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l Paper IF Citations

477 lFglobalFreferenceFforFhumanFgeneticFvariationUFNatureSF2015SF]YaSFacTb[ 50.4 8599

476 lnalysisFofFproteinTcodingFgeneticFvariationFinFaWSbWaFhumansUFNatureSF2016SF]ZaSFYc]TdX 50.4 6940

475 lFmapFofFhumanFgenomeFvariationFfromFpopulationTscaleFsequencingUFNatureSF2010SF[abSFXWaXTbZ 50.4 6142

474 lnFintegratedFmapFofFgeneticFvariationFfromFXSWdYFhumanFgenomesUFNatureSF2012SF[dXSF]aTa] 50.4 6049

473 xutationαasterYeFmutationFpredictionFforFtheFdeepTsequencingFageUFNaturedMethodsSF2014SFXXSFZaXTY 21.6 2455

472 renomeFsequenceFofFtheFmrownFyorwayFratFyieldsFinsightsFintoFmammalianFevolutionUFNatureSF2004
SF[YcSF[dZT]YX 50.4 1689

471 sumanFreneFxutationFoatabaseFOsrxoPeFYWWZFupdateUFHumandMutationSF2003SFYXSF]bbTcX 4.7 1206

470 pvolutionaryFandFbiomedicalFinsightsFfromFtheFrhesusFmacaqueFgenomeUFScienceSF2007SFZXaSFYYYTZ[ 33.3 1072

469
αheFsumanFreneFxutationFoatabaseeFbuildingFaFcomprehensiveFmutationFrepositoryFforFclinicalFandF
molecularFgeneticsSFdiagnosticFtestingFandFpersonalizedFgenomicFmedicineUFHumandGeneticsSF2014SF
XZZSFXTd

6.3 975

468 αheFmutationalFspectrumFofFsingleFbaseTpairFsubstitutionsFinFm–ylFspliceFjunctionsFofFhumanF
geneseFcausesFandFconsequencesUFHumandGeneticsSF1992SFdWSF[XT][ 6.3 946

467 lFsystematicFsurveyFofFlossTofTfunctionFvariantsFinFhumanFproteinTcodingFgenesUFScienceSF2012SFZZ]SFcYZTc33.3 880

466 αheFnprFdinucleotideFandFhumanFgeneticFdiseaseUFHumandGeneticsSF1988SFbcSFX]XT] 6.3 837

465 xappingFcopyFnumberFvariationFbyFpopulationTscaleFgenomeFsequencingUFNatureSF2011SF[bWSF]dTa] 50.4 833

464
αheFsumanFreneFxutationFoatabaseeFtowardsFaFcomprehensiveFrepositoryFofFinheritedFmutationF
dataFforFmedicalFresearchSFgeneticFdiagnosisFandFnextTgenerationFsequencingFstudiesUFHumand
GeneticsSF2017SFXZaSFaa]Tabb

6.3 775

463 ~redictingFtheFfunctionalSFmolecularSFandFphenotypicFconsequencesFofFaminoFacidFsubstitutionsF
usingFhiddenFxarkovFmodelsUFHumandMutationSF2013SFZ[SF]bTa] 4.7 723

462 αheFsumanFreneFxutationFoatabaseeFYWWcFupdateUFGenomedMedicineSF2009SFXSFXZ 14.4 647

461 lutomatedFinferenceFofFmolecularFmechanismsFofFdiseaseFfromFaminoFacidFsubstitutionsUF
BioinformaticsSF2009SFY]SFYb[[T]W 7.2 580
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460 tnsightsFintoFhominidFevolutionFfromFtheFgorillaFgenomeFsequenceUFNatureSF2012SF[cZSFXadTb] 50.4 517

459 αheFyakFgenomeFandFadaptationFtoFlifeFatFhighFaltitudeUFNaturedGeneticsSF2012SF[[SFd[aTd 36.3 472

458 reneFconversioneFmechanismsSFevolutionFandFhumanFdiseaseUFNaturedReviewsdGeneticsSF2007SFcSFbaYTb] 30.1 469

