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i Paper IF Citations

385 ristinctJsomaticJrwqsR[JhotspotJmutationsJinJthreeJmetachronousJovarianJαertoliWzeydigJcellJ
tumorsJinJaJpatientJwithJrwqsR[JsyndromeXXJCancergGeneticsVJ2022VJ]d]W]daVJcaWcd 2.3 1

384
obstractJår[cWZahJOverlappingJmolecularJfeaturesJRproliferationVJimmuneJsignaturesJ
andβåcamutationsSJassociatedJwithJpalbociclibJresistanceJinsRUvsR]WJprimaryJbreastJcancerXJ
CancergResearchVJ2022VJf]VJår[cWZaWår[cWZa

10.1

383 WholeWgenomeJsequencingJasJanJinvestigationalJdeviceJforJreturnJofJhereditaryJdiseaseJriskJandJ
pharmacogenomicJresultsJasJpartJofJtheJollJofJδsJResearchJårogramXXJGenomegMedicineVJ2022VJ[bVJab 14.4 0

382 uermlineJqancerJåredispositionJVariantsJinJåediatricJRhabdomyosarcomahJoJReportJtromJtheJ
qhildrenQsJOncologyJuroupXJJournalgofgthegNationalgCancergInstituteVJ2021VJ[[aVJfecWffa 9.7 13

381  ovelJpathogenicJgenomicJvariantsJleadingJtoJautosomalJdominantJandJrecessiveJRobinowJ
syndromeXJAmericangJournalgofgMedicalgGeneticstgPartgAVJ2021VJ[fcVJacgaWadZZ 2.5 10

380 qrossWoncopanelJstudyJrevealsJhighJsensitivityJandJaccuracyJwithJoverallJanalyticalJperformanceJ
dependingJonJgenomicJregionsXJGenomegBiologyVJ2021VJ]]VJ[Zg 18.3 6

379 qhromosomeJXq]aJisJassociatedJwithJlowerJatherogenicJlipidJconcentrationsJandJfavorableJ
cardiometabolicJindicesXJNaturegCommunicationsVJ2021VJ[]VJ][f] 17.4 5

378 qomparativeJgenomicJanalysisJofJsifakasJRSJrevealsJselectionJforJfolivoryJandJhighJheterozygosityJ
despiteJendangeredJstatusXJSciencegAdvancesVJ2021VJeVJ 14.3 3

377  eptunehJanJenvironmentJforJtheJdeliveryJofJgenomicJmedicineXJGeneticsgingMedicineVJ2021VJ]aVJ[fafW[fbd8.1 1

376 –olecularJteaturesJofJqancersJsxhibitingJsxceptionalJResponsesJtoJβreatmentXJCancergCellVJ2021VJ
agVJafWcaXee 24.3 18

375 uermlineJmutationJinJhJaJheterogeneousVJmultiWsystemicJdevelopmentalJdisorderJcharacterizedJbyJ
transcriptionalJdysregulationXJHumangGeneticsgandgGenomicsgAdvancesVJ2021VJ]VJ[ZZZ[bW[ZZZ[b 0.8 3

374 r oJmethylationJpatternsJidentifyJsubgroupsJofJpancreaticJneuroendocrineJtumorsJwithJclinicalJ
associationXJCommunicationsgBiologyVJ2021VJbVJ[cc 6.7 11

373 βransmissionJeventJofJαoRαWqoVW]JreltaJvariantJrevealsJmultipleJvaccineJbreakthroughJinfectionsJ
2021VJ 29

372
rurableJResponseJtoJzarotrectinibJinJaJqhildJWithJvistologicJriagnosisJofJRecurrentJrisseminatedJ
spendymomaJriscoveredJtoJvarborJanJtusionhJβheJwmpactJofJwntegratedJuenomicJårofilingXJJCOg
PrecisiongOncologyVJ2021VJcVJ

3.6 2

371 sxomeJsequencingJinJchildrenJwithJclinicallyJsuspectedJmaturityWonsetJdiabetesJofJtheJyoungXJ
PediatricgDiabetesVJ2021VJ]]VJgdZWgdf 3.6 2

370 OligonucleotideJcaptureJsequencingJofJtheJαoRαWqoVW]JgenomeJandJsubgenomicJfragmentsJfromJ
qOVwrW[gJindividualsXJPLoSgONEVJ2021VJ[dVJeZ]bbbdf 3.7 8

369 ueneticJtestingJinJambulatoryJcardiologyJclinicsJrevealsJhighJrateJofJfindingsJwithJclinicalJ
managementJimplicationsXJGeneticsgingMedicineVJ2021VJ]aVJ]bZbW]b[b 8.1 3
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368 qOåp]JlossJofJfunctionJcausesJaJcoatopathyJwithJosteoporosisJandJdevelopmentalJdelayXJAmericang
JournalgofgHumangGeneticsVJ2021VJ[ZfVJ[e[ZW[e]b 11 2

367 vighJprevalenceJofJmultilocusJpathogenicJvariationJinJneurodevelopmentalJdisordersJinJtheJβurkishJ
populationXJAmericangJournalgofgHumangGeneticsVJ2021VJ[ZfVJ[gf[W]ZZc 11 4

366 βransmissionJeventJofJαoRαWqoVW]JdeltaJvariantJrevealsJmultipleJvaccineJbreakthroughJinfectionsXJ
BMCgMedicineVJ2021VJ[gVJ]cc 11.4 68

365 åaternalJageJinJrhesusJmacaquesJisJpositivelyJassociatedJwithJgermlineJmutationJaccumulationJbutJ
notJwithJmeasuresJofJoffspringJsociabilityXJGenomegResearchVJ2020VJaZVJf]dWfab 9.7 19

364 trequencyJofJgenomicJsecondary´ findingsJamongJ][Vg[cJe–sRusJnetworkJparticipantsXJGeneticsging
MedicineVJ2020VJ]]VJ[beZW[bee 8.1 23

363 q VsJcauseJautosomalJrecessiveJgeneticJdiseasesJwithJorJwithoutJinvolvementJofJα VYindelsXJ
GeneticsgingMedicineVJ2020VJ]]VJ[daaW[db[ 8.1 18

362 –appingJandJcharacterizationJofJstructuralJvariationJinJ[eVegcJhumanJgenomesXJNatureVJ2020VJcfaVJfaWfg50.4 84

361
prownJmarmoratedJstinkJbugVJvalyomorphaJhalysJRαtˆ¥lSVJgenomehJputativeJunderpinningsJofJ
polyphagyVJinsecticideJresistanceJpotentialJandJbiologyJofJaJtopJworldwideJpestXJBMCgGenomicsVJ
2020VJ][VJ]]e

4.5 28

360 WolffWåarkinsonWWhiteJsyndromehJreJnovoJvariantsJandJevidenceJforJmutationalJburdenJinJgenesJ
associatedJwithJatrialJfibrillationXJAmericangJournalgofgMedicalgGeneticstgPartgAVJ2020VJ[f]VJ[afeW[agg 2.5 5

359 vs–[JdeficiencyJdisruptsJmβORq]JandJtWactinJcontrolJinJinheritedJimmunodysregulatoryJdiseaseXJ
ScienceVJ2020VJadgVJ]Z]W]Ze 33.3 36

358 ueneJcontentJevolutionJinJtheJarthropodsXJGenomegBiologyVJ2020VJ][VJ[c 18.3 63

357 ollelicJveterogeneityJatJtheJqRåJzocusJwdentifiedJbyJWholeWuenomeJαequencingJinJ–ultiWancestryJ
qohortsXJAmericangJournalgofgHumangGeneticsVJ2020VJ[ZdVJ[[]W[]Z 11 2

356 ueneticsJofJschizophreniaJinJtheJαouthJofricanJXhosaXJScienceVJ2020VJadeVJcdgWcea 33.3 44

355 riseaseWassociatedJqβ  pz[JmutationJimpairsJsomaticJhypermutationJbyJdecreasingJnuclearJowrXJ
JournalgofgClinicalgInvestigationVJ2020VJ[aZVJbb[[Wbb]] 15.9 5

354 vumanJ yJcellJdeficiencyJasJaJresultJofJbiallelicJmutationsJinJ–q–[ZXJJournalgofgClinicalg
InvestigationVJ2020VJ[aZVJc]e]Wc]fd 15.9 15

353 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionXJ
PLoSgBiologyVJ2020VJ[fVJeaZZZgcb 9.7 24

352
sås W]cXJsXqsåβwO ozJqzw wqozJo rJw–ouw uJRsαåO αsJβOJβRyWw vwpwβwO Jw JoJåoβws βJ
WwβvJαδåRoβs βORwozJsås rY–O–oJvoRpORw uJ βRy]Jus sJtδαwO XJNeurouOncologyVJ2020VJ
]]VJiiia[]Wiiia[a

1 78

351 åoβvW]eXJ–δβoβwO JrsβsqβwO Jδαw uJåzoα–oJqszzWtRssJr oJw JqvwzrRs JWwβvJqs βRozJ
 sRVOδαJαYαβs–Jβδ–ORαXJNeurouOncologyVJ2020VJ]]VJiiibaZWiiibaZ 1 78

(2020-2021)

3



350
åoβvW]gXJvwuvJtRséδs qYJOtJqzw wqozzYWRszsVo βJβδ–ORJVoRwo βαJrsβsqβsrJpYJ
–OzsqδzoRJβsαβw uJOtJvwuvWRwαyJåsrwoβRwqJq αJβδ–ORαJâ��JåRszw–w oRYJtw rw uαJtRO–J
βvsJβsXoαJyidsqanαeqJαβδrYXJNeurouOncologyVJ2020VJ]]VJiiibaZWiiibaZ

1 78

349 αawflyJuenomesJRevealJsvolutionaryJocquisitionsJβhatJtosteredJtheJ–egaWRadiationJofJåarasitoidJ
andJsusocialJvymenopteraXJGenomegBiologygandgEvolutionVJ2020VJ[]VJ[ZggW[[ff 3.9 7

348 OligonucleotideJcaptureJsequencingJofJtheJαoRαWqoVW]JgenomeJandJsubgenomicJfragmentsJfromJ
qOVwrW[gJindividualsJ2020VJ 8

347 OligonucleotideJqaptureJαequencingJofJtheJαoRαWqoVW]JuenomeJandJαubgenomicJtragmentsJfromJ
qOVwrW[gJwndividualsJ2020VJ 7

346 oJdiagnosticJceilingJforJexomeJsequencingJinJcerebellarJataxiaJandJrelatedJneurologicalJdisordersXJ
HumangMutationVJ2020VJb[VJbfeWcZ[ 4.7 24

