedFwithFbirthFweightFidentifyFgeneticFlinksFbetweenFintrauterineFgrowthFandFadultF
heightFandFmetabolismTFNaturebGeneticsRF2013RFZ[RF_]SaX 36.3 232

469 TheFcomplexFSwyFandFlwñFgeneticFarchitectureFofFtheFincreasedFriskFofFcongenitalFheartFdefectsFinF
mownFsyndromeTFGenomebResearchRF2013RFXYRFWZWVSXW 9.7 48

468 yeSñSoishercFidentificationFofFsomaticFandFnonSsomaticFstructuralFvariantsFusingFnextFgenerationF
sequencingFdataTFPLoSbONERF2013RFaRFe]YY__ 3.7 16

467 llusterFanalysisFofFclinicalFdataFidentifiesFfibromyalgiaFsubgroupsTFPLoSbONERF2013RFaRFe_Za_Y 3.7 41

466 SmallFnonScodingF—wjsFaddFcomplexityFtoFtheF—wjFpathogenicFmechanismsFinFtrinucleotideFrepeatF
expansionFdiseasesTFFrontiersbinbMolecularbNeuroscienceRF2013RF]RFZ[ 6.1 9

465 jssociationFofFneurexinFYFpolymorphismsFwithFsmokingFbehaviorTFGenesobBrainbandbBehaviorRF2012RF
WWRF_VZSWW 3.6 24

464 tuquYFmutationsFcauseFfamilialFhyperkalemicFhypertensionFbyFimpairingFionFtransportFinFtheFdistalF
nephronTFNaturebGeneticsRF2012RFZZRFZ[]S]VRFSWSY 36.3 228

463 ñariationFinFtheFkmwoFñal]]vetFpolymorphismFandFresponseFtoFcognitiveSbehaviorFtherapyFinF
obsessiveScompulsiveFdisorderTFEuropeanbPsychiatryRF2012RFX_RFYa]SbV 6 32

462 peneticFepistasisFinFfemaleFsuicideFattemptersTFProgressbinbNeuropPsychopharmacologybandb
BiologicalbPsychiatryRF2012RFYaRFXbZSYVW 5.5 8

461 rnfluenceFofFfetalFglutathioneFSStransferaseFcopyFnumberFvariantsFonFadverseFreproductiveF
outcomesTFBJOG:banbInternationalbJournalbofbObstetricsbandbGynaecologyRF2012RFWWbRFWWZWS] 3.7 10

460 jberrantFbrainFmicro—wjFtargetFandFmi—rSlFgeneFexpressionFinFtheFanxUanxFanorexiaFmouseFmodelTF
GeneRF2012RFZb_RFWaWSbV 3.8 11

459 rdentificationFofFW[FnewFpsoriasisFsusceptibilityFlociFhighlightsFtheFroleFofFinnateFimmunityTFNatureb
GeneticsRF2012RFZZRFWYZWSa 36.3 681

458 oatFmassFandFobesitySassociatedFgeneFNoTxOFinFeatingFdisorderscFevidenceFforFassociationFofFtheF
rsbbYb]VbFobesityFriskFalleleFwithFbulimiaFnervosaFandFanorexiaFnervosaTFObesitybFactsRF2012RF[RFZVaSWb 5.1 37

457 kuény—rwTFtoFdecodeFtheFepigeneticFsignatureFwrittenFinFbloodTFNaturebBiotechnologyRF2012RFYVRFXXZS] 44.5 261

456 xverexpressionFofFtheFlq—wj[UjYUkZFgenomicFclusterFinFmiceFincreasesFtheFsensitivityFtoFnicotineF
andFmodifiesFitsFreinforcingFeffectsTFAminobAcidsRF2012RFZYRFab_SbVb 3.5 32

455 jFpathogenicFmechanismFinFquntingtonMsFdiseaseFinvolvesFsmallFljpSrepeatedF—wjsFwithF
neurotoxicFactivityTFPLoSbGeneticsRF2012RFaRFeWVVXZaW 6 130

454 jssociationFbetweenFtheFwvmjFglutamateFreceptorFp—rwXkFgeneFandFobsessiveScompulsiveF
disorderTFJournalbofbPsychiatrybandbNeuroscienceRF2012RFY_RFX_YSaW 4.5 41

453 mwjFhypomethylationFatFjuxXWXFisFassociatedFwithFpersistentFwheezingFinFchildhoodTFAmericanb
JournalbofbRespiratorybandbCriticalbCarebMedicineRF2012RFWa[RFbY_SZY 10.2 86

(2012-2013)
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452 l−yXm]FpolymorphismFinFpatientsFwithFeatingFdisordersTFPharmacogenomicsbJournalRF2012RFWXRFW_YS[ 3.5 22

451 lommonFvariantsFatFWXqW[FandFWXqXZFareFassociatedFwithFinfantFheadFcircumferenceTFNatureb
GeneticsRF2012RFZZRF[YXS[Ya 36.3 94

450 nxomeFsequencingFidentifiesFrecurrentFmutationsFofFtheFsplicingFfactorFSoYkWFgeneFinFchronicF
lymphocyticFleukemiaTFNaturebGeneticsRF2011RFZZRFZ_S[X 36.3 752

449 qumanFmicro—wjsFmi—SXXRFmi—SWYaSXRFmi—SWZaaRFandFmi—SZaaFareFassociatedFwithFpanicFdisorderF
andFregulateFseveralFanxietyFcandidateFgenesFandFrelatedFpathwaysTFBiologicalbPsychiatryRF2011RF]bRF[X]SYY7.9 142

448 virrorFextremeFkvrFphenotypesFassociatedFwithFgeneFdosageFatFtheFchromosomeFW]pWWTXFlocusTF
NatureRF2011RFZ_aRFb_SWVX 50.4 322

447 mWaZnFmutationFinFaquaporinSZFgeneFimpairsFwaterFpermeabilityFandFlinksFtoFdeafnessTF
NeuroscienceRF2011RFWb_RFaVSa 3.9 26

446 peneticFvariantsFofFtheFojmSFgeneFclusterFandFnuxñuFgeneFfamilyRFcolostrumsFulSyéojFlevelsRF
breastfeedingRFandFchildFcognitionTFPLoSbONERF2011RF]RFeW_WaW 3.7 94

445 mwjFmethylationFinFneurodegenerativeFdisorderscFaFmissingFlinkFbetweenFgenomeFandF
environmenthTFClinicalbGeneticsRF2011RFaVRFWSWZ 4 38

444 peneSenvironmentFinteractionFinFanorexiaFnervosacFrelevanceFofFnonSsharedFenvironmentFandFtheF
serotoninFtransporterFgeneTFMolecularbPsychiatryRF2011RFW]RF[bVSX 15.1 52

443 qighFriskFofFlifetimeFhistoryFofFsuicideFattemptsFamongFl−yXm]FultrarapidFmetabolizersFwithFeatingF
disordersTFMolecularbPsychiatryRF2011RFW]RF]bWSX 15.1 34

442 ñariantsFinFestrogenFreceptorFalphaFgeneFareFassociatedFwithFphenotypicalFexpressionFofF
obsessiveScompulsiveFdisorderTFPsychoneuroendocrinologyRF2011RFY]RFZ_YSaY 5 35

441 vaternalFlSreactiveFproteinFlevelsFinFpregnancyFareFassociatedFwithFwheezingFandFlowerFrespiratoryF
tractFinfectionsFinFtheFoffspringTFAmericanbJournalbofbObstetricsbandbGynecologyRF2011RFXVZRFW]ZTeWSb 6.4 22

440 meletionFofFulnYlFandFulnYkFisFaFsusceptibilityFfactorFforFpsoriaticFarthritiscFaFstudyFinFSpanishFandF
rtalianFpopulationsFandFmetaSanalysisTFArthritisbandbRheumatismRF2011RF]YRFWa]VS[ 27

439 óholeSgenomeFsequencingFidentifiesFrecurrentFmutationsFinFchronicFlymphocyticFleukaemiaTFNature
RF2011RFZ_[RFWVWS[ 50.4 1206

438 vicro—wjFprofilingFofFyarkinsonMsFdiseaseFbrainsFidentifiesFearlyFdownregulationFofFmi—SYZbUcF
whichFmodulateFmitochondrialFfunctionTFHumanbMolecularbGeneticsRF2011RFXVRFYV]_S_a 5.6 371

437 vetaSanalysisFconfirmsFtheFulnYl_ulnYkFdeletionFasFaFriskFfactorFforFpsoriasisFinFseveralFethnicF
groupsFandFfindsFinteractionFwithFqujSlw]TFJournalbofbInvestigativebDermatologyRF2011RFWYWRFWWV[Sb 4.3 79

436 jm—kXFplyW]jrgFpolymorphismRFasthmaFcontrolFandFlungFfunctionFdeclineTFEuropeanbRespiratoryb
JournalRF2011RFYaRFWVXbSY[ 13.6 18

435 jFnonSbiasedFframeworkFforFtheFannotationFandFclassificationFofFtheFnonSmi—wjFsmallF—wjF
transcriptomeTFBioinformaticsRF2011RFX_RFYXVXSY 7.2 38

XaviervEstivill
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434 Tˆ'cnicasFdeF—eflexiˆ‡nFnstratˆ'gicacFSearchFlonferenceFvomentumTFProfesionalbDebLabInformacionRF
2011RFXVRF_WS__ 3.7

433 —esequencingFandFassociationFanalysisFofFarylalkylamineFwSacetyltransferaseFNjjwjTOFgeneFandFitsF
contributionFtoFmajorFdepressionFsusceptibilityTFJournalbofbPinealbResearchRF2010RFZbRFY[SZZ 10.4 30

432 lharacterizationFofFaFmouseFmodelFoverexpressingFbetaSsiteFjyyScleavingFenzymeFXFrevealsFaFnewF
roleFforFkjlnXTFGenesobBrainbandbBehaviorRF2010RFbRFW]VS_X 3.6 19

431 jFhaplotypeFofFglycogenFsynthaseFkinaseFY˛†FisFassociatedFwithFearlyFonsetFofFunipolarFmajorF
depressionTFGenesobBrainbandbBehaviorRF2010RFbRF_bbSaV_ 3.6 39

430 mesignFandFevaluationFofFaFpanelFofFsingleSnucleotideFpolymorphismsFinFmicro—wjFgenomicFregionsF
forFassociationFstudiesFinFhumanFdiseaseTFEuropeanbJournalbofbHumanbGeneticsRF2010RFWaRFXWaSX] 5.3 29

429 jdditionalFsupportFforFtheFassociationFofFSurT—tWFvarYXWFandFTouretteFsyndromeTFMolecularb
PsychiatryRF2010RFW[RFZZ_S[V 15.1 53

428 jssociationFofFcommonFcopyFnumberFvariantsFatFtheFglutathioneFSStransferaseFgenesFandFrareFnovelF
genomicFchangesFwithFschizophreniaTFMolecularbPsychiatryRF2010RFW[RFWVXYSYY 15.1 65

427 rnternationalFnetworkFofFcancerFgenomeFprojectsTFNatureRF2010RFZ]ZRFbbYSa 50.4 1613

426 jFgenomeSwideFassociationFstudyFidentifiesFnewFpsoriasisFsusceptibilityFlociFandFanFinteractionF
betweenFqujSlFandFn—jyWTFNaturebGeneticsRF2010RFZXRFba[SbV 36.3 773

425 yositionallyFclonedFgenesFandFageSspecificFeffectsFinFasthmaFandFatopycFanFinternationalF
populationSbasedFcohortFstudyFNnl—qSOTFThoraxRF2010RF][RFWXZSYW 7.3 20

424 peneticFvariantsFandFabnormalFprocessingFofFpreSmi—SWaXRFaFcircadianFclockFmodulatorRFinFmajorF
depressionFpatientsFwithFlateFinsomniaTFHumanbMolecularbGeneticsRF2010RFWbRFZVW_SX[ 5.6 133

423 SeqkusterRFaFbioinformaticFtoolFforFtheFprocessingFandFanalysisFofFsmallF—wjsFdatasetsRFrevealsF
ubiquitousFmi—wjFmodificationsFinFhumanFembryonicFcellsTFNucleicbAcidsbResearchRF2010RFYaRFeYZ 20.1 131

422 jFmyriadFofFmi—wjFvariantsFinFcontrolFandFquntingtonMsFdiseaseFbrainFregionsFdetectedFbyF
massivelyFparallelFsequencingTFNucleicbAcidsbResearchRF2010RFYaRF_XWbSY[ 20.1 228