457 oemographicFhistoryFandFrareFalleleFsharingFamongFhumanFpopulationsUFProceedingsdofdthedNationald
AcademydofdSciencesdofdthedUniteddStatesdofdAmericaSF2011SFXWcSFXXdcZTc 11.5 455

456 xTnl~FeliminatesFaFmajorityFofFvariantsFofFuncertainFsignificanceFinFclinicalFexomesFatFhighF
sensitivityUFNaturedGeneticsSF2016SF[cSFX]cXTX]ca 36.3 423

455 ηariationFinFgenomeTwideFmutationFratesFwithinFandFbetweenFhumanFfamiliesUFNaturedGeneticsSF
2011SF[ZSFbXYT[ 36.3 404

454 WhereFgenotypeFisFnotFpredictiveFofFphenotypeeFtowardsFanFunderstandingFofFtheFmolecularFbasisF
ofFreducedFpenetranceFinFhumanFinheritedFdiseaseUFHumandGeneticsSF2013SFXZYSFXWbbTXZW 6.3 384

453 reneFdeletionsFcausingFhumanFgeneticFdiseaseeFmechanismsFofFmutagenesisFandFtheFroleFofFtheF
localFoylFsequenceFenvironmentUFHumandGeneticsSF1991SFcaSF[Y]T[X 6.3 357

452 lnFintegrativeFapproachFtoFpredictingFtheFfunctionalFeffectsFofFnonTcodingFandFcodingFsequenceF
variationUFBioinformaticsSF2015SFZXSFX]ZaT[Z 7.2 340

451 αheFmutationalFspectrumFofFsingleFbaseTpairFsubstitutionsFcausingFhumanFgeneticFdiseaseeFpatternsF
andFpredictionsUFHumandGeneticsSF1990SFc]SF]]Tb[ 6.3 304

450  ingleFbaseTpairFsubstitutionsFinFexonTintronFjunctionsFofFhumanFgeneseFnatureSFdistributionSFandF
consequencesFforFm–ylFsplicingUFHumandMutationSF2007SFYcSFX]WTc 4.7 277

449 nytosineFmethylationFandFtheFfateFofFnprFdinucleotidesFinFvertebrateFgenomesUFHumandGeneticsSF
1989SFcZSFXcXTc 6.3 269

448 lnFestimateFofFuniqueFoylFsequenceFheterozygosityFinFtheFhumanFgenomeUFHumandGeneticsSF1985SF
adSFYWXT] 6.3 269

447 yeighboringTnucleotideFeffectsFonFtheFratesFofFgermTlineFsingleTbaseTpairFsubstitutionFinFhumanF
genesUFAmericandJournaldofdHumandGeneticsSF1998SFaZSF[b[Tcc 11 256

446 tdentifyingFxendelianFdiseaseFgenesFwithFtheFvariantFeffectFscoringFtoolUFBMCdGenomicsSF2013SFX[F
 upplFZSF Z 4.5 240

445 lFmetaTanalysisFofFnonsenseFmutationsFcausingFhumanFgeneticFdiseaseUFHumandMutationSF2008SFYdSFXWZbT[b4.7 238

444  plicingFfactorF q– XFrecognizesFaFfunctionallyFdiverseFlandscapeFofF–ylFtranscriptsUFGenomed
ResearchSF2009SFXdSFZcXTd[ 9.7 230

443
oeleteriousTFandFdiseaseTalleleFprevalenceFinFhealthyFindividualseFinsightsFfromFcurrentFpredictionsSF
mutationFdatabasesSFandFpopulationTscaleFresequencingUFAmericandJournaldofdHumandGeneticsSF2012SF
dXSFXWYYTZY

11 221
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442 renomeFsequencingFandFcomparisonFofFtwoFnonhumanFprimateFanimalFmodelsSFtheFcynomolgusF
andFnhineseFrhesusFmacaquesUFNaturedBiotechnologySF2011SFYdSFXWXdTYZ 44.5 219