345 ueneticJpurdenJqontributingJtoJsxtremelyJzowJorJvighJponeJ–ineralJrensityJinJaJαeniorJ–aleJ
åopulationJtromJtheJOsteoporoticJtracturesJinJ–enJαtudyJR–rOαSXJJBMRgPlusVJ2020VJbVJe[Zaac 3.9 1

344 WholeJgenomeJsequenceJanalysisJofJpulmonaryJfunctionJandJqOårJinJ[gVggdJmultiWethnicJ
participantsXJNaturegCommunicationsVJ2020VJ[[VJc[f] 17.4 6

343 zowWlevelJparentalJsomaticJmosaicJα VsJinJexomesJfromJaJlargeJcohortJofJtriosJwithJdiverseJ
suspectedJ–endelianJconditionsXJGeneticsgingMedicineVJ2020VJ]]VJ[edfW[eed 8.1 11

342 åq–[JisJnecessaryJforJfocalJciliaryJintegrityJandJisJaJcandidateJforJsevereJschizophreniaXJNatureg
CommunicationsVJ2020VJ[[VJcgZa 17.4 4

341 zossJofJtheJåolyketideJαynthaseJαtlpJResultsJinJαtalkJqellJOverproductionJinJåolysphondyliumJ
violaceumXJGenomegBiologygandgEvolutionVJ2020VJ[]VJdebWdfa 3.9 2

340  extJuenerationJαequencingJofJ[abJqhildrenJwithJoutismJαpectrumJrisorderJandJRegressionXJGenes
VJ2020VJ[[VJ 4.2 7

339 uenomeWenabledJinsightsJintoJtheJbiologyJofJthripsJasJcropJpestsXJBMCgBiologyVJ2020VJ[fVJ[b] 7.3 17

338 vighWdepthJofricanJgenomesJinformJhumanJmigrationJandJhealthXJNatureVJ2020VJcfdVJeb[Webf 50.4 75

337 åhenotypicJexpansionJinJywt[oWrelatedJdominantJdisordershJoJdescriptionJofJnovelJvariantsJandJ
reviewJofJpublishedJcasesXJHumangMutationVJ2020VJb[VJ]ZgbW][Zb 4.7 1

336 qommunityWbasedJrecruitmentJandJexomeJsequencingJindicatesJhighJdiagnosticJyieldJinJadultsJwithJ
intellectualJdisabilityXJMoleculargGeneticsgnamp;gGenomicgMedicineVJ2020VJfVJe[bag 2.3 1

335 wntegratedJsequencingJandJarrayJcomparativeJgenomicJhybridizationJinJfamilialJåarkinsonJdiseaseXJ
Neurology:gGeneticsVJ2020VJdVJebgf 3.8 5

334 αequenceJanalysisJinJrevealsJpervasivenessJofJXWYJarmsJracesJinJmammalianJlineagesXJGenomeg
ResearchVJ2020VJaZVJ[e[dW[e]d 9.7 6

333 WholeJexomeJsequencingJstudyJidentifiesJnovelJrareJandJcommonJolzheimerQsWossociatedJvariantsJ
involvedJinJimmuneJresponseJandJtranscriptionalJregulationXJMoleculargPsychiatryVJ2020VJ]cVJ[fcgW[fec 15.1 106
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332 WholeJexomeJsequencingJinJaJlargeJpedigreeJwithJrq–JidentifiesJaJnovelJmutationJinXJActag
CardiologicaVJ2020VJecVJebfWeca 0.9 5

331 qohortJårofilehJβheJRightJrrugVJRightJroseVJRightJβimehJδsingJuenomicJrataJtoJwndividualizeJ
βreatmentJårotocolJRRwuvβJårotocolSXJInternationalgJournalgofgEpidemiologyVJ2020VJbgVJ]aW]bk 7.8 19

330 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionJ
2020VJ[fVJeaZZZgcb

329 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionJ
2020VJ[fVJeaZZZgcb

328 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionJ
2020VJ[fVJeaZZZgcb

327 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionJ
2020VJ[fVJeaZZZgcb

326 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionJ
2020VJ[fVJeaZZZgcb

325 årimateJphylogenomicsJuncoversJmultipleJrapidJradiationsJandJancientJinterspecificJintrogressionJ
2020VJ[fVJeaZZZgcb

324
–olecularJprofilingJpredictsJmeningiomaJrecurrenceJandJrevealsJlossJofJrRso–JcomplexJrepressionJ
inJaggressiveJtumorsXJProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofg
AmericaVJ2019VJ[[dVJ][e[cW][e]d

11.5 49

323 varmonizingJqlinicalJαequencingJandJwnterpretationJforJtheJe–sRusJwwwJ etworkXJAmericangJournalg
ofgHumangGeneticsVJ2019VJ[ZcVJcffWdZc 11 63

322 wdentificationJofJåolycysticJyidneyJriseaseJ[JzikeJ[JueneJVariantsJinJqhildrenJWithJpiliaryJotresiaJ
αplenicJ–alformationJαyndromeXJHepatologyVJ2019VJeZVJfggWg[Z 11.2 35

321 βheJcomparativeJgenomicsJandJcomplexJpopulationJhistoryJofJbaboonsXJSciencegAdvancesVJ2019VJcVJeaaudgbe14.3 69

320 sxomeJαequencingJofJaJårimaryJOvarianJwnsufficiencyJqohortJRevealsJqommonJ–olecularJstiologiesJ
forJaJαpectrumJofJriseaseXJJournalgofgClinicalgEndocrinologygandgMetabolismVJ2019VJ[ZbVJaZbgWaZde 5.6 30

319 ReanalysisJofJqlinicalJsxomeJαequencingJrataXJNewgEnglandgJournalgofgMedicineVJ2019VJafZVJ]befW]bfZ 59.2 109

318 qopyJnumberJvariantJandJrunsJofJhomozygosityJdetectionJbyJmicroarraysJenabledJmoreJpreciseJ
molecularJdiagnosesJinJ[[VZ]ZJclinicalJexomeJcasesXJGenomegMedicineVJ2019VJ[[VJaZ 14.4 27

317 zeveragingJvumanJ–icrobiomeJteaturesJtoJriagnoseJandJαtratifyJqhildrenJwithJwrritableJpowelJ
αyndromeXJJournalgofgMoleculargDiagnosticsVJ2019VJ][VJbbgWbd[ 5.1 33

316 wnterchromosomalJtemplateWswitchingJasJaJnovelJmolecularJmechanismJforJimprintingJ
perturbationsJassociatedJwithJβempleJsyndromeXJGenomegMedicineVJ2019VJ[[VJ]c 14.4 14

315 wgubWrelatedJdiseasehJossociationJwithJaJrareJgeneJvariantJexpressedJinJcytotoxicJβJcellsXJMolecularg
Geneticsgnamp;gGenomicgMedicineVJ2019VJeVJedfd 2.3 6

(2019-2020)
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314 otlasWq VhJaJvalidatedJapproachJtoJcallJsingleWexonJq VsJinJtheJe–sRusαeqJgeneJpanelXJGeneticsging
MedicineVJ2019VJ][VJ][acW][bb 8.1 13

313
reJnovoJandJinheritedJβqt]ZJpathogenicJvariantsJareJassociatedJwithJintellectualJdisabilityVJ
dysmorphicJfeaturesVJhypotoniaVJandJneurologicalJimpairmentsJwithJsimilaritiesJtoJαmithW–agenisJ
syndromeXJGenomegMedicineVJ2019VJ[[VJ[]

14.4 7

312 RareJvariantsJinJαzqco[ZJareJassociatedJwithJserumJ[VcWanhydroglucitolJR[VcWouSJinJtheJ
otherosclerosisJRiskJinJqommunitiesJRoRwqSJαtudyXJScientificgReportsVJ2019VJgVJcgb[ 4.9 3

311 –olecularJevolutionaryJtrendsJandJfeedingJecologyJdiversificationJinJtheJvemipteraVJanchoredJbyJ
theJmilkweedJbugJgenomeXJGenomegBiologyVJ2019VJ]ZVJdb 18.3 60

310 oJcomprehensiveJiterativeJapproachJisJhighlyJeffectiveJinJdiagnosingJindividualsJwhoJareJexomeJ
negativeXJGeneticsgingMedicineVJ2019VJ][VJ[d[W[e] 8.1 36

309 sxomeJsequencingJofJbceJautismJfamiliesJrecruitedJonlineJprovidesJevidenceJforJautismJriskJgenesXJ
NpjgGenomicgMedicineVJ2019VJbVJ[g 6.2 84

308 –vqJgenotypingJfromJrhesusJmacaqueJexomeJsequencesXJImmunogeneticsVJ2019VJe[VJca[Wcbb 3.2 9

307 βheJuenomicsJofJorthrogryposisVJaJqomplexJβraithJqandidateJuenesJandJturtherJsvidenceJforJ
OligogenicJwnheritanceXJAmericangJournalgofgHumangGeneticsVJ2019VJ[ZcVJ[a]W[cZ 11 50

306 åaralogJαtudiesJougmentJueneJriscoveryhJrrXJandJrvXJuenesXJAmericangJournalgofgHumang
GeneticsVJ2019VJ[ZcVJaZ]Wa[d 11 19

305 oJnovelJdisorderJinvolvingJdyshematopoiesisVJinflammationVJandJvzvJdueJtoJaberrantJqrqb]J
functionXJJournalgofgExperimentalgMedicineVJ2019VJ][dVJ]eefW]egg 16.6 71

304 oJuenocentricJopproachJtoJriscoveryJofJ–endelianJrisordersXJAmericangJournalgofgHumangGeneticsVJ
2019VJ[ZcVJgebWgfd 11 18

303 uenomicJqharacterizationJofJaJåediatricJqohortJwithJ onW–alignantJzymphoproliferativeJrisordersXJ
BloodVJ2019VJ[abVJfaWfa 2.2

302 piWallelicJVariantsJinJβO αzJqauseJαåO oαβRw–sJrysplasiaJandJaJαpectrumJofJαkeletalJrysplasiaJ
åhenotypesXJAmericangJournalgofgHumangGeneticsVJ2019VJ[ZbVJb]]Wbaf 11 10

301
sxpandingJtheJαpectrumJofJpotWRelatedJrisordershJreJ ovoJVariantsJinJα–oRqq]JqauseJaJ
αyndromeJwithJwntellectualJrisabilityJandJrevelopmentalJrelayXJAmericangJournalgofgHumang
GeneticsVJ2019VJ[ZbVJ[dbW[ef