421 meletionFofFuateFlornifiedFnnvelopeFYkFandFYlFgenesFisFnotFassociatedFwithFatopicFdermatitisTF
JournalbofbInvestigativebDermatologyRF2010RFWYVRFXV[_S]W 4.3 24

420 —eplicationFofFulnYlSulnYkFlwñFasFaFriskFfactorFforFpsoriasisFandFanalysisFofFinteractionFwithFotherF
geneticFriskFfactorsTFJournalbofbInvestigativebDermatologyRF2010RFWYVRFb_bSaZ 4.3 52

419 meletionFofFulnYlFandFulnYkFgenesFatFySx—SZFdoesFnotFcontributeFtoFsusceptibilityFtoFpsoriaticF
arthritisFinFpermanFpatientsTFAnnalsbofbthebRheumaticbDiseasesRF2010RF]bRFa_]Sa 2.4 30

418 jssessmentFofFtheFneuropeptideFSFsystemFinFanxietyFdisordersTFBiologicalbPsychiatryRF2010RF]aRFZ_ZSaY 7.9 70

417
mifferentialFassociationFofFcircadianFgenesFwithFmoodFdisorderscFl—−WFandFwyjSXFareFassociatedF
withFunipolarFmajorFdepressionFandFluxltFandFñryFwithFbipolarFdisorderTF
NeuropsychopharmacologyRF2010RFY[RFWX_bSab

8.7 264

(2010-2011)
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416 —esponseFtoFmethadoneFmaintenanceFtreatmentFisFassociatedFwithFtheFv−xlmFandFp—v]FgenesTF
MolecularbDiagnosisbandbTherapyRF2010RFWZRFW_WSa 4.5 25

415 wucleotideFvariationFinFcentralFnervousFsystemFgenesFamongFmaleFsuicideFattemptersTFAmericanb
JournalbofbMedicalbGeneticsbPartbB:bNeuropsychiatricbGeneticsRF2010RFW[YkRFXVaSWY 3.5 8

414 rndependentFcontributionFofFcommonFloT—FvariantsFtoFchronicFpancreatitisTFPancreasRF2010RFYbRFXVbSW[ 2.6 25

413 lorrelationFofFkmwoFbloodFlevelsFwithFinteroceptiveFawarenessFandFmaturityFfearsFinFanorexiaFandF
bulimiaFnervosaFpatientsTFJournalbofbNeuralbTransmissionRF2010RFWW_RF[V[SWX 4.3 21

412 jssociationFstudyFofFZZFcandidateFgenesFwithFdepressiveFandFanxietyFsymptomsFinFpostSpartumF
womenTFJournalbofbPsychiatricbResearchRF2010RFZZRF_W_SXZ 5.2 57

411 —oleFofFtheFneurotrophinFnetworkFinFeatingFdisordersMFsubphenotypescFbodyFmassFindexFandFageFatF
onsetFofFtheFdiseaseTFJournalbofbPsychiatricbResearchRF2010RFZZRFaYZSZV 5.2 7

410 lomprehensiveFcopyFnumberFvariantFNlwñOFanalysisFofFneuronalFpathwaysFgenesFinFpsychiatricF
disordersFidentifiesFrareFvariantsFwithinFpatientsTFJournalbofbPsychiatricbResearchRF2010RFZZRFb_WSa 5.2 60

409 peneFexpressionFsignaturesFinFbreastFcancerFdistinguishFphenotypeFcharacteristicsRFhistologicF
subtypesRFandFtumorFinvasivenessTFCancerRF2010RFWW]RFZa]Sb] 6.4 40

408 ñariantsFatFjyxnFinfluenceFriskFofFdeepFandFlobarFintracerebralFhemorrhageTFAnnalsbofbNeurologyRF
2010RF]aRFbYZSZY 9.4 191

407 meletionFofFtheFlateFcornifiedFenvelopeFgenesRFulnYlFandFulnYkRFisFassociatedFwithFrheumatoidF
arthritisTFArthritisbandbRheumatismRF2010RF]XRFWXZ]S[W 23

406 xverexpressionFofFmi—SWXaFspecificallyFinhibitsFtheFtruncatedFisoformFofFwT—tYFandFupregulatesF
kluXFinFSqSS−[−FneuroblastomaFcellsTFBMCbMolecularbBiologyRF2010RFWWRFb[ 4.5 67

405 peneticFstructureFofFnuropeanscFaFviewFfromFtheFworthSnastTFPLoSbONERF2009RFZRFe[Z_X 3.7 237

404 jneuploidycFfromFaFphysiologicalFmechanismFofFvarianceFtoFmownFsyndromeTFPhysiologicalbReviewsRF
2009RFabRFaa_SbXV 47.9 86

403 pSTvWFpolymorphismsFmodifyFtheFeffectFofFmaternalFsmokingFduringFpregnancyFonFcognitiveF
functioningFinFpreschoolersTFInternationalbJournalbofbEpidemiologyRF2009RFYaRF]bVS_ 7.8 23

402 yositiveFselectionFandFgeneFconversionFdriveFtheFevolutionFofFaFbrainSexpressedFsno—wjsFclusterTF
MolecularbBiologybandbEvolutionRF2009RFX]RFX[]YS_W 8.3 4

401 TrafficSrelatedFairFpollutionRFoxidativeFstressFgenesRFandFasthmaFNnlq—SOTFEnvironmentalbHealthb
PerspectivesRF2009RFWW_RFWbWbSXZ 8.4 65

400 jssociationFbetweenFleptinFreceptorFNuny—OFandFbrainSderivedFneurotrophicFfactorFNkmwoOFgeneF
variantsFandFobesitycFaFcaseScontrolFstudyTFNutritionalbNeuroscienceRF2009RFWXRFWaYSa 3.6 12

399 sointFeffectFofFobesityFandFTwojFvariabilityFonFasthmacFtwoFinternationalFcohortFstudiesTFEuropeanb
RespiratorybJournalRF2009RFYYRFWVVYSb 13.6 39

XaviervEstivill
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398
jbsenceFofFcytogeneticFeffectsFinFchildrenFandFadultsFwithFattentionSdeficitUhyperactivityFdisorderF
treatedFwithFmethylphenidateTFMutationbResearchbpbFundamentalbandbMolecularbMechanismsbofb
MutagenesisRF2009RF]]]RFZZSb

3.3 12

397 jccountingFforFuncertaintyFwhenFassessingFassociationFbetweenFcopyFnumberFandFdiseasecFaFlatentF
classFmodelTFBMCbBioinformaticsRF2009RFWVRFW_X 3.6 18

396
rdentificationFofFnewFputativeFsusceptibilityFgenesFforFseveralFpsychiatricFdisordersFbyFassociationF
analysisFofFregulatoryFandFnonSsynonymousFSwysFofFYV]FgenesFinvolvedFinFneurotransmissionFandF
neurodevelopmentTFAmericanbJournalbofbMedicalbGeneticsbPartbB:bNeuropsychiatricbGeneticsRF2009RF
W[VkRFaVaSW]

3.5 79

395 jlleleFvariantsFinFfunctionalFvicro—wjFtargetFsitesFofFtheFneurotrophinSYFreceptorFgeneFNwT—tYOFasF
susceptibilityFfactorsFforFanxietyFdisordersTFHumanbMutationRF2009RFYVRFWV]XS_W 4.7 70

394 jFpoolingSbasedFgenomeSwideFanalysisFidentifiesFnewFpotentialFcandidateFgenesFforFatopyFinFtheF
nuropeanFlommunityF—espiratoryFqealthFSurveyFNnl—qSOTFBMCbMedicalbGeneticsRF2009RFWVRFWXa 2.1 41

393 kjlFarrayFlpqFinFpatientsFwithFñelocardiofacialFsyndromeSlikeFfeaturesFrevealsFgenomicF
aberrationsFonFchromosomeFregionFWqXWTWTFBMCbMedicalbGeneticsRF2009RFWVRFWZZ 2.1 27

392
nxplorationFofFWbFserotoninergicFcandidateFgenesFinFadultsFandFchildrenFwithF
attentionSdeficitUhyperactivityFdisorderFidentifiesFassociationFforF[qTXjRFmmlFandFvjxkTFMolecularb
PsychiatryRF2009RFWZRF_WSa[

15.1 125

391 meletionFofFtheFlateFcornifiedFenvelopeFulnYkFandFulnYlFgenesFasFaFsusceptibilityFfactorFforF
psoriasisTFNaturebGeneticsRF2009RFZWRFXWWS[ 36.3 405

390 jreFv−xWlFandFv−xWoFassociatedFwithFhearingFlosshTFBiochimicabEtbBiophysicabActabpbMolecularb
BasisbofbDiseaseRF2009RFW_bXRFX_SYX 6.9 24

389 jFbrainSderivedFneurotrophicFfactorFhaplotypeFisFassociatedFwithFtherapeuticFresponseFinF
obsessiveScompulsiveFdisorderTFBiologicalbPsychiatryRF2009RF]]RF]_ZSaV 7.9 33

388 laseScontrolFstudyFofFsixFgenesFasymmetricallyFexpressedFinFtheFtwoFcerebralFhemispherescF
associationFofFkjrjyXFwithFattentionSdeficitUhyperactivityFdisorderTFBiologicalbPsychiatryRF2009RF]]RFbX]SYZ7.9 49

387 SuicideFattemptsFinFbulimiaFnervosacFpersonalityFandFpsychopathologicalFcorrelatesTFEuropeanb
PsychiatryRF2009RFXZRFbWS_ 6 46

386 ounctionalFvariantsFofFtheFserotoninFreceptorFtypeFYjFandFkFgeneFareFassociatedFwithFeatingF
disordersTFPharmacogeneticsbandbGenomicsRF2009RFWbRF_bVSb 1.9 32

385 éniparentalFdisomiesRFhomozygousFdeletionsRFamplificationsRFandFtargetFgenesFinFmantleFcellF
lymphomaFrevealedFbyFintegrativeFhighSresolutionFwholeSgenomeFprofilingTFBloodRF2009RFWWYRFYV[bS]b 2.2 147

384 xriginFofFprimateForphanFgenescFaFcomparativeFgenomicsFapproachTFMolecularbBiologybandbEvolution
RF2009RFX]RF]VYSWX 8.3 169

383 rdentificationFofFcopyFnumberFvariantsFdefiningFgenomicFdifferencesFamongFmajorFhumanFgroupsTF
PLoSbONERF2009RFZRFe_XYV 3.7 28

382 wucleotideRFcytogeneticFandFexpressionFimpactFofFtheFhumanFchromosomeFapXYTWFinversionF
polymorphismTFPLoSbONERF2009RFZRFeaX]b 3.7 15

381 yrobeSspecificFmixedSmodelFapproachFtoFdetectFcopyFnumberFdifferencesFusingFmultiplexF
ligationSdependentFprobeFamplificationFNvuyjOTFBMCbBioinformaticsRF2008RFbRFX]W 3.6 11

(2008-2009)

11



380 peneticFandFgenomicFanalysisFmodelingFofFgermlineFcSv−lFoverexpressionFandFcancerF
susceptibilityTFBMCbGenomicsRF2008RFbRFWX 4.5 22

379 yroSeetcFaFwebFserverFforFvuyjFprobeFdesignTFBMCbGenomicsRF2008RFbRF[_Y 4.5 5

378
lontributionFofFtheFserotoninergicFsystemFtoFanxiousFandFdepressiveFtraitsFthatFmayFbeFpartiallyF
responsibleFforFtheFphenotypicalFvariabilityFofFbulimiaFnervosaTFJournalbofbPsychiatricbResearchRF2008
RFZXRF[VS_

5.2 32

377 oailureFtoFdetectFtheFXXqWWTXFduplicationFsyndromeFrearrangementFamongFpatientsFwithF
schizophreniaTFBehavioralbandbBrainbFunctionsRF2008RFZRFWV 4.1 17

376 nxtensiveFgenotypingFofFtheFkmwoFandFwT—tXFgenesFdefineFprotectiveFhaplotypesFagainstF
obsessiveScompulsiveFdisorderTFBiologicalbPsychiatryRF2008RF]YRF]WbSXa 7.9 63

375 jssociationFstudyFofFWVFgenesFencodingFneurotrophicFfactorsFandFtheirFreceptorsFinFadultFandFchildF
attentionSdeficitUhyperactivityFdisorderTFBiologicalbPsychiatryRF2008RF]YRFbY[SZ[ 7.9 86