441 αheFhumanFgeneFmutationFdatabaseUFTrendsdindGeneticsSF1997SFXZSFXYXTY 8.5 219

440 αranslocationFandFgrossFdeletionFbreakpointsFinFhumanFinheritedFdiseaseFandFcancerFteFyucleotideF
compositionFandFrecombinationTassociatedFmotifsUFHumandMutationSF2003SFYYSFYYdT[[ 4.7 203

439 wongTreadFsequenceFanalysisFofFtheFxpn~YFgeneFinF–ettFsyndromeFpatientseFcorrelationFofFdiseaseF
severityFwithFmutationFtypeFandFlocationUFHumandMoleculardGeneticsSF2000SFdSFXXXdTYd 5.6 196

438 xountainFgorillaFgenomesFrevealFtheFimpactFofFlongTtermFpopulationFdeclineFandFinbreedingUF
ScienceSF2015SFZ[cSFY[YTY[] 33.3 195

437 sumanFgeneFmutationFdatabaseTaFbiomedicalFinformationFandFresearchFresourceUFHumandMutationSF
2000SFX]SF[]T]X 4.7 187

436 reneFexpressionFacrossFmammalianForganFdevelopmentUFNatureSF2019SF]bXSF]W]T]Wd 50.4 179

435 αheFevaluationFofFtoolsFusedFtoFpredictFtheFimpactFofFmissenseFvariantsFisFhinderedFbyFtwoFtypesFofF
circularityUFHumandMutationSF2015SFZaSF]XZTYZ 4.7 178

434 pukaryoticFoylFmethylationUFHumandGeneticsSF1983SFa[SFZX]TZZ 6.3 178

433 lFsystematicFanalysisFofFwtypTXFendonucleaseTdependentFretrotranspositionalFeventsFcausingF
humanFgeneticFdiseaseUFHumandGeneticsSF2005SFXXbSF[XXTYb 6.3 173

432 αheFmutationFsignificanceFcutoffeFgeneTlevelFthresholdsFforFvariantFpredictionsUFNaturedMethodsSF
2016SFXZSFXWdTXW 21.6 171

431 sumanFgenomicsUFpffectFofFpredictedFproteinTtruncatingFgeneticFvariantsFonFtheFhumanF
transcriptomeUFScienceSF2015SFZ[cSFaaaTd 33.3 170

430 rainsFofFglycosylationFcompriseFanFunexpectedlyFlargeFgroupFofFpathogenicFmutationsUFNatured
GeneticsSF2005SFZbSFadYTbWW 36.3 168

429 αheFsumanFreneFxutationFoatabaseFOsrxoPFandFitsFexploitationFinFtheFfieldsFofFpersonalizedF
genomicsFandFmolecularFevolutionUFCurrentdProtocolsdindBioinformaticsSF2012SFnhapterFXSFβnitXUXZ 24.2 162

428 mreakpointsFofFgrossFdeletionsFcoincideFwithFnonTmFoylFconformationsUFProceedingsdofdthedNationald
AcademydofdSciencesdofdthedUniteddStatesdofdAmericaSF2004SFXWXSFX[XaYTb 11.5 162

427 βnmethylatedFdomainsFinFvertebrateFoylUFNucleicdAcidsdResearchSF1983SFXXSFa[bT]c 20.1 162

426 αheFfunctionalFspectrumFofFlowTfrequencyFcodingFvariationUFGenomedBiologySF2011SFXYSF–c[ 18.3 161

425 ~redictingFtheFfunctionalFconsequencesFofFcancerTassociatedFaminoFacidFsubstitutionsUF
BioinformaticsSF2013SFYdSFX]W[TXW 7.2 154
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424 αheFhumanFgeneFmutationFdatabaseUFNucleicdAcidsdResearchSF1998SFYaSFYc]Tb 20.1 153