11 27

300 wnsightsJintoJgeneticsVJhumanJbiologyJandJdiseaseJgleanedJfromJfamilyJbasedJgenomicJstudiesXJ
GeneticsgingMedicineVJ2019VJ][VJegfWf[] 8.1 100

299 ueneticJarchitectureJofJlateralityJdefectsJrevealedJbyJwholeJexomeJsequencingXJEuropeangJournalg
ofgHumangGeneticsVJ2019VJ]eVJcdaWcea 5.3 24

298 oJbiallelicJo βXR[JvariantJexpandsJtheJanthraxJtoxinJreceptorJassociatedJphenotypeJtoJtoothJ
agenesisXJAmericangJournalgofgMedicalgGeneticstgPartgAVJ2018VJ[edVJ[Z[cW[Z]] 2.5 9

297 αheepJgenomeJfunctionalJannotationJrevealsJproximalJregulatoryJelementsJcontributedJtoJtheJ
evolutionJofJmodernJbreedsXJNaturegCommunicationsVJ2018VJgVJfcg 17.4 61
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296 piallelicJ–utationsJinJoβåct[rVJwhichJsncodesJaJαubunitJofJoβåJαynthaseVJqauseJaJ–etabolicJ
risorderXJAmericangJournalgofgHumangGeneticsVJ2018VJ[Z]VJbgbWcZb 11 44

295 qhemistryWtirstJopproachJforJ ominationJofJåersonalizedJβreatmentJinJzungJqancerXJCellVJ2018VJ
[eaVJfdbWfefXe]g 56.2 58

294 βheJroleJofJtRs–]JandJtRoα[JinJtheJdevelopmentJofJcongenitalJdiaphragmaticJherniaXJHumang
MoleculargGeneticsVJ2018VJ]eVJ]ZdbW]Zec 5.6 9

293 βheJβoxicogenomeJofJvyalellaJaztecahJoJ–odelJforJαedimentJscotoxicologyJandJsvolutionaryJ
βoxicologyXJEnvironmentalgSciencegnamp;gTechnologyVJ2018VJc]VJdZZgWdZ]] 10.3 54

292 αequenceWpasedJonalysisJofJzipidWRelatedJ–etabolitesJinJaJ–ultiethnicJαtudyXJGeneticsVJ2018VJ]ZgVJdZeWd[d4 4

291 αåoRyhJoJδαJqohortJofJcZVZZZJtamiliesJtoJoccelerateJoutismJResearchXJNeuronVJ2018VJgeVJbffWbga 13.9 112

290 vemimetabolousJgenomesJrevealJmolecularJbasisJofJtermiteJeusocialityXJNaturegEcologygandg
EvolutionVJ2018VJ]VJcceWcdd 12.3 120

289 –utationsJinJåway[[Z˛·JcauseJimpairedJnaturalJkillerJcellJfunctionJpartiallyJrescuedJbyJrapamycinJ
treatmentXJJournalgofgAllergygandgClinicalgImmunologyVJ2018VJ[b]VJdZcWd[eXee 11.5 28

288 αootyJmangabeyJgenomeJsequenceJprovidesJinsightJintoJowrαJresistanceJinJaJnaturalJαwVJhostXJ
NatureVJ2018VJccaVJeeWf[ 50.4 57

287 åhenotypicJexpansionJilluminatesJmultilocusJpathogenicJvariationXJGeneticsgingMedicineVJ2018VJ]ZVJ[c]fW[cae8.1 71

286 årioritizationJofJqandidateJuenesJforJqongenitalJriaphragmaticJverniaJinJaJqriticalJRegionJonJ
qhromosomeJbp[dJusingJaJ–achineWzearningJolgorithmXJJournalgofgPediatricgGeneticsVJ2018VJeVJ[dbW[ea 0.7 7

285 wdentificationJofJlikelyJpathogenicJandJknownJvariantsJinJβαåsoRVJzo–paVJpqORVJandJW β[ZoJinJ
fourJβurkishJfamiliesJwithJtoothJagenesisXJHumangGeneticsVJ2018VJ[aeVJdfgWeZa 6.3 13

284 wRt]påzJwsJossociatedJwithJ eurologicalJåhenotypesXJAmericangJournalgofgHumangGeneticsVJ2018VJ
[ZaVJ]bcW]dZ 11 39

283 qomparativeJgenomicsJofJtheJminiatureJwaspJandJpestJcontrolJagentJβrichogrammaJpretiosumXJ
BMCgBiologyVJ2018VJ[dVJcb 7.3 33

282 slucidatingJtheJmolecularJpathogenesisJofJgliomahJintegratedJgermlineJandJsomaticJprofilingJofJaJ
familialJgliomaJcaseJseriesXJNeurouOncologyVJ2018VJ]ZVJ[d]cW[daa 1 6

281 –ismatchJrepairJgeneJmutationsJleadJtoJlynchJsyndromeJcolorectalJcancerJinJrhesusJmacaquesXJ
GenesgandgCancerVJ2018VJgVJ[b]W[c] 2.9 10

280 åhenotypeJexpansionJandJdevelopmentJinJyosakiJovergrowthJsyndromeXJClinicalgGeneticsVJ2018VJgaVJg[gWg]b4 17

279 qharacterizingJreducedJcoverageJregionsJthroughJcomparisonJofJexomeJandJgenomeJsequencingJ
dataJacrossJ[ZJcentersXJGeneticsgingMedicineVJ2018VJ]ZVJfccWfdd 8.1 16

(2018-2018)
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278 å[W[bghJβvsJozZvsw–sRQαJrwαsoαsJαséδs qw uJåROxsqβJRorαåSJroβoJδåroβsJ]Z[fJ2018VJ[bVJåaaaWåaab

277 αpontaneousJαpongiformJprainstemJregenerationJinJaJYoungJ–ouseJzemurJRSJwithJqonspicuousJ
pehavioralVJ–otorVJurowthVJandJOcularJåathologiesXJComparativegMedicineVJ2018VJdfVJbfgWbgc 1.6 1

276 βheJgenomeJofJtheJwaterJstriderJuerrisJbuenoiJrevealsJexpansionsJofJgeneJrepertoiresJassociatedJ
withJadaptationsJtoJlifeJonJtheJwaterXJBMCgGenomicsVJ2018VJ[gVJfa] 4.5 32

275 qlinicalJexomeJsequencingJforJfetusesJwithJultrasoundJabnormalitiesJandJaJsuspectedJ–endelianJ
disorderXJGenomegMedicineVJ2018VJ[ZVJeb 14.4 65

274 ReproductiveJzongevityJåredictsJ–utationJRatesJinJårimatesXJCurrentgBiologyVJ2018VJ]fVJa[gaWa[geXec 6.3 48

273 βemporalJdevelopmentJofJtheJgutJmicrobiomeJinJearlyJchildhoodJfromJtheJβsrrYJstudyXJNatureVJ
2018VJcd]VJcfaWcff 50.4 619

272 åhenotypicJexpansionJinJWJaJcommonJcauseJofJintellectualJdisabilityJinJfemalesXJAnnalsgofgClinicalgandg
TranslationalgNeurologyVJ2018VJcVJ[]eeW[]fc 5.3 37

271 qommonJqodingJVariantsJinJoreJossociatedJWithJtheJ av[XfJzateJqurrentJandJqardiacJqonductionXJ
CirculationgGenomicgandgPrecisiongMedicineVJ2018VJ[[VJeZZ[dda 5.2 14

270 veterozygousJβruncatingJVariantsJinJåO–åJsscapeJ onsenseW–ediatedJrecayJandJqauseJaJδniqueJ
wmmuneJrysregulatoryJαyndromeXJAmericangJournalgofgHumangGeneticsVJ2018VJ[Z]VJ[[]dW[[b] 11 80

269 snrichmentJofJmutationsJinJchromatinJregulatorsJinJpeopleJwithJRettJsyndromeJlackingJmutationsJ
inJ–sqå]XJGeneticsgingMedicineVJ2017VJ[gVJ[aW[g 8.1 52

268 βheJδndiagnosedJriseasesJ etworkhJocceleratingJriscoveryJaboutJvealthJandJriseaseXJAmericang
JournalgofgHumangGeneticsVJ2017VJ[ZZVJ[fcW[g] 11 102

267 åracticalJopproachesJforJWholeWuenomeJαequenceJonalysisJofJveartWJandJploodWRelatedJβraitsXJ
AmericangJournalgofgHumangGeneticsVJ2017VJ[ZZVJ]ZcW][c 11 29

266 oJRecurrentJreJ ovoJVariantJinJ oqq[JqausesJaJαyndromeJqharacterizedJbyJwnfantileJspilepsyVJ
qataractsVJandJårofoundJrevelopmentalJrelayXJAmericangJournalgofgHumangGeneticsVJ2017VJ[ZZVJabaWac[ 11 23

265
βheJnextJgenerationJofJpopulationWbasedJspinalJmuscularJatrophyJcarrierJscreeninghJcomprehensiveJ
panWethnicJα– [JcopyWnumberJandJsequenceJvariantJanalysisJbyJmassivelyJparallelJsequencingXJ
GeneticsgingMedicineVJ2017VJ[gVJgadWgbb

8.1 36

264 onJOrganismalJq VJ–utatorJåhenotypeJRestrictedJtoJsarlyJvumanJrevelopmentXJCellVJ2017VJ[dfVJfaZWfb]Xee56.2 53

263 –oRRVszhJwntegrationJofJvumanJandJ–odelJOrganismJueneticJResourcesJtoJtacilitateJtunctionalJ
onnotationJofJtheJvumanJuenomeXJAmericangJournalgofgHumangGeneticsVJ2017VJ[ZZVJfbaWfca 11 104

262 svolutionaryJvistoryJofJqhemosensoryWRelatedJueneJtamiliesJacrossJtheJorthropodaXJMolecularg
BiologygandgEvolutionVJ2017VJabVJ[fafW[fd] 8.3 94

261 sxomeJsequencingJrevealsJnovelJgeneticJlociJinfluencingJobesityWrelatedJtraitsJinJvispanicJchildrenXJ
ObesityVJ2017VJ]cVJ[]eZW[]ed 8 9
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260 onJexomeJsequencingJstudyJofJ–oebiusJsyndromeJincludingJatypicalJcasesJrevealsJanJindividualJ
withJqtsO–aoJandJaJmutationXJJournalgofgPhysicalgEducationgandgSportsgManagementVJ2017VJaVJaZZZgfb 2.8 12

259 sxtremelyJlowWcoverageJwholeJgenomeJsequencingJinJαouthJosiansJcapturesJpopulationJgenomicsJ
informationXJBMCgGenomicsVJ2017VJ[fVJagd 4.5 18