374 —ecurrentFrearrangementsFofFchromosomeFWqXWTWFandFvariableFpediatricFphenotypesTFNewbEnglandb
JournalbofbMedicineRF2008RFY[bRFW]a[Sbb 59.2 587

373 nfficientFandFspecificFtransductionFofFcochlearFsupportingFcellsFbyFadenoSassociatedFvirusFserotypeF
[TFNeurosciencebLettersRF2008RFZZXRFWYZSb 3.3 26

372 jnalysisFofFtheFmultiScopyFgeneFfamilyFojvbVjFasFaFcopyFnumberFvariantFinFdifferentFethnicF
backgroundsTFGeneRF2008RFZXVRFWWYS_ 3.8 3

371 SuicideFattemptsFinFbulimiaFnervosacFyersonalityRFysychopathologicalFandFpeneticFcorrelatesTF
EuropeanbPsychiatryRF2008RFXYRFSWaW 6 2

370 TheFemergingFroleFofFstructuralFvariationsFinFcommonFdisorderscFinitialFfindingsFandFdiscoveryF
challengesTFCytogeneticbandbGenomebResearchRF2008RFWXYRFWVaSW_ 1.9 5

369 jssociationFofFwT—tYFandFitsFinteractionFwithFwpoFsuggestFanFalteredFcrossSregulationFofFtheF
neurotrophinFsignalingFpathwayFinFeatingFdisordersTFHumanbMolecularbGeneticsRF2008RFW_RFWXYZSZZ 5.6 42

368 TwojFSYVapgjFinFtwoFinternationalFpopulationSbasedFcohortsFandFriskFofFasthmaTFEuropeanb
RespiratorybJournalRF2008RFYXRFY[VS]W 13.6 27

367 jFbrainSderivedFneurotrophicFfactorFNkmwoOFhaplotypeFisFassociatedFwithFantidepressantFtreatmentF
outcomeFinFmoodFdisordersTFPharmacogenomicsbJournalRF2008RFaRFWVWSWX 3.5 68

366 qypothalamusFtranscriptomeFprofileFsuggestsFanFanorexiaScachexiaFsyndromeFinFtheFanxUanxF
mouseFmodelTFPhysiologicalbGenomicsRF2008RFY[RFYZWS[V 3.6 19

365 rnfluenceFofFglutathioneFSStransferaseFpolymorphismsFonFcognitiveFfunctioningFeffectsFinducedFbyF
pRpMSmmTFamongFpreschoolersTFEnvironmentalbHealthbPerspectivesRF2008RFWW]RFW[aWS[ 8.4 28

364 mevelopmentalFanalysisFofFuingoSWUuernWFproteinFexpressionFinFtheFmouseFbraincFinteractionFofFitsF
intracellularFdomainFwithFvytWlTFDevelopmentalbNeurobiologyRF2008RF]aRF[XWSZW 3.2 44

363 jnFintegratedFgeneticFandFfunctionalFanalysisFofFtheFroleFofFtypeFrrFtransmembraneFserineFproteasesF
NTvy—SSsOFinFhearingFlossTFHumanbMutationRF2008RFXbRFWYVSZW 4.7 55
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362 metectionFofFunrecognizedFlowSlevelFmtmwjFheteroplasmyFmayFexplainFtheFvariableFphenotypicF
expressivityFofFapparentlyFhomoplasmicFmtmwjFmutationsTFHumanbMutationRF2008RFXbRFXZaS[_ 4.7 42

361 vaximizingFassociationFstatisticsFoverFgeneticFmodelsTFGeneticbEpidemiologyRF2008RFYXRFXZ]S[Z 2.6 93

360 m−—tWjSdosageFimbalanceFperturbsFw—SoU—nSTFlevelsRFderegulatingFpluripotencyFandFembryonicF
stemFcellFfateFinFmownFsyndromeTFAmericanbJournalbofbHumanbGeneticsRF2008RFaYRFYaaSZVV 11 123

359 TargetingFmyrkWjFwithFjjñsh—wjFattenuatesFmotorFalterationsFinFTgmyrkWjRFaFmouseFmodelFofF
mownFsyndromeTFAmericanbJournalbofbHumanbGeneticsRF2008RFaYRFZ_bSaa 11 48

358 kmwoFvariabilityFinFopioidFaddictsFandFresponseFtoFmethadoneFtreatmentcFpreliminaryFfindingsTF
GenesobBrainbandbBehaviorRF2008RF_RF[W[SXX 3.6 43

357 peneticFsusceptibilityFtoFobsessiveScompulsiveFhoardingcFtheFcontributionFofFneurotrophicFtyrosineF
kinaseFreceptorFtypeFYFgeneTFGenesobBrainbandbBehaviorRF2008RF_RF__aSa[ 3.6 38

356 jgeFandForiginFofFmajorFSmithSuemliSxpitzFsyndromeFNSuxSOFmutationsFinFnuropeanFpopulationsTF
JournalbofbMedicalbGeneticsRF2008RFZ[RFXVVSb 5.8 43

355 lharacterizationFandFevolutionFofFtheFnovelFgeneFfamilyFojvbVjFinFprimatesForiginatedFbyFmultipleF
duplicationFandFrearrangementFeventsTFHumanbMolecularbGeneticsRF2007RFW]RFX[_XSaX 5.6 21

354
krainSderivedFneurotrophicFfactorFñal]]vetFandFpsychiatricFdisorderscFmetaSanalysisFofF
caseScontrolFstudiesFconfirmFassociationFtoFsubstanceSrelatedFdisordersRFeatingFdisordersRFandF
schizophreniaTFBiologicalbPsychiatryRF2007RF]WRFbWWSXX

7.9 338

353
lontiguousFdeletionFofFtheFwmyRFvjxjRFvjxkRFandFnoqlXFgenesFinFaFpatientFwithFworrieFdiseaseRF
severeFpsychomotorFretardationFandFmyoclonicFepilepsyTFAmericanbJournalbofbMedicalbGeneticsobPartb
ARF2007RFWZYjRFbW]SXV

2.5 22

352
volecularFcharacterizationFofFaFtNbdWXONpXWdqWYOFbalancedFchromosomeFtranslocationFinF
combinationFwithFintegrativeFgenomicsFanalysisFidentifiesFlborfWZFasFaFcandidateF
tumorSsuppressorTFGenesbChromosomesbandbCancerRF2007RFZ]RFW[[S]X

5 10

351 v—ySWalyXFallelesFandFmnojYFabsenceFasFputativeFchromosomeFapXYTWFmodifiersFofFhearingFlossF
dueFtoFmtmwjFmutationFjW[[[pFinFtheFWXSFr—wjFgeneTFBMCbMedicalbGeneticsRF2007RFaRFaW 2.1 8

350 lopyFnumberFvariantsFandFgeneticFtraitscFcloserFtoFtheFresolutionFofFphenotypicFtoFgenotypicF
variabilityTFNaturebReviewsbGeneticsRF2007RFaRF]YbSZ] 30.1 335

349 rdentificationFandFanalysisFofFfunctionalFelementsFinFWKFofFtheFhumanFgenomeFbyFtheFnwlxmnFpilotF
projectTFNatureRF2007RFZZ_RF_bbSaW] 50.4 4121

348 lysticFfibrosisFinFaFsouthernFkrazilianFpopulationcFcharacteristicsFofFbVKFofFtheFallelesTFClinicalb
GeneticsRF2007RF_XRFXWaSXY 4 10

347 SpectrumFofFmutationsFinFtheFloT—FgeneFinFcysticFfibrosisFpatientsFofFSpanishFancestryTFAnnalsbofb
HumanbGeneticsRF2007RF_WRFWbZSXVW 2.2 47

346 jlteredFbrainSderivedFneurotrophicFfactorFbloodFlevelsFandFgeneFvariabilityFareFassociatedFwithF
anorexiaFandFbulimiaTFGenesobBrainbandbBehaviorRF2007RF]RF_V]SW] 3.6 67

345 landidateFgenesFforFpanicFdisordercFinsightFfromFhumanFandFmouseFgeneticFstudiesTFGenesobBrainb
andbBehaviorRF2007RF]FSupplFWRFXSXY 3.6 22

(2007-2008)
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344 rnterSpopulationFvariabilityFofFmnojYFgeneFabsencecFcorrelationFwithFhaplotypeFstructureFandF
populationFvariabilityTFBMCbGenomicsRF2007RFaRFWZ 4.5 20

343 XSchromosomeFtilingFpathFarrayFdetectionFofFcopyFnumberFvariantsFinFpatientsFwithFchromosomeF
XSlinkedFmentalFretardationTFBMCbGenomicsRF2007RFaRFZZY 4.5 46

342 mifferentialFresponsesFtoFanxiogenicFdrugsFinFaFmouseFmodelFofFpanicFdisorderFasFrevealedFbyFoosF
immunocytochemistryFinFspecificFareasFofFtheFfearFcircuitryTFAminobAcidsRF2007RFYYRF]__Saa 3.5 12

341 SwyassoccFanF—FpackageFtoFperformFwholeFgenomeFassociationFstudiesTFBioinformaticsRF2007RFXYRF]ZZS[ 7.2 513

340 lopyFnumberFvariantsFandFcommonFdisorderscFfillingFtheFgapsFandFexploringFcomplexityFinF
genomeSwideFassociationFstudiesTFPLoSbGeneticsRF2007RFYRFW_a_Sbb 6 157

339 —ljwWFNmSl—WOFincreasesFneuronalFsusceptibilityFtoFoxidativeFstresscFaFpotentialFpathogenicF
processFinFneurodegenerationTFHumanbMolecularbGeneticsRF2007RFW]RFWVYbS[V 5.6 76

338 kloodFlevelsFofFbrainSderivedFneurotrophicFfactorFcorrelateFwithFseveralFpsychopathologicalF
symptomsFinFanorexiaFnervosaFpatientsTFNeuropsychobiologyRF2007RF[]RFWa[SbV 4 25

337 —enamingFtheFmSl—WUjdapt_aFgeneFfamilyFasF—ljwcFregulatorsFofFcalcineurinTFFASEBbJournalRF2007RF
XWRFYVXYSa 0.9 138

336
TransgenicFmiceFoverexpressingFtheFfullSlengthFneurotrophinFreceptorFTrklFexhibitFincreasedF
catecholaminergicFneuronFdensityFinFspecificFbrainFareasFandFincreasedFanxietySlikeFbehaviorFandF
panicFreactionTFNeurobiologybofbDiseaseRF2006RFXZRFZVYSWa

7.5 40

335 jFrecessiveFvendelianFmodelFtoFpredictFcarrierFprobabilitiesFofFmowkWFforFnonsyndromicFdeafnessTF
HumanbMutationRF2006RFX_RFWWY[SZX 4.7 4

334
vutationFinFT—véFrelatedFtoFtransferF—wjFmodificationFmodulatesFtheFphenotypicFexpressionFofF
theFdeafnessSassociatedFmitochondrialFWXSFribosomalF—wjFmutationsTFAmericanbJournalbofbHumanb
GeneticsRF2006RF_bRFXbWSYVX

11 190

333
vitochondrialFWXSFr—wjFgeneFmutationsFaffectF—wjFsecondaryFstructureFandFleadFtoFvariableF
penetranceFinFhearingFimpairmentTFBiochemicalbandbBiophysicalbResearchbCommunicationsRF2006RF
YZWRFb[VS_

3.4 54

332
qumanFT—véFencodingFtheFmitochondrialF[SmethylaminomethylSXSthiouridylateSmethyltransferaseF
isFaFputativeFnuclearFmodifierFgeneFforFtheFphenotypicFexpressionFofFtheFdeafnessSassociatedFWXSF
r—wjFmutationsTFBiochemicalbandbBiophysicalbResearchbCommunicationsRF2006RFYZXRFWWYVS]

3.4 28

331
lochlearFalterationsFinFdeafFandFunaffectedFsubjectsFcarryingFtheFdeafnessSassociatedFjW[[[pF
mutationFinFtheFmitochondrialFWXSFr—wjFgeneTFBiochemicalbandbBiophysicalbResearchb
CommunicationsRF2006RFYZZRF[WWS]

3.4 32

330
—eplyFtoFcorrespondenceFbyFjbreuSSilvaFetFalTFregardingFkallanaFetFalTcFvutationFTWXbWlFinFtheF
mitochondrialFWXSFr—wjFgeneFinvolvedFinFdeafnessFinFaFlubanFfamilyFbelongsFtoFtheF
macrohaplogroupFuWFofFjfricanForiginTFBiochemicalbandbBiophysicalbResearchbCommunicationsRF2006RF
YZ]RF]WbSXV