423 αheFhumanFgeneFdamageFindexFasFaFgeneTlevelFapproachFtoFprioritizingFexomeFvariantsUFProceedingsd
ofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaSF2015SFXXYSFXZaX]TYW 11.5 152

422
rrossFdeletionsFofFtheFneurofibromatosisFtypeFXFOyqXPFgeneFareFpredominantlyFofFmaternalForiginF
andFcommonlyFassociatedFwithFaFlearningFdisabilitySFdysmorphicFfeaturesFandFdevelopmentalFdelayUF
HumandGeneticsSF1998SFXWYSF]dXTb

6.3 151

421 qunctionalFintronicFpolymorphismseFmuriedFtreasureFawaitingFdiscoveryFwithinFourFgenesUFHumand
GenomicsSF2010SF[SFYc[Tc 6.8 149

420 qlαsxxTXqeFaccurateFpredictionFofFpathogenicFpointFmutationsFviaFextendedFfeaturesUF
BioinformaticsSF2018SFZ[SF]XXT]XZ 7.2 147

419 parlyFonsetFseizuresFandF–ettTlikeFfeaturesFassociatedFwithFmutationsFinFnovw]UFEuropeandJournaldofd
HumandGeneticsSF2005SFXZSFXXXZTYW 5.3 143

418 oylFrestrictionFfragmentFlengthFpolymorphismsFandFheterozygosityFinFtheFhumanFgenomeUFHumand
GeneticsSF1984SFaaSFXTXa 6.3 143

417 renesSFmutationsSFandFhumanFinheritedFdiseaseFatFtheFdawnFofFtheFageFofFpersonalizedFgenomicsUF
HumandMutationSF2010SFZXSFaZXT]] 4.7 138

416 αheFmolecularFgeneticsFofFgrowthFhormoneFdeficiencyUFHumandGeneticsSF1998SFXWZSFY]]TbY 6.3 135

415 lFsystematicFanalysisFofFdiseaseTassociatedFvariantsFinFtheFZNFregulatoryFregionsFofFhumanF
proteinTcodingFgenesFteFgeneralFprinciplesFandFoverviewUFHumandGeneticsSF2006SFXYWSFXTYX 6.3 131

414 αheFyqXFsomaticFmutationalFlandscapeFinFsporadicFhumanFcancersUFHumandGenomicsSF2017SFXXSFXZ 6.8 130

413 nlinicalFcharacterisationFofFYdFneurofibromatosisFtypeTXFpatientsFwithFmolecularlyFascertainedFXU[F
xbFtypeTXFyqXFdeletionsUFJournaldofdMedicaldGeneticsSF2010SF[bSFaYZTZW 5.8 128

412 xetaTanalysisFofFgrossFinsertionsFcausingFhumanFgeneticFdiseaseeFnovelFmutationalFmechanismsFandF
theFroleFofFreplicationFslippageUFHumandMutationSF2005SFY]SFYWbTYX 4.7 128

411 xicrodeletionsFandFmicroinsertionsFcausingFhumanFgeneticFdiseaseeFcommonFmechanismsFofF
mutagenesisFandFtheFroleFofFlocalFoylFsequenceFcomplexityUFHumandMutationSF2005SFYaSFYW]TXZ 4.7 128

410 pxomeFsequencingeFdualFroleFasFaFdiscoveryFandFdiagnosticFtoolUFAnnalsdofdNeurologySF2012SFbXSF]TX[ 9.4 126

409 pmergingFgenotypeTphenotypeFrelationshipsFinFpatientsFwithFlargeFyqXFdeletionsUFHumandGeneticsSF
2017SFXZaSFZ[dTZba 6.3 125

408 wossFofFexonFidentityFisFaFcommonFmechanismFofFhumanFinheritedFdiseaseUFGenomedResearchSF2011SF
YXSFX]aZTbX 9.7 125

407 ~recursorTproductFrelationshipFbetweenFvitellogeninFandFtheFyolkFproteinsFasFderivedFfromFtheF
completeFsequenceFofFaFXenopusFvitellogeninFgeneUFNucleicdAcidsdResearchSF1987SFX]SF[bZbTaW 20.1 122