258 zessonsJlearnedJfromJadditionalJresearchJanalysesJofJunsolvedJclinicalJexomeJcasesXJGenomeg
MedicineVJ2017VJgVJ]d 14.4 125

257 wmprovedJfullWlengthJkillerJcellJimmunoglobulinWlikeJreceptorJtranscriptJdiscoveryJinJ–auritianJ
cynomolgusJmacaquesXJImmunogeneticsVJ2017VJdgVJa]cWaag 3.2 18

256 uermlineJmutationsJinJopz[JcauseJanJautosomalJdominantJsyndromeJcharacterizedJbyJcongenitalJ
heartJdefectsJandJskeletalJmalformationsXJNaturegGeneticsVJ2017VJbgVJd[aWd[e 36.3 29

255 ResolutionJofJriseaseJåhenotypesJResultingJfromJ–ultilocusJuenomicJVariationXJNewgEnglandg
JournalgofgMedicineVJ2017VJaedVJ][Wa[ 59.2 391

254 oJαyndromicJ eurodevelopmentalJrisorderJqausedJbyJreJ ovoJVariantsJinJsptaXJAmericangJournalg
ofgHumangGeneticsVJ2017VJ[ZZVJ[]fW[ae 11 65

253 zossJofJ ardilysinVJaJ–itochondrialJqoWchaperoneJforJ˛–WyetoglutarateJrehydrogenaseVJåromotesJ
mβORq[JoctivationJandJ eurodegenerationXJNeuronVJ2017VJgaVJ[[cW[a[ 13.9 65

252 δseJofJsxomeJαequencingJforJwnfantsJinJwntensiveJqareJδnitshJoscertainmentJofJαevereJαingleWueneJ
risordersJandJsffectJonJ–edicalJ–anagementXJJAMAgPediatricsVJ2017VJ[e[VJe[eabaf 8.3 215

251 WholeJexomeJsequencingJinJtheJtraminghamJveartJαtudyJidentifiesJrareJvariationJinJvYoz]JthatJ
influencesJplateletJaggregationXJThrombosisgandgHaemostasisVJ2017VJ[[eVJ[ZfaW[Zg] 7 9

250 WholeJexomeJsequencingJinJab]JcongenitalJcardiacJleftJsidedJlesionJcasesJrevealsJextensiveJgeneticJ
heterogeneityJandJcomplexJinheritanceJpatternsXJGenomegMedicineVJ2017VJgVJgc 14.4 21

249 βheJhouseJspiderJgenomeJrevealsJanJancientJwholeWgenomeJduplicationJduringJarachnidJevolutionXJ
BMCgBiologyVJ2017VJ[cVJd] 7.3 182

248 vybridJdeJnovoJgenomeJassemblyJandJcentromereJcharacterizationJofJtheJgrayJmouseJlemurJ
R–icrocebusJmurinusSXJBMCgBiologyVJ2017VJ[cVJ[[Z 7.3 40

247 βheJgutJmycobiomeJofJtheJvumanJ–icrobiomeJårojectJhealthyJcohortXJMicrobiomeVJ2017VJcVJ[ca 16.6 324

246  eonatalJfracturesJasJaJpresentingJfeatureJofJz–OraWassociatedJcongenitalJmyopathyXJAmericang
JournalgofgMedicalgGeneticstgPartgAVJ2017VJ[eaVJ]efgW]egb 2.5 12

245 δnravelingJgeneticJpredispositionJtoJfamilialJorJearlyJonsetJgastricJcancerJusingJgermlineJ
wholeWexomeJsequencingXJEuropeangJournalgofgHumangGeneticsVJ2017VJ]cVJ[]bdW[]c] 5.3 27

244 WholeWgenomeJsequencingJstudyJofJserumJpeptideJlevelshJtheJotherosclerosisJRiskJinJqommunitiesJ
studyXJHumangMoleculargGeneticsVJ2017VJ]dVJabb]WabcZ 5.6 16

243 RsαβJtinalWsxonWβruncatingJ–utationsJqauseJvereditaryJuingivalJtibromatosisXJAmericangJournalgofg
HumangGeneticsVJ2017VJ[Z[VJ[bgW[cd 11 25

(2017-2017)
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242
WholeWexomeJsequencingJinJtheJmolecularJdiagnosisJofJindividualsJwithJcongenitalJanomaliesJofJ
theJkidneyJandJurinaryJtractJandJidentificationJofJaJnewJcausativeJgeneXJGeneticsgingMedicineVJ2017VJ
[gVJb[]Wb]Z

8.1 53

241 årimaryJimmunodeficiencyJdiseaseshJuenomicJapproachesJdelineateJheterogeneousJ–endelianJ
disordersXJJournalgofgAllergygandgClinicalgImmunologyVJ2017VJ[agVJ]a]W]bc 11.5 164

240 [åaâ��ZgZ]hJβvsJozZvsw–sRQsJrwαsoαsJαséδs qw uJåROxsqβJRorαåSJroβoJδåroβsJ]Z[eJ2017VJ[aVJågdfWågdf

239 αVachrahJaJtoolJtoJidentifyJgenomicJstructuralJvariationJinJmateJpairJsequencingJdataJcontainingJ
inwardJandJoutwardJfacingJreadsXJBMCgGenomicsVJ2017VJ[fVJdg[ 4.5 3

238 piallelicJmutationsJinJwRtfJimpairJhumanJ yJcellJmaturationJandJfunctionXJJournalgofgClinicalg
InvestigationVJ2017VJ[]eVJaZdWa]Z 15.9 53

237 vomozygousJandJhemizygousJq VJdetectionJfromJexomeJsequencingJdataJinJaJ–endelianJdiseaseJ
cohortXJNucleicgAcidsgResearchVJ2017VJbcVJ[daaW[dbf 20.1 70

236 –utationsJinJtheJnuclearJbileJacidJreceptorJtXRJcauseJprogressiveJfamilialJintrahepaticJcholestasisXJ
NaturegCommunicationsVJ2016VJeVJ[Ze[a 17.4 174

235 piWallelicJ–utationsJinJåyr[z[JoreJossociatedJwithJzateralityJrefectsJinJvumansXJAmericangJournalg
ofgHumangGeneticsVJ2016VJggVJffdWfga 11 42

234 RecurrentJreJ ovoJandJpiallelicJVariationJofJoβoraoVJsncodingJaJ–itochondrialJ–embraneJåroteinVJ
ResultsJinJristinctJ eurologicalJαyndromesXJAmericangJournalgofgHumangGeneticsVJ2016VJggVJfa[Wfbc 11 113

233
βargetedJsequencingJofJgenomeJwideJsignificantJlociJassociatedJwithJboneJmineralJdensityJRp–rSJ
revealsJsignificantJnovelJandJrareJvariantshJtheJqohortsJforJveartJandJogingJResearchJinJuenomicJ
spidemiologyJRqvoRusSJtargetedJsequencingJstudyXJHumangMoleculargGeneticsVJ2016VJ]cVJc]abWc]ba

5.6 6

232 åostmortemJgeneticJscreeningJforJtheJidentificationVJverificationVJandJreportingJofJgeneticJvariantsJ
contributingJtoJtheJsuddenJdeathJofJtheJyoungXJGenomegResearchVJ2016VJ]dVJ[[eZWe 9.7 17

231 βheJpopulationJgenomicsJofJrhesusJmacaquesJR–acacaJmulattaSJbasedJonJwholeWgenomeJ
sequencesXJGenomegResearchVJ2016VJ]dVJ[dc[W[dd] 9.7 76

230
uenomeJofJtheJosianJlonghornedJbeetleJRonoplophoraJglabripennisSVJaJgloballyJsignificantJinvasiveJ
speciesVJrevealsJkeyJfunctionalJandJevolutionaryJinnovationsJatJtheJbeetleWplantJinterfaceXJGenomeg
BiologyVJ2016VJ[eVJ]]e

18.3 161

229 wdentificationJofJaJRow[WassociatedJdiseaseJnetworkJthroughJintegrationJofJexomeJsequencingVJ
transcriptomicsVJandJarJgenomicsXJGenomegMedicineVJ2016VJfVJ[Zc 14.4 16

228 zossWofWfunctionJvariantsJinfluenceJtheJhumanJserumJmetabolomeXJSciencegAdvancesVJ2016VJ]VJe[dZZfZZ 14.3 27

227 onJopenJaccessJpilotJfreelyJsharingJcancerJgenomicJdataJfromJparticipantsJinJβexasXJScientificgDataVJ
2016VJaVJ[dZZ[Z 8.2 12

226 αVWαβoβJaccuratelyJdetectsJstructuralJvariationJviaJalignmentJtoJreferenceWbasedJassembliesXJ
SourcegCodegforgBiologygandgMedicineVJ2016VJ[[VJf 1.9 3

225 –ultilevelJuenomicsWpasedJβaxonomyJofJRenalJqellJqarcinomaXJCellgReportsVJ2016VJ[bVJ]bedWfg 10.6 228
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224 åsvOJαyndromeJ–ayJRepresentJåhenotypicJsxpansionJatJtheJαevereJsndJofJtheJsarlyWOnsetJ
sncephalopathiesXJPediatricgNeurologyVJ2016VJdZVJfaWe 2.9 22

223 åOuZJtruncatingJallelesJcauseJsyndromicJintellectualJdisabilityXJGenomegMedicineVJ2016VJfVJa 14.4 49

222 βwoJmaleJsibsJwithJsevereJmicrognathiaJandJaJmissenseJvariantJinJ–sr[]XJEuropeangJournalgofg
MedicalgGeneticsVJ2016VJcgVJadeWe] 2.6 9

221 wdentificationJofJwntellectualJrisabilityJuenesJinJtemaleJåatientsJwithJaJαkewedJXWwnactivationJ
åatternXJHumangMutationVJ2016VJaeVJfZbW[[ 4.7 51

220 RareJsxomeJαequenceJVariantsJinJqzq dJReduceJploodJåressureJzevelsJandJvypertensionJRiskXJ
Circulation:gCardiovasculargGeneticsVJ2016VJgVJdbWeZ 35

219 riagnosticJYieldJofJqlinicalJβumorJandJuermlineJWholeWsxomeJαequencingJforJqhildrenJWithJαolidJ
βumorsXJJAMAgOncologyVJ2016VJ]VJd[dWd]b 13.4 276

218 –olecularJdiagnosticJexperienceJofJwholeWexomeJsequencingJinJadultJpatientsXJGeneticsgingMedicineVJ
2016VJ[fVJdefWfc 8.1 149