3.4 1

329 looperationFtoFamplifyFgeneSdosageSimbalanceFeffectsTFTrendsbinbMolecularbMedicineRF2006RFWXRFZ[WSZ 11.5 13

328 jFnovelFpXW—FmutationFofFtheFpskXFgeneFcausesFautosomalFdominantFnonSsyndromicFcongenitalF
deafnessFinFaFlubanFfamilyTFGeneticsbandbMolecularbBiologyRF2006RFXbRFZZYSZZ[ 2 4

327 laseScontrolFandFcombinedFfamilyFtriosFanalysisFofFthreeFpolymorphismsFinFtheFghrelinFgeneFinF
nuropeanFpatientsFwithFanorexiaFandFbulimiaFnervosaTFPsychiatricbGeneticsRF2006RFW]RF[WSX 2.9 37

XaviervEstivill

14



326 penomeFassemblyFcomparisonFidentifiesFstructuralFvariantsFinFtheFhumanFgenomeTFNaturebGeneticsRF
2006RFYaRFWZWYSa 36.3 133

325 plobalFvariationFinFcopyFnumberFinFtheFhumanFgenomeTFNatureRF2006RFZZZRFZZZS[Z 50.4 3306

324 rdentificationFofFlargeSscaleFhumanSspecificFcopyFnumberFdifferencesFbyFinterSspeciesFarrayF
comparativeFgenomicFhybridizationTFHumanbGeneticsRF2006RFWWbRFWa[Sba 6.3 34

323 lomplexFpatternsFofFcopyFnumberFvariationFatFsitesFofFsegmentalFduplicationscFanFimportantF
categoryFofFstructuralFvariationFinFtheFhumanFgenomeTFHumanbGeneticsRF2006RFWXVRFX_VSaZ 6.3 62

322 nspinFgeneFNnSywOFmutationsFassociatedFwithFautosomalFdominantFhearingFlossFcauseFdefectsFinF
microvillarFelongationForForganisationTFJournalbofbMedicalbGeneticsRF2006RFZYRFW[_S]W 5.8 50

321 vurineFsegmentalFduplicationsFareFhotFspotsFforFchromosomeFandFgeneFevolutionTFGenomicsRF2005RF
a]RF]bXS_VV 4.3 25

320
jssociationFofFkmwoFwithFrestrictingFanorexiaFnervosaFandFminimumFbodyFmassFindexcFaF
familySbasedFassociationFstudyFofFeightFnuropeanFpopulationsTFEuropeanbJournalbofbHumanbGeneticsRF
2005RFWYRFZXaSYZ

5.3 115

319 lontributionFofFwT—tXFtoFtheFgeneticFsusceptibilityFtoFanorexiaFnervosaRFharmFavoidanceFandF
minimumFbodyFmassFindexTFMolecularbPsychiatryRF2005RFWVRFa[WS]V 15.1 47

318 mifferentFmechanismsFprecludeFmutantFlumwWZFproteinsFfromFformingFtightFjunctionsFinFvitroTF
HumanbMutationRF2005RFX[RF[ZYSb 4.7 40

317 penomeFñariationFrnfluencingFpeneFlopyFwumberFandFmiseaseTFDrugsbandbthebPharmaceuticalb
SciencesRF2005RF]WWS]Y_

316 jssociationFofFkmwoFwithFanorexiaRFbulimiaFandFageFofFonsetFofFweightFlossFinFsixFnuropeanF
populationsTFHumanbMolecularbGeneticsRF2004RFWYRFWXV[SWX 5.6 168

315 kronchiectasisFinFadultFpatientscFanFexpressionFofFheterozygosityFforFloT—FgeneFmutationshTFClinicalb
GeneticsRF2004RF][RFZbVS[ 4 67

314 SmallFmarkerFchromosomesFinFtwoFpatientsFwithFsegmentalFaneusomyFforFproximalFW_pTFHumanb
GeneticsRF2004RFWW[RFWS_ 6.3 23

313 lombinedFfamilyFtrioFandFcaseScontrolFanalysisFofFtheFlxvTFñalW[avetFpolymorphismFinFnuropeanF
patientsFwithFanorexiaFnervosaTFAmericanbJournalbofbMedicalbGeneticsbPartbARF2004RFWXZkRF]aS_X 37

312 lharacterizationFofFtheFsegmentalFduplicationFul—_SXVFinFtheFhumanFgenomeTFGenomicsRF2004RFaYRFX]XSb4.3 6

311 qumanFmitochondrialFtranscriptionFfactorFkWFasFaFmodifierFgeneFforFhearingFlossFassociatedFwithF
theFmitochondrialFjW[[[pFmutationTFMolecularbGeneticsbandbMetabolismRF2004RFaXRFX_SYX 3.7 69

310
yhenotypeFofFnonSsyndromicFdeafnessFassociatedFwithFtheFmitochondrialFjW[[[pFmutationFisF
modulatedFbyFmitochondrialF—wjFmodifyingFenzymesFvTxWFandFpTykyYTFMolecularbGeneticsbandb
MetabolismRF2004RFaYRFWbbSXV]

3.7 54

309 xnFdendritesFinFmownFsyndromeFandFmSFmurineFmodelscFaFspinyFwayFtoFlearnTFProgressbinb
NeurobiologyRF2004RF_ZRFWWWSX] 10.9 104
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308 votorFphenotypicFalterationsFinFTgmyrkWaFtransgenicFmiceFimplicateFm−—tWjFinFmownFsyndromeF
motorFdysfunctionTFNeurobiologybofbDiseaseRF2004RFW[RFWYXSZX 7.5 62

307
ñariationFinFaFrepeatFsequenceFdeterminesFwhetherFaFcommonFvariantFofFtheFcysticFfibrosisF
transmembraneFconductanceFregulatorFgeneFisFpathogenicForFbenignTFAmericanbJournalbofbHumanb
GeneticsRF2004RF_ZRFW_]Sb

11 199

306
wonmuscleFmyosinFheavySchainFgeneFv−qWZFisFexpressedFinFcochleaFandFmutatedFinFpatientsF
affectedFbyFautosomalFdominantFhearingFimpairmentFNmowjZOTFAmericanbJournalbofbHumanbGeneticsRF
2004RF_ZRF__VS]

11 117

305 mifferentFloT—FmutationalFspectrumFinFalcoholicFandFidiopathicFchronicFpancreatitishTFPancreasRF
2004RFXaRFY_ZSb 2.6 26

304 qaploinsufficiencyFofFmyrkWjFinFmiceFleadsFtoFspecificFalterationsFinFtheFdevelopmentFandF
regulationFofFmotorFactivityTFBehavioralbNeuroscienceRF2004RFWWaRFaW[SXW 2.1 55

303 penomicFinversionsFofFhumanFchromosomeFW[qWWSqWYFinFmothersFofFjngelmanFsyndromeFpatientsF
withFclassFrrFNkyXUYOFdeletionsTFHumanbMolecularbGeneticsRF2003RFWXRFaZbS[a 5.6 101

302 rdentificationFandFcharacterizationFofFaFnovelFspliceSsiteFmutationFinFaFpatientFwithFóiskottSjldrichF
syndromeTFJournalbofbHumanbGeneticsRF2003RFZaRF[bVSY 4.3 4

301 myrkWjFexpressionFpatternFsupportsFspecificFrolesFofFthisFkinaseFinFtheFadultFcentralFnervousF
systemTFBrainbResearchRF2003RFb]ZRFX[VS]Y 3.7 92

300 TheFmolecularFbasisFofFglutamateFformiminotransferaseFdeficiencyTFHumanbMutationRF2003RFXXRF]_S_Y 4.7 51

299 SuitabilityFofFoligonucleotideSmediatedFcysticFfibrosisFgeneFrepairFinFairwayFepithelialFcellsTFJournalb
ofbGenebMedicineRF2003RF[RF]X[SYb 3.5 4

298 qumanFnuclearFtranscriptionFfactorFgeneFl—nvcFgenomicForganizationRFmutationFscreeningRFandF
associationFanalysisFinFpanicFdisorderF2003RFWW_kRF_VSa 21

297 vet]]FinFtheFbrainSderivedFneurotrophicFfactorFNkmwoOFprecursorFisFassociatedFwithFanorexiaF
nervosaFrestrictiveFtypeTFMolecularbPsychiatryRF2003RFaRF_Z[S[W 15.1 158

296 u——w]jUun—wWFNleucineSrichFrepeatFneuronalFproteinFWORFaFnovelFgeneFwithFenrichedFexpressionFinF
limbicFsystemFandFneocortexTFEuropeanbJournalbofbNeuroscienceRF2003RFWaRFYW]_SaX 3.5 73

295 yrevalenceFandFevolutionaryForiginsFofFtheFdelNpsk]SmWYSWaYVOFmutationFinFtheFmowkWFlocusFinF
hearingSimpairedFsubjectscFaFmulticenterFstudyTFAmericanbJournalbofbHumanbGeneticsRF2003RF_YRFWZ[XSa 11 236

294 óiskottSjldrichFsyndromeFinFaFfemaleFwithFskewedFXSchromosomeFinactivationTFBloodbCellsob
MoleculesobandbDiseasesRF2003RFYWRFYYXS_ 2.1 23

293
nnrichmentFofFsegmentalFduplicationsFinFregionsFofFbreaksFofFsyntenyFbetweenFtheFhumanFandF
mouseFgenomesFsuggestFtheirFinvolvementFinFevolutionaryFrearrangementsTFHumanbMolecularb
GeneticsRF2003RFWXRFXXVWSa

5.6 105

292 qumanFchromosomeF_cFmwjFsequenceFandFbiologyTFScienceRF2003RFYVVRF_]_S_X 33.3 159

291 penomeSwideFdetectionFofFsegmentalFduplicationsFandFpotentialFassemblyFerrorsFinFtheFhumanF
genomeFsequenceTFGenomebBiologyRF2003RFZRF—X[ 18.3 164
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290 m−—tWjFaccumulatesFinFsplicingFspecklesFthroughFaFnovelFtargetingFsignalFandFinducesFspeckleF
disassemblyTFJournalbofbCellbScienceRF2003RFWW]RFYVbbSWV_ 5.3 111

289 jlterationsFofFneocorticalFpyramidalFcellFphenotypeFinFtheFTs][mnFmouseFmodelFofFmownF
syndromecFeffectsFofFenvironmentalFenrichmentTFCerebralbCortexRF2003RFWYRF_[aS]Z 5.1 112

288 yhosphorylationFofFcalcipressinFWFincreasesFitsFabilityFtoFinhibitFcalcineurinFandFdecreasesF
calcipressinFhalfSlifeTFBiochemicalbJournalRF2003RFY_ZRF[]_S_[ 3.8 75

287 —ecurrentFmutationsFinFtheFwoWFgeneFareFcommonFamongFneurofibromatosisFtypeFWFpatientsTF
JournalbofbMedicalbGeneticsRF2003RFZVRFeaX 5.8 124

286 weurobehavioralFdevelopmentFofFtwoFmouseFlinesFcommonlyFusedFinFtransgenicFstudiesTF
PharmacologybBiochemistrybandbBehaviorRF2002RF_YRFWbSX[ 3.9 38

285 nxpressionFprofilesFofFtheFconnexinFgenesRFpjbWFandFpjbYRFinFtheFdevelopingFmouseFcochleaTFGeneb
ExpressionbPatternsRF2002RFXRFWWYS_ 1.5 13

284
rntratumoralFactivationFofFcyclophosphamideFbyFretroviralFtransferFofFtheFcytochromeFyZ[VFXkWFinFaF
pancreaticFtumorFmodelTFlombinationFwithFtheFqSñtkUplñFsystemTFJournalbofbGenebMedicineRF2002RF
ZRFWZWSb

3.5 18

283 wonSviralFvectorSmediatedFuptakeRFdistributionRFandFstabilityFofFchimeraplastsFinFhumanFairwayF
epithelialFcellsTFJournalbofbGenebMedicineRF2002RFZRFYVaSXX 3.5 11

282 jFcommonFframeshiftFmutationFandFotherFvariantsFinFpskZFNconnexinFYVTYOcFjnalysisFofFhearingF
impairmentFfamiliesTFHumanbMutationRF2002RFWbRFZ[a 4.7 16

281 vutationsFinFtheFTvy—SSYFgeneFareFaFrareFcauseFofFchildhoodFnonsyndromicFdeafnessFinFlaucasianF
patientsTFJournalbofbMolecularbMedicineRF2002RFaVRFWXZSYW 5.5 50