(1987-1998)
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406
lFsystematicFanalysisFofFdiseaseTassociatedFvariantsFinFtheFZNFregulatoryFregionsFofFhumanF
proteinTcodingFgenesFtteFtheFimportanceFofFm–ylFsecondaryFstructureFinFassessingFtheFfunctionalityF
ofFZNFβα–FvariantsUFHumandGeneticsSF2006SFXYWSFZWXTZZ

6.3 119

405 renomicFrearrangementsFinFinheritedFdiseaseFandFcancerUFSeminarsdindCancerdBiologySF2010SFYWSFYYYTZZ 12.7 118

404 αheFsumanFreneFxutationFoatabaseFOsrxoPeFoptimizingFitsFuseFinFaFclinicalFdiagnosticForFresearchF
settingUFHumandGeneticsSF2020SFXZdSFXXdbTXYWb 6.3 108

403 sumanFgeneFmutationsFaffectingF–ylFprocessingFandFtranslationUFAnnalsdofdMedicineSF1993SFY]SFXXTb 1.5 108

402 –ankingFnonTsynonymousFsingleFnucleotideFpolymorphismsFbasedFonFdiseaseFconceptsUFHumand
GenomicsSF2014SFcSFXX 6.8 105

401 xut~redF pliceeFmachineFlearningTbasedFpredictionFofFexonicFvariantsFthatFdisruptFsplicingUFGenomed
BiologySF2014SFX]SF–Xd 18.3 102

400 pvolutionaryFconservationFandFselectionFofFhumanFdiseaseFgeneForthologsFinFtheFratFandFmouseF
genomesUFGenomedBiologySF2004SF]SF–[b 18.3 102

399 renomicFrearrangementsFinFtheFnqα–FgeneeFextensiveFallelicFheterogeneityFandFdiverseFmutationalF
mechanismsUFHumandMutationSF2004SFYZSFZ[ZT]b 4.7 101

398 n–lηlαeFcancerTrelatedFanalysisFofFvariantsFtoolkitUFBioinformaticsSF2013SFYdSFa[bTc 7.2 98

397 xetaTanalysisFofFindelsFcausingFhumanFgeneticFdiseaseeFmechanismsFofFmutagenesisFandFtheFroleFofF
localFoylFsequenceFcomplexityUFHumandMutationSF2003SFYXSFYcT[[ 4.7 98

396 sumanFgeneticFdiseaseFcausedFbyFdeFnovoFmitochondrialTnuclearFoylFtransferUFHumandGeneticsSF
2003SFXXYSFZWZTd 6.3 96

395 yeurofibromatosisFtypeFXTassociatedFtumourseFtheirFsomaticFmutationalFspectrumFandF
pathogenesisUFHumandGenomicsSF2011SF]SFaYZTdW 6.8 94

394
xethylationTmediatedFdeaminationFofF]TmethylcytosineFappearsFtoFgiveFriseFtoFmutationsFcausingF
humanFinheritedFdiseaseFinFnpyprFtrinucleotidesSFasFwellFasFinFnprFdinucleotidesUFHumandGenomicsSF
2010SF[SF[WaTXW

6.8 94

393
sumanFgrowthFhormoneFXFOrsXPFgeneFexpressioneFcomplexFhaplotypeTdependentFinfluenceFofF
polymorphicFvariationFinFtheFproximalFpromoterFandFlocusFcontrolFregionUFHumandMutationSF2003SF
YXSF[WcTYZ

4.7 93

392 yovelFmutationsFofFtheFgrowthFhormoneFXFOrsXPFgeneFdisclosedFbyFmodulationFofFtheFclinicalF
selectionFcriteriaFforFindividualsFwithFshortFstatureUFHumandMutationSF2003SFYXSF[Y[T[W 4.7 91