217 –ultiallelicJåositionsJinJtheJvumanJuenomehJqhallengesJforJueneticJonalysesXJHumangMutationVJ
2016VJaeVJ]a[W]ab 4.7 14

216 ompullaryJqancersJvarborJsztaJβumorJαuppressorJueneJ–utationsJandJsxhibitJtrequentJW βJ
rysregulationXJCellgReportsVJ2016VJ[bVJgZeWg[g 10.6 75

215 RecurrentJ–uscleJWeaknessJwithJRhabdomyolysisVJ–etabolicJqrisesVJandJqardiacJorrhythmiaJrueJtoJ
piWallelicJβo uO]J–utationsXJAmericangJournalgofgHumangGeneticsVJ2016VJgfVJabeWce 11 58

214 δniqueJfeaturesJofJaJglobalJhumanJectoparasiteJidentifiedJthroughJsequencingJofJtheJbedJbugJ
genomeXJNaturegCommunicationsVJ2016VJeVJ[Z[dc 17.4 137

213 ossociationJofJtheJwut[JgeneJwithJfastingJinsulinJlevelsXJEuropeangJournalgofgHumangGeneticsVJ2016VJ
]bVJ[aaeWba 5.3 4

212 rVzaJollelesJResultingJinJaJW[JtrameshiftJofJtheJzastJsxonJ–ediateJoutosomalWrominantJRobinowJ
αyndromeXJAmericangJournalgofgHumangGeneticsVJ2016VJgfVJccaWcd[ 11 63

211 –onoallelicJandJpiallelicJVariantsJinJs–q[JwdentifiedJinJwndividualsJwithJulobalJrevelopmentalJ
relayVJvypotoniaVJαcoliosisVJandJqerebellarJotrophyXJAmericangJournalgofgHumangGeneticsVJ2016VJgfVJcd]WceZ11 45

210 uenomicJårofilingJofJåediatricJocuteJ–yeloidJzeukemiaJRevealsJaJqhangingJ–utationalJzandscapeJ
fromJriseaseJriagnosisJtoJRelapseXJCancergResearchVJ2016VJedVJ][geW]Zc 10.1 95

209 piallelicJ–utationsJinJδ qfZJqauseJåersistentJvypotoniaVJsncephalopathyVJurowthJRetardationVJ
andJαevereJwntellectualJrisabilityXJAmericangJournalgofgHumangGeneticsVJ2016VJgfVJ]Z]Wg 11 35

208 WholeWsxomeJαequencingJinJtamilialJåarkinsonJriseaseXJJAMAgNeurologyVJ2016VJeaVJdfWec 17.2 52

207 βheJroleJofJcombinedJα VJandJq VJburdenJinJpatientsJwithJdistalJsymmetricJpolyneuropathyXJ
GeneticsgingMedicineVJ2016VJ[fVJbbaWc[ 8.1 14

(2016-2016)
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206 WholeJsxomeJαequencingJinJotrialJtibrillationXJPLoSgGeneticsVJ2016VJ[]VJe[ZZd]fb 6 24

205 wntegratedJuenomicJonalysisJofJrownJαyndromeJocuteJzymphoblasticJzeukemiaJRevealsJRecurrentJ
qancerJueneJolterationsJandJsvidenceJofJtrequentJαubclonalJrriverJsventsXJBloodVJ2016VJ[]fVJbZfaWbZfa2.2

204 –olecularJetiologyJofJarthrogryposisJinJmultipleJfamiliesJofJmostlyJβurkishJoriginXJJournalgofgClinicalg
InvestigationVJ2016VJ[]dVJed]Wef 15.9 59

203
WholeJexomeJsequencingJidentifiesJtheJfirstJαβRoroJpointJmutationJinJaJpatientJwithJ
polyhydramniosVJmegalencephalyVJandJsymptomaticJepilepsyJsyndromeJRå–αsSXJAmericangJournalgofg
MedicalgGeneticstgPartgAVJ2016VJ[eZVJ][f[Wc

2.5 18

202
oJtRci[dSJtranslocationJisJtheJlikelyJdriverJofJaJsyndromeJwithJambiguousJgenitaliaVJfacialJ
dysmorphismVJintellectualJdisabilityVJandJspeechJdelayXJJournalgofgPhysicalgEducationgandgSportsg
ManagementVJ2016VJ]VJaZZZeZa

2.8 1

201 oJpotentialJfounderJvariantJinJinJthreeJ orwegianJfamiliesJwithJwartsVJmolluscumJcontagiosumVJandJ
βWcellJdysfunctionXJMoleculargGeneticsgnamp;gGenomicgMedicineVJ2016VJbVJdZbWd[d 2.3 45

200 –wåsåJrecessiveJvariantsJcauseJaJsyndromeJofJleftJventricularJnonWcompactionVJhypotoniaVJandJ
infantileJdeathXJGenomegMedicineVJ2016VJfVJ[Zd 14.4 29

199
WholeWexomeJsequencingJrevealsJanJinheritedJRcddXJmutationJofJtheJepithelialJsodiumJchannelJ
˛†WsubunitJinJaJcaseJofJearlyWonsetJphenotypeJofJziddleJsyndromeXJJournalgofgPhysicalgEducationgandg
SportsgManagementVJ2016VJ]VJaZZ[]cc

2.8 5

198  ovelJpatientWderivedJxenograftJandJcellJlineJmodelsJforJtherapeuticJtestingJofJpediatricJliverJ
cancerXJJournalgofgHepatologyVJ2016VJdcVJa]cWaa 13.4 35

197 qomprehensiveJåanWuenomicJqharacterizationJofJodrenocorticalJqarcinomaXJCancergCellVJ2016VJ]gVJe]aWead24.3 324

196 qlinicalJαequencingJsxploratoryJResearchJqonsortiumhJocceleratingJsvidenceWpasedJåracticeJofJ
uenomicJ–edicineXJAmericangJournalgofgHumangGeneticsVJ2016VJgfVJ[Zc[W[Zdd 11 107

195 ossociationJofJ–βORJ–utationsJWithJrevelopmentalJprainJrisordersVJwncludingJ–egalencephalyVJ
tocalJqorticalJrysplasiaVJandJåigmentaryJ–osaicismXJJAMAgNeurologyVJ2016VJeaVJfadWfbc 17.2 166

194
βheJwholeJgenomeJsequenceJofJtheJ–editerraneanJfruitJflyVJqeratitisJcapitataJRWiedemannSVJ
revealsJinsightsJintoJtheJbiologyJandJadaptiveJevolutionJofJaJhighlyJinvasiveJpestJspeciesXJGenomeg
BiologyVJ2016VJ[eVJ[g]

18.3 90

193 reJ ovoJβruncatingJVariantsJinJoαXz]JoreJossociatedJwithJaJδniqueJandJRecognizableJqlinicalJ
åhenotypeXJAmericangJournalgofgHumangGeneticsVJ2016VJggVJgg[Wggg 11 42

192
WholeWsxomeJαequencingJwdentifiesJzociJossociatedJwithJploodJqellJβraitsJandJRevealsJaJRoleJforJ
olternativeJutw[pJαpliceJVariantsJinJvumanJvematopoiesisXJAmericangJournalgofgHumangGeneticsVJ
2016VJggVJbf[Wf

11 31

191 –ultifacetedJbiologicalJinsightsJfromJaJdraftJgenomeJsequenceJofJtheJtobaccoJhornwormJmothVJ
–anducaJsextaXJInsectgBiochemistrygandgMoleculargBiologyVJ2016VJedVJ[[fW[be 4.5 112

190
vutteriteWtypeJcataractJmapsJtoJchromosomeJdp][Xa]Wp][Xa[VJcosegregatesJwithJaJhomozygousJ
mutationJinJzs–r]VJandJisJassociatedJwithJsuddenJcardiacJdeathXJMoleculargGeneticsgnamp;gGenomicg
MedicineVJ2016VJbVJeeWgb

2.3 16

189 WholeWexomeJsequencingJidentifiesJhomozygousJuåR[d[JmutationJinJaJfamilyJwithJpituitaryJstalkJ
interruptionJsyndromeXJJournalgofgClinicalgEndocrinologygandgMetabolismVJ2015VJ[ZZVJs[bZWe 5.6 46
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188 βargetedJsequencingJinJchromosomeJ[eqJlinkageJregionJidentifiesJfamilialJgliomaJcandidatesJinJtheJ
uliogeneJqonsortiumXJScientificgReportsVJ2015VJcVJf]ef 4.9 17

187 βheJueneticJpasisJofJ–endelianJåhenotypeshJriscoveriesVJqhallengesVJandJOpportunitiesXJAmericang
JournalgofgHumangGeneticsVJ2015VJgeVJ[ggW][c 11 432

186 onalysisJofJlossWofWfunctionJvariantsJandJ]ZJriskJfactorJphenotypesJinJfVccbJindividualsJidentifiesJlociJ
influencingJchronicJdiseaseXJNaturegGeneticsVJ2015VJbeVJdbZW] 36.3 39

185 qOåoJmutationsJimpairJsRWuolgiJtransportJandJcauseJhereditaryJautoimmuneWmediatedJlungJ
diseaseJandJarthritisXJNaturegGeneticsVJ2015VJbeVJdcbWdZ 36.3 188

184 βheJgenomesJofJtwoJkeyJbumblebeeJspeciesJwithJprimitiveJeusocialJorganizationXJGenomegBiologyVJ
2015VJ[dVJed 18.3 229

183 sxomeJsequencingJrevealsJhomozygousJβRw–]JmutationJinJaJpatientJwithJearlyJonsetJq–βJandJ
bilateralJvocalJcordJparalysisXJHumangGeneticsVJ2015VJ[abVJde[Wa 6.3 15

182 βheJdistributionJandJmutagenesisJofJshortJcodingJw rszsJfromJ[V[]fJwholeJexomesXJBMCgGenomicsVJ
2015VJ[dVJ[ba 4.5 8

181 åacpioWzwβαhJaJlargeWinsertJtargetedJsequencingJmethodJforJcharacterizationJofJhumanJ
diseaseWassociatedJchromosomalJstructuralJvariationsXJBMCgGenomicsVJ2015VJ[dVJ][b 4.5 48

180 [dαJgutJcommunityJofJtheJqameronJqountyJvispanicJqohortXJMicrobiomeVJ2015VJaVJe 16.6 38

179  ewJmutationsJinJtheJRop]fJgeneJinJ]JαpanishJfamiliesJwithJconeWrodJdystrophyXJJAMAg
OphthalmologyVJ2015VJ[aaVJ[aaWg 3.9 22