280 lloningFofFSZmSS—l—kRFaFnewFsolubleFmemberFofFtheFgroupFkFscavengerFreceptorFcysteineSrichF
familyFNS—l—SSoOFmappingFtoFhumanFchromosomeF_qWWTXYTFImmunogeneticsRF2002RF[ZRF]XWSYZ 3.2 10

279 qumanFconnexinX]FNpskXOFdeafnessFmutationsFaffectFtheFfunctionFofFgapFjunctionFchannelsFatF
differentFlevelsFofFproteinFexpressionTFHumanbGeneticsRF2002RFWWWRFWbVS_ 6.3 73

278 [MFéT—SregionFSwyFinFtheFwT—tYFgeneFisFassociatedFwithFpanicFdisorderTFMolecularbPsychiatryRF2002RF
_RFbXaSYV 15.1 21

277 zuantitativeFassessmentFofFchimeraplastFstabilityFinFbiologicalFfluidsFbyFpolyacrylamideFgelF
electrophoresisFandFlaserSassistedFfluorescenceFanalysisTFPharmaceuticalbResearchRF2002RFWbRFbWZSa 4.5 1

276 lodingFhaplotypeFanalysisFsupportsFql—FasFtheFputativeFsusceptibilityFgeneFforFpsoriasisFatFtheF
vqlFySx—SWFlocusTFHumanbMolecularbGeneticsRF2002RFWWRF[abSb_ 5.6 106

275 qumanFchromosomeFW[qWWSqWZFregionsFofFrearrangementsFcontainFclustersFofFul—W[FdupliconsTF
EuropeanbJournalbofbHumanbGeneticsRF2002RFWVRFX]SY[ 5.3 79

274 myrkWjFhaploinsufficiencyFaffectsFviabilityFandFcausesFdevelopmentalFdelayFandFabnormalFbrainF
morphologyFinFmiceTFMolecularbandbCellularbBiologyRF2002RFXXRF]]Y]SZ_ 4.8 251

273
lhromosomalFregionsFcontainingFhighSdensityFandFambiguouslyFmappedFputativeFsingleFnucleotideF
polymorphismsFNSwysOFcorrelateFwithFsegmentalFduplicationsFinFtheFhumanFgenomeTFHumanb
MolecularbGeneticsRF2002RFWWRFWba_Sb[

5.6 71

(2002-2003)
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272 nxpressionFprofilesFofFtheFconnexinFgenesRFpjbWFandFpjbYRFinFtheFdevelopingFmouseFcochleaTF
MechanismsbofbDevelopmentRF2002RFWWbFSupplFWRFSWWWS[ 1.7 14

271 lonnexinFmutationsFinFhearingFlossRFdermatologicalFandFneurologicalFdisordersTFTrendsbinbMolecularb
MedicineRF2002RFaRFXV[SWX 11.5 69

270 uargeFdeFnovoFdeletionFinFchromosomeFWXFaffectingFtheFyjqRFrpoWRFjSluWRFandFT—jWFgenesTFJournalb
ofbMolecularbMedicineRF2001RF_aRF_XWSZ 5.5 5

269
penomicForganizationRFchromosomalFlocalizationRFalternativeFsplicingRFandFisoformsFofFtheFhumanF
synaptosomeSassociatedFproteinSXYFgeneFimplicatedFinFvesicleSmembraneFfusionFprocessesTFHumanb
GeneticsRF2001RFWVaRFXWWS[

6.3 3

268 uinkageFanalysisFinFSpanishFfamiliesFwithFnonspecificFXSlinkedFmentalFretardationcFSignificantF
linkageFatFXqWYSqXWTFAmericanbJournalbofbMedicalbGeneticsbPartbARF2001RFbaRFYZYS_ 0

267
—etrovirusSmediatedFtransferFofFtheFherpesFsimplexFvirusFthymidineFkinaseFandFconnexinX]FgenesFinF
pancreaticFcellsFresultsFinFvariableFefficiencyFonFtheFbystanderFkillingcFimplicationsFforFgeneFtherapyTF
InternationalbJournalbofbCancerRF2001RFbZRFaWSa

7.5 31

266 rdentificationFofFójSyFmutationsFinFWZFSpanishFfamiliesFwithFóiskottSjldrichFsyndromeTFAmericanb
JournalbofbMedicalbGeneticsbPartbARF2001RFWVVRFWW]SXW 18

265 SomaticFwoWFmutationalFspectrumFinFbenignFneurofibromascFm—wjFspliceFdefectsFareFcommonF
amongFpointFmutationsTFHumanbGeneticsRF2001RFWVaRFZW]SXb 6.3 63

264 vitoticFrecombinationFeffectsFhomozygosityFforFwoWFgermlineFmutationsFinFneurofibromasTFNatureb
GeneticsRF2001RFXaRFXbZS] 36.3 64

263 jTkNVOUSulWj[FgeneTFoineFlocalisationFandFexclusionFofFassociationFwithFtheFintestinalFphenotypeFofF
cysticFfibrosisTFEuropeanbJournalbofbHumanbGeneticsRF2001RFbRFa]VS] 5.3 7

262 yTxñWRFaFnovelFproteinFoverexpressedFinFprostateFcancerFcontainingFaFnewFclassFofFproteinF
homologyFblocksTFOncogeneRF2001RFXVRFWZ[[S]Z 9.2 54

261
rdentificationFandFcharacterizationFofFékXmWRFaFnovelFékXFdomainScontainingFgeneFonFhumanF
chromosomeFWbpWYRFandFitsFmouseForthologTFBiochimicabEtbBiophysicabActabGenebRegulatoryb
MechanismsRF2001RFW[W_RFXbaSYVW

12

260 lharacterizationFofFhumanFoSmWRFaFnovelFbrainFspecificFgeneFonFchromosomeFWbFwithFparalogyFtoF
bqYWTFBiochimicabEtbBiophysicabActabGenebRegulatorybMechanismsRF2001RFW[WaRFXVVSY 6

259 TheFhumanFintersectinFgenesFandFtheirFsplicedFvariantsFareFdifferentiallyFexpressedTFBiochimicabEtb
BiophysicabActabGenebRegulatorybMechanismsRF2001RFW[XWRFWSWW 51

258 ounctionalFanalysisFofFmutationsFinFSul_jbRFandFgenotypeSphenotypeFcorrelationFinFnonSTypeFrF
cystinuriaTFHumanbMolecularbGeneticsRF2001RFWVRFYV[SW] 5.6 115

257 jdenosineFtriphosphateSbindingFcassetteFsuperfamilyFtransporterFgeneFexpressionFinFsevereFmaleF
infertilityTFBiologybofbReproductionRF2001RF][RFYbZSZVV 3.9 20

256 lysticFfibrosisFtransmembraneFregulatorFNloT—OFmeltao[VaFmutationFandF[TFalleleFinFpatientsFwithF
chronicFpancreatitisFandFexocrineFpancreaticFcancerTFyjwt—jSFrrFStudyFproupTFGutRF2001RFZaRF_VSZ 19.2 86

255 vodifierFlocusFforFmitochondrialFmwjFdiseasecFlinkageFandFlinkageFdisequilibriumFmappingFofFaF
nuclearFmodifierFgeneFforFmaternallyFinheritedFdeafnessTFGeneticsbinbMedicineRF2001RFYRFW__SaV 8.1 47
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254 rdentificationFofFlW[orf[RFaFheartSenrichedFtranscriptFonFchromosomeFW[qXYSqXZTFDNAbSequenceRF
2001RFWXRF]_Sb 1

253
weurodevelopmentalFdelayRFmotorFabnormalitiesFandFcognitiveFdeficitsFinFtransgenicFmiceF
overexpressingFmyrkWjFNminibrainORFaFmurineFmodelFofFmownMsFsyndromeTFHumanbMolecularbGenetics
RF2001RFWVRFWbW[SXY

5.6 299

252 yresenceFofFaFmajorFóoSWFmutationFinFSpanishFóolframFsyndromeFpedigreesTFMolecularbGeneticsb
andbMetabolismRF2001RF_XRF_XSaW 3.7 57

251 mscrWRFaFnovelFendogenousFinhibitorFofFcalcineurinFsignalingRFisFexpressedFinFtheFprimitiveFventricleF
ofFtheFheartFandFduringFneurogenesisTFMechanismsbofbDevelopmentRF2001RFWVWRFXabSbX 1.7 52

250
v−x]RFtheFhumanFhomologueFofFtheFgeneFresponsibleFforFdeafnessFinFSnellMsFwaltzerFmiceRFisF
mutatedFinFautosomalFdominantFnonsyndromicFhearingFlossTFAmericanbJournalbofbHumanbGeneticsRF
2001RF]bRF]Y[SZV

11 186

249 rdentificationFandFcharacterizationFofFkTkmWRFaFnovelFkTkFdomainFcontainingFgeneFonFhumanF
chromosomeFW[qXZTFGeneRF2001RFX]XRFX_[SaW 3.8 13

248 yjlSrwFYFisFaFnovelFSqYFdomainFcytoplasmicFadapterFproteinFofFtheFpacsinSsyndapinSojy[XFgeneF
familyTFGeneRF2001RFX]XRFWbbSXV[ 3.8 22

247 yjuvuRFaFnovelFparalemminSrelatedFgeneFmappingFonFhumanFchromosomeFWpXWTFGeneRF2001RFX_aRFYYSZV3.8 10

246 vurineFmodelsFforFmownFsyndromeTFPhysiologybandbBehaviorRF2001RF_YRFa[bS_W 3.5 53

245 jFpolymorphicFgenomicFduplicationFonFhumanFchromosomeFW[FisFaFsusceptibilityFfactorFforFpanicF
andFphobicFdisordersTFCellRF2001RFWV]RFY]_S_b 56.2 184

244 lonnexinFYWFNpskYOFisFexpressedFinFtheFperipheralFandFauditoryFnervesFandFcausesFneuropathyFandF
hearingFimpairmentTFHumanbMolecularbGeneticsRF2001RFWVRFbZ_S[X 5.6 91

243 lloningRFmappingFandFexpressionFanalysisFofFlW[orfZRFaFnovelFhumanFgeneFwithFhomologyFtoFtheF
yeastFmitochondrialFribosomalFproteinF−mWYVFgeneTFDNAbSequenceRF2001RFWXRFbWS] 2

242 llinicalFandFcytogeneticFcharacterisationFofFaFpatientFwithFmownFsyndromeFresultingFfromFaF
XWqXXTWSSgqterFduplicationTFJournalbofbMedicalbGeneticsRF2001RFYaRF_YS] 5.8 6

241 lysticFfibrosisFpatientsFwithFtheFYX_XSX]jgpFsplicingFmutationFhaveFmilderFdiseaseFthanFo[VadelF
homozygotescFaFlargeFnuropeanFstudyTFJournalbofbMedicalbGeneticsRF2001RFYaRF___SaY 5.8 22

240 jdditionalFcomplexityFonFhumanFchromosomeFW[qcFidentificationFofFaFsetFofFnewlyFrecognizedF
dupliconsFNul—W[OFonFW[qWWSqWYRFW[qXZRFandFW[qX]TFGenomebResearchRF2001RFWWRFbaSWWW 9.7 53

239
xptimizationFofFaFsimpleFandFrapidFsingleSstrandFconformationFanalysisFforFdetectionFofFmutationsF
inFtheFy—xSWFgenecFidentificationFofFsevenFnovelFmutationsFandFthreeFnovelRFapparentlyFneutralRF
variantsTFHumanbMutationRF2000RFW[RFZ]YS_Y

4.7 17

238 rdentificationFofFsevenFnovelFSwySFNfiveFnucleotideFandFtwoFaminoFacidFsubstitutionsOFinFtheF
connexinYWFNpskYOFgeneTFHumanbMutationRF2000RFW[RFZaWSX 4.7 14

237 volecularFgeneticsFofFhearingFimpairmentFdueFtoFmutationsFinFgapFjunctionFgenesFencodingFbetaF
connexinsTFHumanbMutationRF2000RFW]RFWbVSXVX 4.7 180

(2000-2001)
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236 qighFcarrierFfrequencyFofFtheFY[delpFdeafnessFmutationFinFnuropeanFpopulationsTFpeneticFjnalysisF
lonsortiumFofFpskXFY[delpTFEuropeanbJournalbofbHumanbGeneticsRF2000RFaRFWbSXY 5.3 318

235
rsolationFandFcharacterisationFofFaFnovelFhumanFgeneFNlborfWWOFonFchromosomeFbpXWRFaFregionF
frequentlyFdeletedFinFhumanFcancerTFBiochimicabEtbBiophysicabActabGenebRegulatorybMechanismsRF
2000RFW[W_RFWXaSYZ