391
αranslocationFandFgrossFdeletionFbreakpointsFinFhumanFinheritedFdiseaseFandFcancerFtteF~otentialF
involvementFofFrepetitiveFsequenceFelementsFinFsecondaryFstructureFformationFbetweenFoylFendsUF
HumandMutationSF2003SFYYSFY[]T]X

4.7 91

390 xechanismsFofFinsertionalFmutagenesisFinFhumanFgenesFcausingFgeneticFdiseaseUFHumandGeneticsSF
1991SFcbSF[WdTX] 6.3 91

389 oylFpolymorphismFandFtheFstudyFofFdiseaseFassociationsUFHumandGeneticsSF1988SFbcSFYddTZXY 6.3 91
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388 xosaicFtypeTXFyqXFmicrodeletionsFasFaFcauseFofFbothFgeneralizedFandFsegmentalFneurofibromatosisF
typeTXFOyqXPUFHumandMutationSF2011SFZYSFYXZTd 4.7 89

387 nharacterizationFofFtheFsomaticFmutationalFspectrumFofFtheFneurofibromatosisFtypeFXFOyqXPFgeneFinF
neurofibromatosisFpatientsFwithFbenignFandFmalignantFtumorsUFHumandMutationSF2004SFYZSFXZ[T[a 4.7 89

386
znFtheFsequenceTdirectedFnatureFofFhumanFgeneFmutationeFtheFroleFofFgenomicFarchitectureFandF
theFlocalFoylFsequenceFenvironmentFinFmediatingFgeneFmutationsFunderlyingFhumanFinheritedF
diseaseUFHumandMutationSF2011SFZYSFXWb]Tdd

4.7 88

385 nomplexFgeneFrearrangementsFcausedFbyFserialFreplicationFslippageUFHumandMutationSF2005SFYaSFXY]TZ[ 4.7 85

384 tnferringFtheFmolecularFandFphenotypicFimpactFofFaminoFacidFvariantsFwithFxut~redYUFNatured
CommunicationsSF2020SFXXSF]dXc 17.4 84

383 lnalysisFofFproteinTcodingFgeneticFvariationFinFaWSbWaFhumans 81

382 lbundanceFandFlengthFofFsimpleFrepeatsFinFvertebrateFgenomesFareFdeterminedFbyFtheirFstructuralF
propertiesUFGenomedResearchSF2008SFXcSFX][]T]Z 9.7 79

381 saemophiliaFleFdatabaseFofFnucleotideFsubstitutionsSFdeletionsSFinsertionsFandFrearrangementsFofF
theFfactorFηtttFgeneSFsecondFeditionUFNucleicdAcidsdResearchSF1994SFYYSFZ]XXTZZ 20.1 79

380 xut~redYeFinferringFtheFmolecularFandFphenotypicFimpactFofFaminoFacidFvariants 79

379 βnderstandingFtheFrecentFevolutionFofFtheFhumanFgenomeeFinsightsFfromFhumanTchimpanzeeF
genomeFcomparisonsUFHumandMutationSF2007SFYcSFddTXZW 4.7 78

378 sumanFreneFxutationFoatabaseeFtowardsFaFcomprehensiveFcentralFmutationFdatabaseUFJournaldofd
MedicaldGeneticsSF2008SF[]SFXY[Ta 5.8 77

377 αranslocationFandFdeletionFbreakpointsFinFcancerFgenomesFareFassociatedFwithFpotentialFnonTmF
oylTformingFsequencesUFNucleicdAcidsdResearchSF2016SF[[SF]abZTcc 20.1 77

376 βgandaFrenomeF–esourceFpnablesFtnsightsFintoF~opulationFsistoryFandFrenomicFoiscoveryFinF
lfricaUFCellSF2019SFXbdSFdc[TXWWYUeZa 56.2 76

375 tdentificationFandFcharacterizationFofFX]FnovelFrlwnFgeneFmutationsFcausingFvrabbeFdiseaseUF
HumandMutationSF2010SFZXSFpXcd[TdX[ 4.7 74