178 vomozygousJlossWofWfunctionJmutationsJinJαOvzv[JinJpatientsJwithJnonsyndromicJ
hypergonadotropicJhypogonadismXJJournalgofgClinicalgEndocrinologygandgMetabolismVJ2015VJ[ZZVJsfZfW[b5.6 25

177 RiseJandJfallJofJsubclonesJfromJdiagnosisJtoJrelapseJinJpediatricJpWacuteJlymphoblasticJleukaemiaXJ
NaturegCommunicationsVJ2015VJdVJddZb 17.4 215

176 rVz[JframeshiftJmutationsJclusteringJinJtheJpenultimateJexonJcauseJautosomalWdominantJRobinowJ
syndromeXJAmericangJournalgofgHumangGeneticsVJ2015VJgdVJd[]W]] 11 82

175 onJintegratedJmapJofJstructuralJvariationJinJ]VcZbJhumanJgenomesXJNatureVJ2015VJc]dVJecWf[ 50.4 1368

174 ollelicJ–utationsJofJywβzuVJsncodingJywβJzigandVJqauseJosymmetricJandJδnilateralJvearingJzossJandJ
WaardenburgJαyndromeJβypeJ]XJAmericangJournalgofgHumangGeneticsVJ2015VJgeVJdbeWdZ 11 40

173 uenesJthatJoffectJprainJαtructureJandJtunctionJwdentifiedJbyJRareJVariantJonalysesJofJ–endelianJ
 eurologicJriseaseXJNeuronVJ2015VJffVJbggWc[a 13.9 170

172 αtructureJandJfunctionJofJtheJhealthyJpreWadolescentJpediatricJgutJmicrobiomeXJMicrobiomeVJ2015VJ
aVJad 16.6 204

171 ossessingJstructuralJvariationJinJaJpersonalJgenomeWtowardsJaJhumanJreferenceJdiploidJgenomeXJ
BMCgGenomicsVJ2015VJ[dVJ]fd 4.5 117

(2015-2015)
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170 zuciliaJcuprinaJgenomeJunlocksJparasiticJflyJbiologyJtoJunderpinJfutureJinterventionsXJNatureg
CommunicationsVJ2015VJdVJeabb 17.4 51

169
sxtremeJαensoryJqomplexityJsncodedJinJtheJ[ZW–egabaseJrraftJuenomeJαequenceJofJtheJ
qhromaticallyJocclimatingJqyanobacteriumJβolypothrixJspXJåqqJedZ[XJGenomegAnnouncementsVJ
2015VJaVJ

23

168 ossociationJofJRareJzossWOfWtunctionJollelesJinJvozVJαerumJvistidinehJzevelsJandJwncidentJqoronaryJ
veartJriseaseXJCirculation:gCardiovasculargGeneticsVJ2015VJfVJac[Wc 29

167 vemichordateJgenomesJandJdeuterostomeJoriginsXJNatureVJ2015VJc]eVJbcgWdc 50.4 144

166 uenomicJprofilingJofJαˆ'zaryJsyndromeJidentifiesJalterationsJofJkeyJβJcellJsignalingJandJ
differentiationJgenesXJNaturegGeneticsVJ2015VJbeVJ[b]dWab 36.3 199

165 pqORWqq paJfusionsJareJfrequentJinJundifferentiatedJsarcomasJofJmaleJchildrenXJModerng
PathologyVJ2015VJ]fVJcecWfd 9.8 93

164 –utationsJinJqOz]eo[JcauseJαteelJsyndromeJandJsuggestJaJfounderJmutationJeffectJinJtheJåuertoJ
RicanJpopulationXJEuropeangJournalgofgHumangGeneticsVJ2015VJ]aVJab]Wd 5.3 36

163 αecondaryJfindingsJandJcarrierJtestJfrequenciesJinJaJlargeJmultiethnicJsampleXJGenomegMedicineVJ
2015VJeVJcb 14.4 42

162 RareJvariantsJinJtheJnotchJsignalingJpathwayJdescribeJaJnovelJtypeJofJautosomalJrecessiveJ
ylippelWteilJsyndromeXJAmericangJournalgofgMedicalgGeneticstgPartgAVJ2015VJ[deoVJ]egcWg 2.5 37

161 uenomicJsignaturesJofJcooperationJandJconflictJinJtheJsocialJamoebaXJCurrentgBiologyVJ2015VJ]cVJ[dd[Wc 6.3 37

160
WholeJsxomeJαequencingJwdentifiesJanJodultWOnsetJqaseJofJ–ethylmalonicJociduriaJandJ
vomocystinuriaJβypeJqJRcblqSJwithJ onWαyndromicJpullQsJsyeJ–aculopathyXJOphthalmicgGeneticsVJ
2015VJadVJ]eZWc

1.2 11

159 zossJofJtunctionJ–utationsJinJ  βJoreJossociatedJWithJzeftJVentricularJ oncompactionXJ
Circulation:gCardiovasculargGeneticsVJ2015VJfVJcbbWc] 37

158 βissueWspecificJtranscriptomeJsequencingJanalysisJexpandsJtheJnonWhumanJprimateJreferenceJ
transcriptomeJresourceJR våRβRSXJNucleicgAcidsgResearchVJ2015VJbaVJreaeWb] 20.1 46

157 reJ ovoJu–  J–utationsJqauseJoutosomalWrominantJårimordialJrwarfismJossociatedJwithJ
–eierWuorlinJαyndromeXJAmericangJournalgofgHumangGeneticsVJ2015VJgeVJgZbW[a 11 42

156 sxomeJαequenceJonalysisJαuggestsJthatJueneticJpurdenJqontributesJtoJåhenotypicJVariabilityJandJ
qomplexJ europathyXJCellgReportsVJ2015VJ[]VJ[[dgWfa 10.6 164

155 oJmassiveJexpansionJofJeffectorJgenesJunderliesJgallWformationJinJtheJwheatJpestJ–ayetiolaJ
destructorXJCurrentgBiologyVJ2015VJ]cVJd[aW]Z 6.3 126

154 qonvergentJevolutionJofJtheJgenomesJofJmarineJmammalsXJNaturegGeneticsVJ2015VJbeVJ]e]Wc 36.3 263

153 zowWfrequencyJandJrareJexomeJchipJvariantsJassociateJwithJfastingJglucoseJandJtypeJ]JdiabetesJ
susceptibilityXJNaturegCommunicationsVJ2015VJdVJcfge 17.4 147
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152 uermlineJmutationsJinJshelterinJcomplexJgenesJareJassociatedJwithJfamilialJgliomaXJJournalgofgtheg
NationalgCancergInstituteVJ2015VJ[ZeVJafb 9.7 133

151 ulobalJtranscriptionalJdisturbancesJunderlieJqorneliaJdeJzangeJsyndromeJandJrelatedJphenotypesXJ
JournalgofgClinicalgInvestigationVJ2015VJ[]cVJdadWc[ 15.9 106

150 åopulationJgenomicJanalysisJofJgd]JwholeJgenomeJsequencesJofJhumansJrevealsJnaturalJselectionJ
inJnonWcodingJregionsXJPLoSgONEVJ2015VJ[ZVJeZ[][dbb 3.7 12

149 zaunchingJgenomicsJintoJtheJcloudhJdeploymentJofJ–ercuryVJaJnextJgenerationJsequenceJanalysisJ
pipelineXJBMCgBioinformaticsVJ2014VJ[cVJaZ 3.6 154

148 tindingJtheJmissingJhoneyJbeeJgeneshJlessonsJlearnedJfromJaJgenomeJupgradeXJBMCgGenomicsVJ
2014VJ[cVJfd 4.5 284

147 –ammalianJYJchromosomesJretainJwidelyJexpressedJdosageWsensitiveJregulatorsXJNatureVJ2014VJ
cZfVJbgbWg 50.4 406

146 vumanJqzå[JmutationsJalterJtR oJbiogenesisVJaffectingJbothJperipheralJandJcentralJnervousJ
systemJfunctionXJCellVJ2014VJ[ceVJdadWcZ 56.2 147

145 βargetedJsequencingJinJcandidateJgenesJforJatrialJfibrillationhJtheJqohortsJforJveartJandJogingJ
ResearchJinJuenomicJspidemiologyJRqvoRusSJβargetedJαequencingJαtudyXJHeartgRhythmVJ2014VJ[[VJbc]We6.7 18

144 βransWancestryJmutationalJlandscapeJofJhepatocellularJcarcinomaJgenomesXJNaturegGeneticsVJ2014VJ
bdVJ[]deWea 36.3 491

143 –utationsJinJåδRoJcauseJprofoundJneonatalJhypotoniaVJseizuresVJandJencephalopathyJinJcqa[XaJ
microdeletionJsyndromeXJAmericangJournalgofgHumangGeneticsVJ2014VJgcVJcegWfa 11 65

142 wnactivatingJmutationsJinJ åq[z[JandJprotectionJfromJcoronaryJheartJdiseaseXJNewgEnglandgJournalg
ofgMedicineVJ2014VJae[VJ]Ze]Wf] 59.2 307

141 sxonucleaseJmutationsJinJr oJpolymeraseJepsilonJrevealJreplicationJstrandJspecificJmutationJ
patternsJandJhumanJoriginsJofJreplicationXJGenomegResearchVJ2014VJ]bVJ[ebZWcZ 9.7 187

140 oJdrosophilaJgeneticJresourceJofJmutantsJtoJstudyJmechanismsJunderlyingJhumanJgeneticJdiseasesXJ
CellVJ2014VJ[cgVJ]ZZW][b 56.2 239

139 βheJsomaticJgenomicJlandscapeJofJchromophobeJrenalJcellJcarcinomaXJCancergCellVJ2014VJ]dVJa[gWaaZ 24.3 521

138 qomparativeJvalidationJofJtheJrXJmelanogasterJmods qOrsJtranscriptomeJannotationXJGenomeg
ResearchVJ2014VJ]bVJ[]ZgW]a 9.7 95

137 uibbonJgenomeJandJtheJfastJkaryotypeJevolutionJofJsmallJapesXJNatureVJ2014VJc[aVJ[gcW]Z[ 50.4 241

136  R]t[JmutationsJcauseJopticJatrophyJwithJintellectualJdisabilityXJAmericangJournalgofgHumang
GeneticsVJ2014VJgbVJaZaWg 11 74

135
αtrategiesJtoJdesignJandJanalyzeJtargetedJsequencingJdatahJcohortsJforJveartJandJogingJResearchJ
inJuenomicJspidemiologyJRqvoRusSJqonsortiumJβargetedJαequencingJαtudyXJCirculation:g
CardiovasculargGeneticsVJ2014VJeVJaacWba