5

234 jssociationFstudyFofFproposedFcandidateFgenesUregionsFinFaFpopulationFofFSpanishFasthmaticsTF
EuropeanbJournalbofbEpidemiologyRF2000RFW]RF_Z[S[V 12.1 8

233 lharacterizationFofFaFnovelFXWSkbFdeletionRFloT—deleXRYNXWFkbORFinFtheFloT—FgenecFaFcysticFfibrosisF
mutationFofFSlavicForiginFcommonFinFlentralFandFnastFnuropeTFHumanbGeneticsRF2000RFWV]RFX[bS]a 6.3 97

232 jFnewFapproachFforFidentifyingFnonSpathogenicFmutationsTFjnFanalysisFofFtheFcysticFfibrosisF
transmembraneFregulatorFgeneFinFnormalFindividualsTFHumanbGeneticsRF2000RFWV]RFW_XSa 6.3 35

231 qomozygosityFforFtheFyroteinFSFqeerlenFjlleleFrsFjssociatedFwithFTypeFrFySFmeficiencyFinFaF
ThrombophilicFyedigreeFwithFvultipleF—iskFoactorsTFThrombosisbandbHaemostasisRF2000RFaYRFWVXSWV] 7 19

230 mSl—WRFoverexpressedFinFmownFsyndromeRFisFanFinhibitorFofFcalcineurinSmediatedFsignalingF
pathwaysTFHumanbMolecularbGeneticsRF2000RFbRFW]aWSbV 5.6 366

229 loldFshockFinducesFtheFinsertionFofFaFcrypticFexonFinFtheFneurofibromatosisFtypeFWFNwoWOFm—wjTF
NucleicbAcidsbResearchRF2000RFXaRFWYV_SWX 20.1 40

228 rdentificationFandFexpressionFanalysisFofFlYorfWRFaFnovelFhumanFgeneFhomologousFtoFtheF
mrosophilaF—yWZVSupstreamFgeneTFDNAbSequenceRF2000RFWWRFYY[Sa 6

227 lloningFofFtheFnovelFgeneFTv]SoWFrevealsFconservationFofFclustersFofFparalogousFgenesFbetweenF
humanFchromosomesFW[qXZSSgqX]FandFWbpWYTYSSgpWXTFCytogeneticbandbGenomebResearchRF2000RFbVRFX[[S]V1.9 16

226 lloningRFmappingFandFexpressionFanalysisFofFñySYYkRFtheFhumanForthologueFofFratFñpsYYbTF
CytogeneticbandbGenomebResearchRF2000RFabRFbXS[ 1.9 18

225 vutationsFaffectingFm—wjFsplicingFareFtheFmostFcommonFmolecularFdefectsFinFpatientsFwithF
neurofibromatosisFtypeFWTFHumanbMolecularbGeneticsRF2000RFbRFXY_SZ_ 5.6 245

224
jssociationFstudyFofFtheFchromosomalFregionFcontainingFtheFoln—XFgeneFsuggestsFitFhasFaF
regulatoryFroleFinFatopicFdisordersTFAmericanbJournalbofbRespiratorybandbCriticalbCarebMedicineRF2000RF
W]WRF_VVS]

10.2 34

223 qereditaryFneuropathyFwithFliabilityFtoFpressureFpalsiescFtwoFcasesFwithFaFreciprocalFtranslocationF
tNW]dW_ONqWXdWWTXOFinterruptingFtheFyvyXXFgeneTFJournalbofbMedicalbGeneticsRF2000RFY_RFYb]Sa 5.8 7

222 SchwannFcellsFharborFtheFsomaticFwoWFmutationFinFneurofibromascFevidenceFofFtwoFdifferentF
SchwannFcellFsubpopulationsTFHumanbMolecularbGeneticsRF2000RFbRFYV[[S]Z 5.6 178

221 rdentificationFandFexpressionFanalysisFofFlW[orfYRFaFnovelFgeneFonFchromosomeFW[qXWTWSSgqXWTXTF
CytogeneticbandbGenomebResearchRF2000RFaaRFYYVSX 1.9

220 penesFasFcausescFscientificFfactForFsimplisticFthinkinghTFJournalbofbEpidemiologybandbCommunityb
HealthRF2000RF[ZRF[[bS]V 5.1 5

219 penotypeSphenotypeFcorrelationFinFthreeFhomozygotesFforFtheFcysticFfibrosisFmutationFXWaYjjSSgpF
showsFaFsevereFphenotypeTFJournalbofbMedicalbGeneticsRF2000RFY_RFYV_Sb 5.8 6
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218 qvpXVjFandFqvpXVkFmapFtoFhumanFchromosomesFW[qXZFandFWbpWYTYFandFconstituteFaFdistinctF
classFofFqvpSboxFgenesFwithFubiquitousFexpressionTFCytogeneticbandbGenomebResearchRF2000RFaaRF]XS_ 1.9 29

217 —areFvariantsFinFtheFpromoterFofFtheFfragileFXFsyndromeFgeneFNov—WOTFMolecularbandbCellularbProbesRF
2000RFWZRFWW[Sb 3.3 11

216
vutationsFinFtheFmitochondrialFt—wjFSerNélwOFandFinFtheFpskXFNconnexinFX]OFgeneFareFnotF
modifiersFofFtheFageFatFonsetForFseverityFofFhearingFlossFinFSpanishFpatientsFwithFtheFWXSFr—wjF
jW[[[pFmutationTFAmericanbJournalbofbHumanbGeneticsRF2000RF]]RFWZ][S_

11 14

215 landidateFlocusFforFaFnuclearFmodifierFgeneFforFmaternallyFinheritedFdeafnessTFAmericanbJournalbofb
HumanbGeneticsRF2000RF]]RFWbV[SWV 11 92

214 rntersectinFXRFaFnewFmultimodularFproteinFinvolvedFinFclathrinSmediatedFendocytosisTFFEBSbLettersRF
2000RFZ_aRFZYS[W 3.8 75

213 jFnewFaspartylFproteaseFonFXWqXXTYRFkjlnXRFisFhighlyFsimilarFtoFjlzheimerMsFamyloidFprecursorF
proteinFbetaSsecretaseTFCytogeneticbandbGenomebResearchRF2000RFabRFW__SaZ 1.9 71

212 qeterogeneityFforFmutationsFinFtheFloT—FgeneFandFclinicalFcorrelationsFinFpatientsFwithFcongenitalF
absenceFofFtheFvasFdeferensTFHumanbReproductionRF2000RFW[RFWZ_]SaY 5.7 104

211 lloningFandFcharacterizationFofFhumanFoTlmFonFXWqXXTYRFaFcandidateFgeneFforFglutamateF
formiminotransferaseFdeficiencyTFCytogeneticbandbGenomebResearchRF2000RFaaRFZYSb 1.9 25

210
TheFvouseFkrainFTranscriptomeFbyFSjpncFmifferencesFinFpeneFnxpressionFbetweenFyYVFkrainsFofF
theFyartialFTrisomyFW]FvouseFvodelFofFmownFSyndromeFNTs][mnOFandFwormalsTFGenomebResearchRF
2000RFWVRFXVV]SXVXW

9.7 9

209 jFhighSresolutionFphysicalFmapFofFhumanFchromosomeFXWpFusingFyeastFartificialFchromosomesTF
GenomebResearchRF1999RFbRFWV[bS_Y 9.7 18

208 lloningRFexpressionRFandFmappingFofFymlmbRFtheFhumanFhomologFofFpallusFgallusFproSapoptoticF
proteinFp[XTFCytogeneticbandbGenomebResearchRF1999RFa_RFa[Sa 1.9 16

207 TheFhumanFqn—lYFgeneFmapsFtoFchromosomeFZqXWFbyFfluorescenceFinFsituFhybridizationTF
CytogeneticbandbGenomebResearchRF1999RFa_RFX]YSZ 1.9 4

206 vutationalFanalysisFwithinFtheFYMFregionFofFtheFytmWFgeneTFKidneybInternationalRF1999RF[[RFWXX[SYY 9.9 33

205 vutationsFinFpsk]FcauseFnonsyndromicFautosomalFdominantFdeafnessFatFmowjYFlocusTFNatureb
GeneticsRF1999RFXYRFW]Sa 36.3 293

204 wonStypeFrFcystinuriaFcausedFbyFmutationsFinFSul_jbRFencodingFaFsubunitFNboRQjTOFofFrkjTTFNatureb
GeneticsRF1999RFXYRF[XS_ 36.3 232

203 metectionFofFaFcysticFfibrosisFmodifierFlocusFforFmeconiumFileusFonFhumanFchromosomeFWbqWYTF
NaturebGeneticsRF1999RFXXRFWXaSb 36.3 187

202
jluSspliceFcloningFofFhumanFrntersectinFNrTSwORFaFputativeFmultivalentFbindingFproteinFexpressedFinF
proliferatingFandFdifferentiatingFneuronsFandFoverexpressedFinFmownFsyndromeTFEuropeanbJournalb
ofbHumanbGeneticsRF1999RF_RF_VZSWX

5.3 68

201 SpinocerebellarFataxiasFinFSpanishFpatientscFgeneticFanalysisFofFfamilialFandFsporadicFcasesTFTheF
jtaxiaFStudyFproupTFHumanbGeneticsRF1999RFWVZRF[W]SXX 6.3 128

(1999-2000)

21



200 yroteinFSFgeneFanalysisFrevealsFtheFpresenceFofFaFcosegregatingFmutationFinFmostFpedigreesFwithF
typeFrFbutFnotFtypeFrrrFySFdeficiencyTFHumanbMutationRF1999RFWZRFYVSb 4.7 21

199 volecularFstudiesFinFXVFsubmicroscopicFneurofibromatosisFtypeFWFgeneFdeletionsTFHumanbMutationRF
1999RFWZRFYa_SbY 4.7 48

198 vissenseFmutationsFinFtheFcysticFfibrosisFgeneFinFadultFpatientsFwithFasthmaTFHumanbMutationRF1999
RFWZRF[WVSb 4.7 44

197 SpliceSsiteFmutationFinFtheFymSFgeneFmayFresultFinFintrafamilialFvariabilityFforFdeafnessFinFyendredF
syndromeTFHumanbMutationRF1999RFWZRF[XVS] 4.7 24

196 yrenatalFdiagnosisFofFsporadicFneurofibromatosisFtypeFWFNwoWOFbyF—wjFandFmwjFanalysisFofFaF
splicingFmutationF1999RFWbRF_YbS_ZX 11

195 jnticipationFisFnotFassociatedFwithFljpFrepeatFexpansionFinFparentSoffspringFpairsFofFpatientsF
affectedFwithFschizophreniaTFAmericanbJournalbofbMedicalbGeneticsbPartbARF1999RFaaRF[VS] 10

194 jFlossSofSfunctionFmodelFforFcystogenesisFinFhumanFautosomalFdominantFpolycysticFkidneyFdiseaseF
typeFXTFAmericanbJournalbofbHumanbGeneticsRF1999RF][RFYZ[S[X 11 48

193
TheFjW[[[pFmutationFinFtheFWXSFr—wjFgeneFofFhumanFmtmwjcFrecurrentForiginsFandFfounderF
eventsFinFfamiliesFaffectedFbyFsensorineuralFdeafnessTFAmericanbJournalbofbHumanbGeneticsRF1999RF
][RFWYZbS[a

11 96

192 lloningRFexpressionFandFchromosomalFlocalizationFofFaFhumanFtestisF
]SphosphofructoSXSkinaseUfructoseSXR]SbisphosphataseFgeneTFGeneRF1999RFXXbRFaYSb 3.8 30

191 lloningFofFtheFhumanFphospholipaseFjXFactivatingFproteinFNhyujyOFgeneFonFtheFchromosomeFbpXWF
melanomaFdeletedFregionTFGeneRF1999RFXYbRFW[[S]W 3.8 5

190 peneticFengineeringFapproachesFforForganFtransplantationTFTransplantationbProceedingsRF1999RFYWRFXXXaSb1.1

189 ToolsFofFgeneFtransferFinForganFtransplantationTFTransplantationbProceedingsRF1999RFYWRFXXYVSW 1.1

188 qumanFminibrainFhomologueFNvwkqUm−—tWOcFcharacterizationRFalternativeFsplicingRFdifferentialF
tissueFexpressionRFandFoverexpressionFinFmownFsyndromeTFGenomicsRF1999RF[_RFZV_SWa 4.3 145