374 xutationalFandFfunctionalFanalysisFofFtheFneurofibromatosisFtypeFXFOyqXPFgeneUFHumandGeneticsSF
1997SFddSFccTdY 6.3 73

373
sumanFtypeFtFhairFkeratinFpseudogeneFphihsalFhasFfunctionalForthologsFinFtheFchimpanzeeFandF
gorillaeFevidenceFforFrecentFinactivationFofFtheFhumanFgeneFafterFtheF~anTsomoFdivergenceUFHumand
GeneticsSF2001SFXWcSFZbT[Y

6.3 71

372
rrossFgenomicFrearrangementsFinvolvingFdeletionsFinFtheFnqα–FgeneeFcharacterizationFofFsixFnewF
eventsFfromFaFlargeFcohortFofFhithertoFunidentifiedFcysticFfibrosisFchromosomesFandFmetaTanalysisF
ofFtheFunderlyingFmechanismsUFEuropeandJournaldofdHumandGeneticsSF2006SFX[SF]abTba

5.3 70

371 αheFmolecularFpathogenesisFofFschwannomatosisSFaFparadigmFforFtheFcoTinvolvementFofFmultipleF
tumourFsuppressorFgenesFinFtumorigenesisUFHumandGeneticsSF2017SFXZaSFXYdTX[c 6.3 69

(2017-2011)
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370 –eportFofFtheFoylFcommitteeFandFcataloguesFofFclonedFandFmappedFgenesSFmarkersFformattedFforF
~n–FandFoylFpolymorphismsUFCytogeneticdanddGenomedResearchSF1991SF]cSFXXdWTXcZY 1.9 69

369 lFnewFparadigmFemergesFfromFtheFstudyFofFdeFnovoFmutationsFinFtheFcontextFofF
neurodevelopmentalFdiseaseUFMoleculardPsychiatrySF2013SFXcSFX[XT]Z 15.1 68

368 –estrictionFfragmentFlengthFpolymorphismsFatFtheFhumanFparathyroidFhormoneFgeneFlocusUFHumand
GeneticsSF1984SFabSF[YcTZX 6.3 68

367 tnheritedFqactorFηttFoeficiencyeFxolecularFreneticsFandF~athophysiologyUFThrombosisdandd
HaemostasisSF1997SFbcSFX]XTXaW 7 68

366 tnheritedFqactorFXFoeficiencyeFxolecularFreneticsFandF~athophysiologyUFThrombosisdandd
HaemostasisSF1997SFbcSFXaXTXbY 7 68

365 oiagnosticFexomeFsequencingFtoFelucidateFtheFgeneticFbasisFofFlikelyFrecessiveFdisordersFinF
consanguineousFfamiliesUFHumandMutationSF2014SFZ]SFXYWZTXW 4.7 67

364
lFconservativeFassessmentFofFtheFmajorFgeneticFcausesFofFidiopathicFchronicFpancreatitiseFdataFfromF
aFcomprehensiveFanalysisFofF~–  XSF ~tyvXSFnα–nFandFnqα–FgenesFinFY]ZFyoungFqrenchFpatientsUF
PLoSdONESF2013SFcSFebZ]YY

3.7 66

363 lssessingFtheF~athogenicityFofFtnsertionFandFoeletionFηariantsFwithFtheFηariantFpffectF coringFαoolF
Oηp αTtndelPUFHumandMutationSF2016SFZbSFYcTZ] 4.7 65

362 sumanFgeneticsFandFgenomicsFaFdecadeFafterFtheFreleaseFofFtheFdraftFsequenceFofFtheFhumanF
genomeUFHumandGenomicsSF2011SF]SF]bbTaYY 6.8 65

361 pvaluationFofFdenaturingFhighFperformanceFliquidFchromatographyFOos~wnPFforFtheFmutationalF
analysisFofFtheFneurofibromatosisFtypeFXFOFyqXPFgeneUFHumandGeneticsSF2001SFXWdSF[cbTdb 6.3 64