15
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134
αequencingJofJαq coJidentifiesJrareJandJcommonJvariantsJassociatedJwithJcardiacJconductionhJ
qohortsJforJveartJandJogingJResearchJinJuenomicJspidemiologyJRqvoRusSJqonsortiumXJCirculation:g
CardiovasculargGeneticsVJ2014VJeVJadcWea

7

133  ewJsyndromeJwithJretinitisJpigmentosaJisJcausedJbyJnonsenseJmutationsJinJretinolJ
dehydrogenaseJRrv[[XJHumangMoleculargGeneticsVJ2014VJ]aVJceebWfZ 5.6 27

132 βheJsheepJgenomeJilluminatesJbiologyJofJtheJrumenJandJlipidJmetabolismXJScienceVJ2014VJabbVJ[[dfW[[ea33.3 294

131 reJnovoJtruncatingJmutationsJinJovrq[JinJindividualsJwithJsyndromicJexpressiveJlanguageJdelayVJ
hypotoniaVJandJsleepJapneaXJAmericangJournalgofgHumangGeneticsVJ2014VJgbVJefbWg 11 40

130 RecurrentJq VsJandJα VsJatJtheJ åvå[JlocusJcontributeJpathogenicJallelesJtoJpardetWpiedlJ
syndromeXJAmericangJournalgofgHumangGeneticsVJ2014VJgbVJebcWcb 11 67

129  ovelJsomaticJandJgermlineJmutationsJinJintracranialJgermJcellJtumoursXJNatureVJ2014VJc[[VJ]b[Wc 50.4 131

128 –onoallelicJandJbiallelicJmutationsJinJ–op][z]JcauseJaJspectrumJofJmajorJeyeJmalformationsXJ
AmericangJournalgofgHumangGeneticsVJ2014VJgbVJg[cW]a 11 64

127 åu–aJmutationsJcauseJaJcongenitalJdisorderJofJglycosylationJwithJsevereJimmunodeficiencyJandJ
skeletalJdysplasiaXJAmericangJournalgofgHumangGeneticsVJ2014VJgcVJgdW[Ze 11 115

126 rraftJgenomeJsequencesJandJdescriptionJofJzactobacillusJrhamnosusJstrainsJza[VJzabVJandJzacXJ
StandardsgingGenomicgSciencesVJ2014VJgVJebbWcb 4

125
αequencingJofJ]JsubclinicalJatherosclerosisJcandidateJregionsJinJaddgJindividualshJqohortsJforJveartJ
andJogingJResearchJinJuenomicJspidemiologyJRqvoRusSJqonsortiumJβargetedJαequencingJαtudyXJ
Circulation:gCardiovasculargGeneticsVJ2014VJeVJacgWdb

11

124 WholeWexomeJsequencingJlinksJβ–qO[JdefectJsyndromeJwithJcerebroWfacioWthoracicJdysplasiaXJ
EuropeangJournalgofgHumangGeneticsVJ2014VJ]]VJ[[bcWf 5.3 13

123 sxonicJduplicationJq VJofJ rRu[JassociatedJwithJautosomalWrecessiveJv–α WzomYq–βbrXJ
GeneticsgingMedicineVJ2014VJ[dVJafdWagb 8.1 25

122  aturalJvariationJinJgenomeJarchitectureJamongJ]ZcJrrosophilaJmelanogasterJueneticJReferenceJ
åanelJlinesXJGenomegResearchVJ2014VJ]bVJ[[gaW]Zf 9.7 372

121 βheJfirstJmyriapodJgenomeJsequenceJrevealsJconservativeJarthropodJgeneJcontentJandJgenomeJ
organisationJinJtheJcentipedeJαtrigamiaJmaritimaXJPLoSgBiologyVJ2014VJ[]VJe[ZZ]ZZc 9.7 182

120 veterozygousJdeJnovoJandJinheritedJmutationsJinJtheJsmoothJmuscleJactinJRoqβu]SJgeneJunderlieJ
megacystisWmicrocolonWintestinalJhypoperistalsisJsyndromeXJPLoSgGeneticsVJ2014VJ[ZVJe[ZZb]cf 6 95

119
oro–[gJandJvβRbJvariantsJandJpulmonaryJfunctionhJqohortsJforJveartJandJogingJResearchJinJ
uenomicJspidemiologyJRqvoRusSJqonsortiumJβargetedJαequencingJαtudyXJCirculation:g
CardiovasculargGeneticsVJ2014VJeVJacZWf

6

118 –utationalJlandscapeJofJaggressiveJcutaneousJsquamousJcellJcarcinomaXJClinicalgCancergResearchVJ
2014VJ]ZVJdcf]Wg] 12.9 362

117  extWgenerationJsequencingJidentifiesJrareJvariantsJassociatedJwithJ oonanJsyndromeXJProceedingsg
ofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaVJ2014VJ[[[VJ[[beaWf 11.5 120
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116 qandidateJzociJossociatedJwithJowrαJVirusJReplicationJwdentifiedJbyJWholeJuenomeJαequencingJofJ
αwVWwnfectedJ–acaquesXJAIDSgResearchgandgHumangRetrovirusesVJ2014VJaZVJob[Wob[ 1.6 78

115 –icrocephalyVJepilepsyVJandJneonatalJdiabetesJdueJtoJcompoundJheterozygousJmutationsJinJ
wsRawå[hJinsightsJintoJtheJnaturalJhistoryJofJaJrareJdisorderXJPediatricgDiabetesVJ2014VJ[cVJ]c]Wd 3.6 27

114
qompoundJheterozygousJqORO[oJmutationsJinJsiblingsJwithJaJmucocutaneousWimmunodeficiencyJ
syndromeJofJepidermodysplasiaJverruciformisWvåVVJmolluscumJcontagiosumJandJgranulomatousJ
tuberculoidJleprosyXJJournalgofgClinicalgImmunologyVJ2014VJabVJfe[WgZ

5.7 65

113 –olecularJfindingsJamongJpatientsJreferredJforJclinicalJwholeWexomeJsequencingXJJAMAgugJournalgofg
thegAmericangMedicalgAssociationVJ2014VJa[]VJ[feZWg 27.4 915

112  eutralJgenomicJregionsJrefineJmodelsJofJrecentJrapidJhumanJpopulationJgrowthXJProceedingsgofg
thegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaVJ2014VJ[[[VJeceWd] 11.5 86

111
αequenceJvariationJinJβ–s–[fJinJassociationJwithJbodyJmassJindexhJqohortsJforJveartJandJogingJ
ResearchJinJuenomicJspidemiologyJRqvoRusSJqonsortiumJβargetedJαequencingJαtudyXJCirculation:g
CardiovasculargGeneticsVJ2014VJeVJabbWg

5

110
ossociationJofJlevelsJofJfastingJglucoseJandJinsulinJwithJrareJvariantsJatJtheJchromosomeJ
[[p[[X]W–orrJlocushJqohortsJforJveartJandJogingJResearchJinJuenomicJspidemiologyJRqvoRusSJ
qonsortiumJβargetedJαequencingJαtudyXJCirculation:gCardiovasculargGeneticsVJ2014VJeVJaebWaf]

9

109 WholeWexomeJsequencingJrevealsJuåwvpå[JmutationsJinJinfantileJcolitisJwithJsevereJ
hypertriglyceridemiaXJJournalgofgPediatricgGastroenterologygandgNutritionVJ2014VJcgVJ[eW][ 2.8 17

108 ossociationsJofJ w x]JsequenceJvariantsJwithJincidentJischemicJstrokeJinJtheJqohortsJforJveartJandJ
ogingJinJuenomicJspidemiologyJRqvoRusSJconsortiumXJPLoSgONEVJ2014VJgVJeggegf 3.7 8

107
αequenceJanalysisJofJsixJbloodJpressureJcandidateJregionsJinJbV[efJindividualshJtheJqohortsJforJ
veartJandJogingJResearchJinJuenomicJspidemiologyJRqvoRusSJtargetedJsequencingJstudyXJPLoSg
ONEVJ2014VJgVJe[Zg[cc

3.7 15

106 WholeJexomeJsequencingJidentifiesJnovelJgenesJforJfetalJhemoglobinJresponseJtoJhydroxyureaJinJ
childrenJwithJsickleJcellJanemiaXJPLoSgONEVJ2014VJgVJe[[ZebZ 3.7 24

105 wntegrativeJannotationJofJvariantsJfromJ[Zg]JhumanshJapplicationJtoJcancerJgenomicsXJScienceVJ2013
VJab]VJ[]accfe 33.3 281

104 qlinicalJwholeWexomeJsequencingJforJtheJdiagnosisJofJmendelianJdisordersXJNewgEnglandgJournalgofg
MedicineVJ2013VJadgVJ[cZ]W[[ 59.2 1393

103 wdentificationJofJβåcaJasJanJacuteJlymphocyticJleukemiaJsusceptibilityJgeneJthroughJexomeJ
sequencingXJPediatricgBloodgandgCancerVJ2013VJdZVJs[Wa 3 40

102 RareJcompleteJknockoutsJinJhumanshJpopulationJdistributionJandJsignificantJroleJinJautismJ
spectrumJdisordersXJNeuronVJ2013VJeeVJ]acWb] 13.9 190

101 sxploringJtheJutilityJofJwholeWexomeJsequencingJasJaJdiagnosticJtoolJinJaJchildJwithJatypicalJ
episodicJmuscleJweaknessXJClinicalgGeneticsVJ2013VJfaVJbceWbd[ 4 24

100 reJnovoJtruncatingJmutationsJinJoαXzaJareJassociatedJwithJaJnovelJclinicalJphenotypeJwithJ
similaritiesJtoJpohringWOpitzJsyndromeXJGenomegMedicineVJ2013VJcVJ[[ 14.4 103

99 WholeWgenomeJsequenceWbasedJanalysisJofJhighWdensityJlipoproteinJcholesterolXJNaturegGeneticsVJ
2013VJbcVJfggWgZ[ 36.3 117

(2013-2014)
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98 qombinedJsequenceWbasedJandJgeneticJmappingJanalysisJofJcomplexJtraitsJinJoutbredJratsXJNatureg
GeneticsVJ2013VJbcVJedeWec 36.3 131

97 –utationsJinJVRy[JassociatedJwithJcomplexJmotorJandJsensoryJaxonalJneuropathyJplusJ
microcephalyXJJAMAgNeurologyVJ2013VJeZVJ[bg[Wf 17.2 41