187 —ecombinantFfamiliesFlocateFtheFgeneFforFnonStypeFrFcystinuriaFbetweenFmarkersFlWYFandFmWbS[a_F
onFchromosomeFWbqWYTWTFGenomicsRF1999RF]VRFY]XS[ 4.3 9

186 lloningFandFcharacterizationFofFm−—tWkRFaFnovelFmemberFofFtheFm−—tFfamilyFofFproteinFkinasesTF
BiochemicalbandbBiophysicalbResearchbCommunicationsRF1999RFX[ZRFZ_ZSb 3.4 59

185 lhapterFXXcFvolecularFkasisFofFmeafnessFdueFtoFvutationsFinFtheFlonnexinX]FpeneFNpskXOTFCurrentb
TopicsbinbMembranesRF1999RFZaYS[Va 2.2

184 ñestibularFandFhearingFlossFinFgeneticFandFmetabolicFdisordersTFCurrentbOpinionbinbNeurologyRF1999RF
WXRFY[Sb 7.1 6

183 yaternalForiginFofFaFdeFnovoFnovelFloT—FmutationFNuWV][—OFcausingFcysticFfibrosisTFHumanbMutationRF
1998RFSupplFWRFSbbSWVX 4.7 6
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182 —ecurrenceFofFtheFytmWFnonsenseFmutationFzZVZWXFinFSpanishRFrtalianRFandFkritishFfamiliesTFHumanb
MutationRF1998RFSupplFWRFSWW_SXV 4.7 12

181 —etentionFofFtheFlmtwXjFlocusFandFlowFfrequencyFofFpointFmutationsFinFprimaryFandFmetastaticF
cutaneousFmalignantFmelanomaTFInternationalbJournalbofbCancerRF1998RF_]RFYWXS] 7.5 28

180
vutationFsharingRFpredominantFinvolvementFofFtheFvuqWFgeneFandFdescriptionFofFfourFnovelF
mutationsFinFhereditaryFnonpolyposisFcolorectalFcancerTFvutationsFinFbriefFnoTFWZZTFxnlineTFHumanb
MutationRF1998RFWWRFZaX

4.7 12

179 rsolationFandFgenomicFcharacterizationFofFtheFTéyunWUqr—jFgeneFofFtheFpufferfishFouguFrubripesTF
GeneRF1998RFXVaRFX_bSaY 3.8 13

178 lonnexinSX]FmutationsFinFsporadicFandFinheritedFsensorineuralFdeafnessTFLancetobTheRF1998RFY[WRFYbZSa 40 542

177 oacilitatedFdiagnosisFofFtheFcontiguousFgeneFsyndromecFtuberousFsclerosisFandFpolycysticFkidneysF
byFmeansFofFhaplotypeFstudiesTFAmericanbJournalbofbKidneybDiseasesRF1998RFYWRFWVYaSZY 7.4 32

176 oamilialFprogressiveFsensorineuralFdeafnessFisFmainlyFdueFtoFtheFmtmwjFjW[[[pFmutationFandFisF
enhancedFbyFtreatmentFofFaminoglycosidesTFAmericanbJournalbofbHumanbGeneticsRF1998RF]XRFX_SY[ 11 436

175 jFclinicalFvariantFofFneurofibromatosisFtypeFWcFfamilialFspinalFneurofibromatosisFwithFaFframeshiftF
mutationFinFtheFwoWFgeneTFAmericanbJournalbofbHumanbGeneticsRF1998RF]XRFaYZSZW 11 55

174 matingFtheForiginFofFtheFll—[SmeltaYXFjrmSSresistanceFalleleFbyFtheFcoalescenceFofFhaplotypesTF
AmericanbJournalbofbHumanbGeneticsRF1998RF]XRFW[V_SW[ 11 428

173 jFpatientFwithFautisticFdisorderFandFaFXVUXXFchromosomalFtranslocationTFDevelopmentalbMedicineb
andbChildbNeurologyRF1998RFZVRFZbXS[ 3.3 13

172 énclonedFexpandedFljpUlTpFrepeatFsequencesFinFautosomalFdominantFcerebellarFataxiaFNjmljOF
detectedFbyFtheFrepeatFexpansionFdetectionFN—nmOFmethodTFJournalbofbMedicalbGeneticsRF1998RFY[RFbbSWVX5.8 4

171 uargeFljpUlTpFrepeatFtemplatesFproducedFbyFyl—RFusefulnessFforFtheFmr—nlTFmethodFofFcloningF
genesFwithFljpUlTpFrepeatFexpansionsTFNucleicbAcidsbResearchRF1998RFX]RFWY[XSY 20.1 8

170 TesticularFloT—FspliceFvariantsFinFpatientsFwithFcongenitalFabsenceFofFtheFvasFdeferensTFHumanb
MolecularbGeneticsRF1998RF_RFW_YbSZY 5.6 61

169
volecularFcloningRFexpressionRFandFchromosomalFlocalizationFofFaFubiquitouslyFexpressedFhumanF
]SphosphofructoSXSkinaseUFfructoseSXRF]SbisphosphataseFgeneFNyotokYOTFCytogeneticbandbGenomeb
ResearchRF1998RFaYRFXWZS_

1.9 63

168
—oleFofFénñSWRFanFinactiveFvariantFofFtheFnXFubiquitinSconjugatingFenzymesRFinFinFvitroF
differentiationFandFcellFcycleFbehaviorFofFqTSXbSv]FintestinalFmucosecretoryFcellsTFMolecularbandb
CellularbBiologyRF1998RFWaRF[_]Sab

4.8 116

167 vinibrainFNvwkqOFisFaFsingleFcopyFgeneFmappingFtoFhumanFchromosomeFXWqXXTXTFCytogeneticbandb
GenomebResearchRF1997RF__RFWaXSZ 1.9 3

166 vaternalFtransmissionFinFsporadicFquntingtonMsFdiseaseTFJournalbofbNeurologyobNeurosurgerybandb
PsychiatryRF1997RF]XRF[Y[S_ 5.5 10

165 qujFclassFrrFgenesFinFsoybeanFepidemicFasthmaFpatientsTFAmericanbJournalbofbRespiratorybandbCriticalb
CarebMedicineRF1997RFW[]RFWYbZSa 10.2 30

(1997-1998)
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164 mownFsyndromecFcharacterisationFofFaFcaseFwithFpartialFtrisomyFofFchromosomeFXWFowingFtoFaF
paternalFbalancedFtranslocationFNW[dXWOFNqX]dqXXTWOFbyForSqTFJournalbofbMedicalbGeneticsRF1997RFYZRF[VSZ 5.8 22

163 lonnexinX]FmutationsFassociatedFwithFtheFmostFcommonFformFofFnonSsyndromicFneurosensoryF
autosomalFrecessiveFdeafnessFNmowkWOFinFvediterraneansTFHumanbMolecularbGeneticsRF1997RF]RFW]V[Sb 5.6 442

162 losmidFcontigFandFtranscriptionalFmapFofFthreeFregionsFofFhumanFchromosomeFXWqXXcF
identificationFofFY_FnovelFtranscriptsFbyFdirectFselectionTFGenomicsRF1997RFZ[RF[bS]_ 4.3 11

161 penomicForganizationRFalternativeFsplicingRFandFexpressionFpatternsFofFtheFmSl—WFNmownFsyndromeF
candidateFregionFWOFgeneTFGenomicsRF1997RFZZRFY[aS]W 4.3 153

160 lonfirmationFofFaFdoubleShitFmodelFforFtheFwoWFgeneFinFbenignFneurofibromasTFAmericanbJournalbofb
HumanbGeneticsRF1997RF]WRF[WXSb 11 185

159 —educedFsteadySstateFlevelsFofFmitochondrialF—wjFandFincreasedFmitochondrialFmwjFamountFinF
humanFbrainFwithFagingTFMolecularbBrainbResearchRF1997RF[XRFXaZSb 120

158 jbsenceFofFuinkageFketweenFTypeFrrrFyroteinFSFmeficiencyFandFtheFy—xSWFandFlZkyFpenesFinF
oamiliesFlarryingFtheFyroteinFSFqeerlenFjlleleTFBloodRF1997RFabRFX_bbSXaV] 2.2 23

157 —apidFsizingFofFpolymorphicFmicrosatelliteFmarkersFbyFcapillaryFarrayFelectrophoresisTFJournalbofb
ChromatographybARF1997RF_aWRFXb[SYV[ 4.5 25

156 jutosomalFdominantFpolycysticFkidneyFdiseaseFwithFanticipationFandFlaroliMsFdiseaseFassociatedF
withFaFytmWFmutationTF—apidFcommunicationTFKidneybInternationalRF1997RF[XRFYYSa 9.9 45

155
zualitativeFandFquantitativeFchangesFinFskeletalFmuscleFmtmwjFandFexpressionFofF
mitochondrialSencodedFgenesFinFtheFhumanFagingFprocessTFBiochemicalbandbMolecularbMedicineRF
1997RF]XRFW][S_W

72

154 jnalysisFofFaminoSacidFandFnucleotideFvariantsFinFtheFspinocerebellarFataxiaFtypeFWFNSljWOFgeneFinF
schizophrenicFpatientsTFHumanbGeneticsRF1997RFbbRF__XS[ 6.3 6

153 ScreeningFforFov—WFandFov—XFmutationsFinFXXXFindividualsFfromFSpanishFspecialFschoolscF
identificationFofFaFcaseFofFo—jXnSassociatedFmentalFretardationTFHumanbGeneticsRF1997RFWVVRF[VYS_ 6.3 23

152 yolymorphismsFatFWYFexpressedFhumanFsequencesFcontainingFljpUlTpFrepeatsFandFanalysisFinF
autosomalFdominantFcerebellarFataxiaFNjmljOFpatientsTFHumanbGeneticsRF1997RFWVWRFWaSXW 6.3 3

151 jluSspliceFyl—cFaFsimpleFmethodFtoFisolateFexonScontainingFfragmentsFfromFclonedFhumanFgenomicF
mwjTFHumanbGeneticsRF1997RFWVWRFYZ]S[V 6.3 7

150
rnheritedFsusceptibilityFtoFseveralFcancersFbutFabsenceFofFlinkageFbetweenFdysplasticFnevusF
syndromeFandFlmtwXjFinFaFmelanomaFfamilyFwithFaFmutationFinFtheFlmtwXjFNyW]rwtZjOFgeneTF
HumanbGeneticsRF1997RFWVWRFY[bS]Z

6.3 52

149 qighFheterogeneityFforFcysticFfibrosisFinFSpanishFfamiliescF_[FmutationsFaccountFforFbVKFofF
chromosomesTFHumanbGeneticsRF1997RFWVWRFY][S_V 6.3 87

148 SSlyFanalysiscFaFblindFsensitivityFtrialTFHumanbMutationRF1997RFWVRF][S_V 4.7 44

147 peographicFdistributionFandFregionalForiginFofFX_XFcysticFfibrosisFmutationsFinFnuropeanF
populationsTFTheFkiomedFloFvutationFjnalysisFlonsortiumTFHumanbMutationRF1997RFWVRFWY[S[Z 4.7 193
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146
SporadicFheteroplasmicFsingleF[T[FkbFmitochondrialFmwjFdeletionFassociatedFwithFcerebellarFataxiaRF
hypogonadotropicFhypogonadismRFchoroidalFdystrophyRFandFmitochondrialFrespiratoryFchainF
complexFrFdeficiencyTFHumanbMutationRF1997RFWVRFXWXS]

4.7 13

145
vissenseFmutationF—WV]]lFinFtheFsecondFtransmembraneFdomainFofFloT—FcausesFaFsevereFcysticF
fibrosisFphenotypecFstudyFofFWbFheterozygousFandFXFhomozygousFpatientsTFHumanbMutationRF1997RF
WVRFYa_SbX

4.7 7

144 TheFrepeatFexpansionFdetectionFmethodFinFtheFanalysisFofFdiseasesFwithFljpUlTpFrepeatF
expansioncFusefulnessFandFlimitationsTFHumanbMutationRF1997RFWVRFZa]Sa 4.7 9

143 rmmunohistochemicalFstudyFofFalphaRFmuFandFpiFclassFglutathioneFSFtransferaseFexpressionFinF
malignantFmelanomaTFBritishbJournalbofbDermatologyRF1997RFWY]RFYZ[SY[V 4 22

142 SSlyFanalysiscFjFblindFsensitivityFtrialF1997RFWVRF][ 5

141 peographicFdistributionFandFregionalForiginFofFX_XFcysticFfibrosisFmutationsFinFnuropeanF
populationsF1997RFWVRFWY[ 7

140 penomicFstructureFandForganizationFofFtheFhumanFrkjTFgeneFNSulYjWOTFGenomicsRF1996RFY_RFXZbS[X 4.3 16

139 TheFeffectFofFzidovudineFonFskeletalFmuscleFmtmwjFinFqrñSWFinfectedFpatientsFwithFmildForFnoF
muscleFdysfunctionTFBrainRF1996RFWWbFNFytFZORFWY[_S]Z 11.2 62

138
qomozygosityFforF—a_qFmissenseFmutationFandFforFaFrareFintronF_FmwjFvariantFN_V[ZpFSSgFjOFinFtheF
y—xlFgenesFofFthreeFsiblingsFinitiallyFclassifiedFasFheterozygotesFforFproteinFlFdeficiencyTFBloodb
CoagulationbandbFibrinolysisRF1996RF_RFW[SXY

1 15

137 jberrantF—wjFsplicingFofFtheFproteinFlFandFproteinFSFgenesFinFhealthyFindividualsTFBloodbCoagulationb
andbFibrinolysisRF1996RF_RF]X[SYW 1 2

136 loT—FhaplotypicFvariabilityFforFnormalFandFmutantFgenesFinFcysticFfibrosisFfamiliesFfromFsouthernF
oranceTFHumanbGeneticsRF1996RFbaRFYY]SZZ 6.3 27

135 jFfemaleFcompoundFheterozygoteFNpreSFandFfullFmutationOFforFtheFlppFov—WFexpansionTFHumanb
GeneticsRF1996RFbaRFZWbSXW 6.3 22

134 volecularFanalysisFofFtheFcystinuriaFdiseaseFgenecFidentificationFofFfourFnewFmutationsRFoneFlargeF
deletionRFandFoneFpolymorphismTFHumanbGeneticsRF1996RFbaRFZZ_S[W 6.3 41

133 −jlFandFcosmidForSqFmappingFofFanFunbalancedFchromosomalFtranslocationFcausingFpartialFtrisomyF
XWFandFmownFsyndromeTFHumanbGeneticsRF1996RFbaRFZ]VS] 6.3 17

132 SexFdifferencesFinFmutationalFrateFandFmutationalFmechanismFinFtheFwoWFgeneFinFneurofibromatosisF
typeFWFpatientsTFHumanbGeneticsRF1996RFbaRF]b]Sb 6.3 85

131 penomicForganizationFofFTéyunWUqr—jcFaFgeneFimplicatedFinFmipeorgeFsyndromeTFMammalianb
GenomeRF1996RF_RFbWWSZ 3.2 11

130 yrenatalFdiagnosisFofFcysticFfibrosisFinFaFhighlyFheterogeneousFpopulationTFPrenatalbDiagnosisRF1996RF
W]RFXW[SXX 3.2 8

129 —ecurrenceFofFtheFy—xlFgeneFmutationF—W_azcFindependentForiginsFinFSpanishFproteinFlFdeficiencyF
patientsTFHumanbMutationRF1996RFaRF_WSY 4.7 1

(1996-1997)
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128 qaplotypeFanalysisFofFbZFcysticFfibrosisFmutationsFwithFsevenFpolymorphicFloT—FmwjFmarkersTF
HumanbMutationRF1996RFaRFWZbS[b 4.7 26

127 rdentificationFofFtwoFnewFnonsenseFmutationsFNzYWWXFandFóYX]XOFinFnxonFXFofFtheF
adrenoleukodystrophyFNjumOFgeneTFHumanbMutationRF1996RFaRFXa]S_ 4.7 4

126 vosaicismFforFtheFfragileFXFsyndromeFfullFmutationFandFdeletionsFwithinFtheFlppFrepeatFofFtheF
ov—WFgeneTFJournalbofbMedicalbGeneticsRF1996RFYYRFYYaSZV 5.8 32

125 quntingtonMsFdiseasecFconfirmationFofFdiagnosisFandFpresymptomaticFtestingFinFSpanishFfamiliesFbyF
geneticFanalysisTFJournalbofbNeurologyobNeurosurgerybandbPsychiatryRF1996RF]WRF]X[S_ 5.5 6

124 mevelopmentFinFaFZ]FXXFboyFwithFpositiveFS—−FgeneTFJournalbofbPediatricbEndocrinologybandb
MetabolismRF1996RFbRF]XYS] 1.6 14

123 jFhumanFhomologueFofFmrosophilaFminibrainFNvwkOFisFexpressedFinFtheFneuronalFregionsFaffectedF
inFmownFsyndromeFandFmapsFtoFtheFcriticalFregionTFHumanbMolecularbGeneticsRF1996RF[RFWYV[SWV 5.6 170

122
ThirteenFcysticFfibrosisFpatientsRFWXFcompoundFheterozygousFandFoneFhomozygousFforFtheFmissenseF
mutationFpa[ncFaFpancreaticFsufficiencyUinsufficiencyFmutationFwithFvariableFclinicalFpresentationTF
JournalbofbMedicalbGeneticsRF1996RFYYRFaXVSX

5.8 7

121 lloningFNljpUpTlOnFSTSsFbyFanFjluSNljpUpTlOnFyl—FmethodcFanFapproachFtoFhumanFchromosomeF
WXFandFspinocerebellarFataxiaFXFNSljXOTFNucleicbAcidsbResearchRF1996RFXZRFY][WSX 20.1 2

120 —enalShepaticSpancreaticFdysplasiacFanFautosomalFrecessiveFmalformationTFJournalbofbMedicalb
GeneticsRF1996RFYYRFZVbSWX 5.8 30

119 rntegrationFofFYVFljSrepeatFmarkersFintoFtheFcytogeneticRFgeneticFandF−jlFmapsFofFhumanF
chromosomeFXWTFEuropeanbJournalbofbHumanbGeneticsRF1996RFZRFWY[SZX 5.3 6

118 jFnuclearFdefectFinFtheFZpW]FregionFpredisposesFtoFmultipleFmitochondrialFmwjFdeletionsFinF
familiesFwithFóolframFsyndromeTFJournalbofbClinicalbInvestigationRF1996RFb_RFW[_VS] 15.9 79

117 jbdominalFaorticFaneurysmsFandFautosomalFdominantFpolycysticFkidneyFdiseaseTFJournalbofbtheb
AmericanbSocietybofbNephrology:bJASNRF1996RF_RFXZaYS] 12.7 46

116 peographicFdistributionFandForiginFofFloT—FmutationsFinFpermanyF1996RFb_RF_X_ 2

115
nctopicFTranscriptFjnalysisFrndicatesFthatFjllelicFnxclusionFisFanFrmportantFlauseFofFTypeFrFyroteinFlF
meficiencyFinFyatientsFwithFwonsenseFandForameshiftFvutationsFinFtheFy—xlFpeneTFThrombosisbandb
HaemostasisRF1996RF_[RFa_VSa_]

7 5

114 qaplotypeFanalysisFofFbZFcysticFfibrosisFmutationsFwithFsevenFpolymorphicFloT—FmwjFmarkersF1996RF
aRFWZb 2

113 TheFmolecularFbasisFofFcystinuriacFtheFroleFofFtheFrkjTFgeneTFAminobAcidsRF1996RFWWRFXX[SZ] 3.5 13

112 jmplifyingFdinucleotideFmicrosatelliteFlociFfromFboneFandFtoothFsamplesFofFupFtoF[VVVFyearsFofF
agecFmoreFinconsistencyFthanFusefulnessTFHumanbGeneticsRF1995RFb]RFXV[SWX 6.3 24

111 TheFbSbpFdeletionFinFregionFñFofFmitochondrialFmwjcFevidenceFofFmutationFrecurrenceTFHumanb
GeneticsRF1995RFb]RFXX[Sa 6.3 11
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110 jFnovelFpolymorphismFN]Y_]FpUTOFinFintronF_FofFtheFhumanFproteinFlFgeneTFHumanbGeneticsRF1995RF
b]RFXZYSZ 6.3 1

109 nxtensiveFanalysisFofFZVFinfertileFpatientsFwithFcongenitalFabsenceFofFtheFvasFdeferenscFinF[VKFofF
casesFonlyFoneFloT—FalleleFcouldFbeFdetectedTFHumanbGeneticsRF1995RFb[RFXV[SWW 6.3 71

108 meFnovoFmissenseFmutationF−W_ZSFinFexonFWFofFtheFadrenoleukodystrophyFNjumOFgeneTFHumanb
GeneticsRF1995RFb[RFXY[S_ 6.3 7

107 jssignmentFofFtheFgeneFresponsibleFforFcystinuriaFNrkjTOFandFofFmarkersFmXSWWbFandFmXSW__FtoF
XpW]FbyFfluorescenceFinFsituFhybridizationTFHumanbGeneticsRF1995RFb[RF]YYS] 6.3 21

106 TwoFfurtherFcasesFofFmutationF—WbZ_XFinFtheFwoWFgenecFscreeningFforFaFrelativelyFcommonF
recurrentFmutationTFHumanbGeneticsRF1995RFb]RFY]WSY 6.3 11

105 lharacterisationFofFthreeFmicrosatelliteFpolymorphismsFNmXWSWX]XRFmXWSWZWbFandFmXWSWZXWOFfromF
bandFXWqXXTWTFHumanbGeneticsRF1995RFb[RF[b]Sa 6.3 1

104 oiveFnewFmicrosatelliteFpolymorphismsFatFtheFqXWFregionFofFhumanFchromosomeFXWTFHumanb
GeneticsRF1995RFb[RFWWbSXX 6.3

103
llinicalFcharacteristicsFofFW]FcysticFfibrosisFpatientsFwithFtheFmissenseFmutationF—YYZóRFaF
pancreaticFinsufficiencyFmutationFwithFvariableFageFofFonsetFandFinterfamilialFclinicalFdifferencesTF
HumanbGeneticsRF1995RFb[RFYYWS]

6.3 17

102 rdentificationFofFtwoFhighlyFpolymorphicFljSrepeatsFNmXWSWXXZFandFmXWSWX]WOFonFhumanF
chromosomeFXWqXXTYTFHumanbGeneticsRF1995RFb[RFY]_Sb 6.3 1

101 yrenatalFdiagnosisFofFneurofibromatosisFtypeFWcFfromFflankingF—ouysFtoFintragenicFmicrosatelliteF
markersTFPrenatalbDiagnosisRF1995RFW[RFWXbSYZ 3.2 7

100 —apidFfetalFkaryotypeFfromFcysticFhygromaFandFpleuralFeffusionsTFPrenatalbDiagnosisRF1995RFW[RFWZWSa 3.2 10

99 yrenatalFdiagnosisFofFfragileFXFsyndromecFNlppOnFexpansionFandFmethylationFofFchorionicFvillusF
samplesTFPrenatalbDiagnosisRF1995RFW[RFaVWS_ 3.2 17

98 yhenotypeFofFglutathioneFSStransferaseFvuFNpSTvWOFandFsusceptibilityFtoFmalignantFmelanomaTF
vvvFgroupTFvultidisciplinaryFvalignantFvelanomaFproupTFBritishbJournalbofbCancerRF1995RF_XRFYXZS] 8.7 41

97 ójSyFgeneFmutationsFinFóiskottSjldrichFsyndromeFandFXSlinkedFthrombocytopeniaTFHumanb
MolecularbGeneticsRF1995RFZRFWWX_SY[ 5.6 134

96 jFnewFhumanFgeneFfromFtheFmownFsyndromeFcriticalFregionFencodesFaFprolineSrichFproteinFhighlyF
expressedFinFfetalFbrainFandFheartTFHumanbMolecularbGeneticsRF1995RFZRFWbY[SZZ 5.6 212

95 TheFhumanFcollagenaseSYFNlupYOFgeneFisFlocatedFonFchromosomeFWWqXXTYFclusteredFtoFotherF
membersFofFtheFmatrixFmetalloproteinaseFgeneFfamilyTFGenomicsRF1995RFX]RF]W[Sa 4.3 46

94 vutationsFinFtheFcysticFfibrosisFgeneFinFpatientsFwithFcongenitalFabsenceFofFtheFvasFdeferensTFNewb
EnglandbJournalbofbMedicineRF1995RFYYXRFWZ_[SaV 59.2 813

93 peneticFheterogeneityFinFcystinuriacFtheFSulYjWFgeneFisFlinkedFtoFtypeFrFbutFnotFtoFtypeFrrrFcystinuriaTF
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