96 onalysisJofJrareVJexonicJvariationJamongstJsubjectsJwithJautismJspectrumJdisordersJandJpopulationJ
controlsXJPLoSgGeneticsVJ2013VJgVJe[ZZabba 6 108

95 sxomeJsequencingJidentificationJofJaJuxp[JmissenseJmutationJinJaJkindredJwithJXWlinkedJ
spinocerebellarJataxiaJRαqoWX[SXJHumangMoleculargGeneticsVJ2013VJ]]VJba]gWaf 5.6 20

94 sxomeJsequencingJresolvesJapparentJincidentalJfindingsJandJrevealsJfurtherJcomplexityJofJαvaβq]J
variantJallelesJcausingJqharcotW–arieWβoothJneuropathyXJGenomegMedicineVJ2013VJcVJce 14.4 115

93 wntegrativeJgenomicJcharacterizationJofJoralJsquamousJcellJcarcinomaJidentifiesJfrequentJsomaticJ
driversXJCancergDiscoveryVJ2013VJaVJeeZWf[ 24.4 391

92 tOXOaJVariantsJoreJossociatedJWithJzowerJtetalJvemoglobinJzevelsJwnJqhildrenJWithJαickleJqellJ
riseaseXJBloodVJ2013VJ[]]VJeefWeef 2.2 1

91 WholeJsxomeJαequencingJandJonalysisJOfJ–utationsJwnJαˆ'zaryJαyndromeXJBloodVJ2013VJ[]]VJ]ccfW]ccf 2.2

90
RareJueneticJVariantsJOfJβheJåroteinWqodingJoreaJOfJβheJuenomeJandJβheJRiskJOfJwnhibitorJ
revelopmenthJonJsxomeWαequencingJαtudyJOfJ]fJåatientsJWithJαevereJvemophiliaJoXJBloodVJ2013VJ
[]]VJce[Wce[

2.2

89 αtrictJevolutionaryJconservationJfollowedJrapidJgeneJlossJonJhumanJandJrhesusJYJchromosomesXJ
NatureVJ2012VJbfaVJf]Wd 50.4 181

88 ueneJtherapyJrescuesJciliaJdefectsJandJrestoresJolfactoryJfunctionJinJaJmammalianJciliopathyJ
modelXJNaturegMedicineVJ2012VJ[fVJ[b]aWf 50.5 80

87 åancreaticJcancerJgenomesJrevealJaberrationsJinJaxonJguidanceJpathwayJgenesXJNatureVJ2012VJbg[VJaggWbZc50.4 1427

86 spistasisJdominatesJtheJgeneticJarchitectureJofJrrosophilaJquantitativeJtraitsXJProceedingsgofgtheg
NationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaVJ2012VJ[ZgVJ[cccaWg 11.5 264

85 åatternsJandJratesJofJexonicJdeJnovoJmutationsJinJautismJspectrumJdisordersXJNatureVJ2012VJbfcVJ]b]Wc 50.4 1300

84 reepJsequencingJofJsystematicJcombinatorialJlibrariesJrevealsJ˛†WlactamaseJsequenceJconstraintsJatJ
highJresolutionXJJournalgofgMoleculargBiologyVJ2012VJb]bVJ[cZWde 6.5 52

83
WholeJgenomeJsequencesJofJthreeJβreponemaJpallidumJsspXJpertenueJstrainshJyawsJandJsyphilisJ
treponemesJdifferJinJlessJthanJZX]OJofJtheJgenomeJsequenceXJPLoSgNeglectedgTropicalgDiseasesVJ
2012VJdVJe[be[

4.8 86

82
wdentificationJofJ ovelJαomaticJ–utationsVJRegionsJofJRecurrentJzossJofJveterozygosityJRzOvSJandJ
αignificantJqlonalJsvolutionJtromJriagnosisJtoJRelapseJinJqhildhoodJo–zJreterminedJbyJsxomeJ
qaptureJαequencingJâ��JanJ qwYqOuJβargetJo–zJαtudyXJBloodVJ2012VJ[]ZVJ[]aW[]a

2.2 1

81 uenomeJWideJåromoterJ–ethylationJåatternsJåredictJo–zJαubtypeJOutcomesJandJwdentifyJ ovelJ
åathwaysJqharacterizingJriagnosticJandJRelapsedJriseaseJinJqhildrenXJBloodVJ2012VJ[]ZVJ[]feW[]fe 2.2 2
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80 –indJtheJgaphJupgradingJgenomesJwithJåacificJpiosciencesJRαJlongWreadJsequencingJtechnologyXJ
PLoSgONEVJ2012VJeVJebeedf 3.7 665

79 RareJqodingJαingleJ ucleotideJVariantsJofJoro–βα[aJoreJossociatedJwithJreepJVeinJβhrombosisJ
inJaJ extWuenerationJαequencingJossociationJαtudyXJBloodVJ2012VJ[]ZVJ[ZeW[Ze 2.2

78
qlinicallyJαignificantJ–utationsVJreletionsJandJβranslocationsJwnvolvingJsβVdJwdentifiedJbyJWholeJ
uenomeJandJWholeJsxomeJαequencingiJReportJtromJ qwYqOuJβargetJo–zJwnitiativeXJBloodVJ2012VJ
[]ZVJ[]cW[]c

2.2

77 octivationJofJmultipleJprotoWoncogenicJtyrosineJkinasesJinJbreastJcancerJviaJlossJofJtheJåβå []J
phosphataseXJCellVJ2011VJ[bbVJeZaW[f 56.2 214

76 sxomeJsequencingJofJionJchannelJgenesJrevealsJcomplexJprofilesJconfoundingJpersonalJriskJ
assessmentJinJepilepsyXJCellVJ2011VJ[bcVJ[ZadWbf 56.2 240

75 wdentificationJofJgeneticJsusceptibilityJtoJchildhoodJcancerJthroughJanalysisJofJgenesJinJparallelXJ
CancergGeneticsVJ2011VJ]ZbVJ[gW]c 2.3 14

74 βargetedJenrichmentJbeyondJtheJconsensusJcodingJr oJsequenceJexomeJrevealsJexonsJwithJ
higherJvariantJdensitiesXJGenomegBiologyVJ2011VJ[]VJRdf 18.3 157

73 ResequencingJofJwRα]JrevealsJrareJvariantsJforJobesityJbutJnotJfastingJglucoseJhomeostasisJinJ
vispanicJchildrenXJPhysiologicalgGenomicsVJ2011VJbaVJ[Z]gWae 3.6 3

72 vighJincidenceJofJwrvJmutationsJinJacuteJmyeloidJleukaemiaJwithJcuplikeJnucleiXJBritishgJournalgofg
HaematologyVJ2011VJ[ccVJ[]cWf 4.5 13

71 ββq][pJcontributesJbothJcausalJandJmodifyingJallelesJacrossJtheJciliopathyJspectrumXJNatureg
GeneticsVJ2011VJbaVJ[fgWgd 36.3 271

70 qomparativeJandJdemographicJanalysisJofJorangWutanJgenomesXJNatureVJ2011VJbdgVJc]gWaa 50.4 431

69 sxomeJsequencingJofJheadJandJneckJsquamousJcellJcarcinomaJrevealsJinactivatingJmutationsJinJ
 Oβqv[XJScienceVJ2011VJaaaVJ[[cbWe 33.3 1331

68 WholeWgenomeJsequencingJforJoptimizedJpatientJmanagementXJSciencegTranslationalgMedicineVJ
2011VJaVJferea 17.5 226

67 oJhighWresolutionJmapJofJhumanJevolutionaryJconstraintJusingJ]gJmammalsXJNatureVJ2011VJbefVJbedWf] 50.4 802

66 WholeWexomeJsequencingJidentifiesJoz–α[VJwéqp[VJq uoaVJandJ–YOeoJmutationsJinJpatientsJwithJ
zeberJcongenitalJamaurosisXJHumangMutationVJ2011VJa]VJ[bcZWg 4.7 50

65 remographicJhistoryJandJrareJalleleJsharingJamongJhumanJpopulationsXJProceedingsgofgthegNationalg
AcademygofgSciencesgofgthegUnitedgStatesgofgAmericaVJ2011VJ[ZfVJ[[gfaWf 11.5 455

64 qopyJnumberJvariationJdetectionJinJwholeWgenomeJsequencingJdataJusingJtheJpayesianJinformationJ
criterionXJProceedingsgofgthegNationalgAcademygofgSciencesgofgthegUnitedgStatesgofgAmericaVJ2011VJ[ZfVJs[[]fWad11.5 163

63 OligogenicJheterozygosityJinJindividualsJwithJhighWfunctioningJautismJspectrumJdisordersXJHumang
MoleculargGeneticsVJ2011VJ]ZVJaaddWec 5.6 118

(2011-2012)
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62 qompleteJgenomeJsequenceJofJβreponemaJparaluiscuniculiVJstrainJquniculiJohJtheJlossJofJinfectivityJ
toJhumansJisJassociatedJwithJgenomeJdecayXJPLoSgONEVJ2011VJdVJe]Zb[c 3.7 51

61 wdentificationJofJrssåJVeinJβhrombosisJus sβwqJRwαyJVariantsJbyJ sXβJus sRoβwO JαequencingJ
ofJvemostaticJuenesXJBloodVJ2011VJ[[fVJe[ZWe[Z 2.2

60 qompleteJyhoisanJandJpantuJgenomesJfromJsouthernJofricaXJNatureVJ2010VJbdaVJgbaWe 50.4 342

59 WholeWgenomeJsequencingJinJaJpatientJwithJqharcotW–arieWβoothJneuropathyXJNewgEnglandgJournalg
ofgMedicineVJ2010VJad]VJ[[f[Wg[ 59.2 613

58 oJcatalogJofJreferenceJgenomesJfromJtheJhumanJmicrobiomeXJScienceVJ2010VJa]fVJggbWg 33.3 508

57 tunctionalJandJevolutionaryJinsightsJfromJtheJgenomesJofJthreeJparasitoidJ asoniaJspeciesXJScience
VJ2010VJa]eVJabaWf 33.3 682

56 qomparativeJgenomicsJofJuardnerellaJvaginalisJstrainsJrevealsJsubstantialJdifferencesJinJmetabolicJ
andJvirulenceJpotentialXJPLoSgONEVJ2010VJcVJe[]b[[ 3.7 98

55 βheJcompletionJofJtheJ–ammalianJueneJqollectionJR–uqSXJGenomegResearchVJ2009VJ[gVJ]a]bWaa 9.7 98

54
oJcollagenWbindingJadhesinVJocbVJandJtenJotherJputativeJ–αqRo––JandJpilusJfamilyJproteinsJofJ
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