360 rWl eFheritabilityFmissingFinFactionjUFEuropeandJournaldofdHumandGeneticsSF2010SFXcSFc]dTaX 5.3 62

359 nomplexFpatternsFofFcopyFnumberFvariationFatFsitesFofFsegmentalFduplicationseFanFimportantF
categoryFofFstructuralFvariationFinFtheFhumanFgenomeUFHumandGeneticsSF2006SFXYWSFYbWTc[ 6.3 62

358 oiagnosisFofFgeneticFdiseaseFusingFrecombinantFoylUFHumandGeneticsSF1986SFbZSFXTXX 6.3 61

357 xosaicismFinFsporadicFneurofibromatosisFtypeFXeFvariationsFonFaFthemeFcommonFtoFotherFhereditaryF
cancerFsyndromesjUFJournaldofdMedicaldGeneticsSF2008SF[]SFaYYTZX 5.8 60

356 tnterpretingFsecondaryFcardiacFdiseaseFvariantsFinFanFexomeFcohortUFCirculation:dCardiovasculard
GeneticsSF2013SFaSFZZbT[a 59

355 xolecularFmechanismsFofFchromosomalFrearrangementFduringFprimateFevolutionUFChromosomed
ResearchSF2008SFXaSF[XT]a 4.4 59

354 ronosomalFmosaicismFforFaFnonsenseFmutationFO–Xd[bXPFinFtheFyqXFgeneFinFsegmentalF
neurofibromatosisFtypeFXUFJournaldofdInvestigativedDermatologySF2005SFXY]SF[aZTa 4.3 59

353 tntrachromosomalFserialFreplicationFslippageFinFtransFgivesFriseFtoFdiverseFgenomicFrearrangementsF
involvingFinversionsUFHumandMutationSF2005SFYaSFZaYTbZ 4.7 58
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352 rrossFrearrangementsFofFtheFxpn~YFgeneFareFfoundFinFbothFclassicalFandFatypicalF–ettFsyndromeF
patientsUFJournaldofdMedicaldGeneticsSF2006SF[ZSF[]XTa 5.8 58

351
wocalizationFofFaFhumanFheatTshockFs ~FbWFgeneFsequenceFtoFchromosomeFaFandFdetectionFofFtwoF
otherFlociFbyFsomaticTcellFhybridFandFrestrictionFfragmentFlengthFpolymorphismFanalysisUFHumand
GeneticsSF1987SFb]SFXYZTc

6.3 58

350 rainTofTglycosylationFmutationsUFCurrentdOpiniondindGeneticsdanddDevelopmentSF2007SFXbSFY[]T]X 4.9 57

349 xu~tαFinteractiveeFwebserverFforFmappingFvariantFpositionsFtoFannotatedSFinteractiveFZoFstructuresUF
HumandGeneticsSF2013SFXZYSFXYZ]T[Z 6.3 56

348
toβlFmutationalFprofilingFofFaFcohortFofFXWYFpuropeanFpatientsFwithFmucopolysaccharidosisFtypeFteF
identificationFandFcharacterizationFofFZ]FnovelF˛–TwTiduronidaseFOtoβlPFallelesUFHumandMutationSF
2011SFZYSFpYXcdTYXW

4.7 56

347
reneFconversionFcausingFhumanFinheritedFdiseaseeFevidenceFforFinvolvementFofFnonTmToylTformingF
sequencesFandFrecombinationTpromotingFmotifsFinFoylFbreakageFandFrepairUFHumandMutationSF
2009SFZWSFXXcdTdc

4.7 56

346 tnFsilicoFfunctionalFprofilingFofFhumanFdiseaseTassociatedFandFpolymorphicFaminoFacidFsubstitutionsUF
HumandMutationSF2010SFZXSFZZ]T[a 4.7 55

345 xicroattributionFandFnanopublicationFasFmeansFtoFincentivizeFtheFplacementFofFhumanFgenomeF
variationFdataFintoFtheFpublicFdomainUFHumandMutationSF2012SFZZSFX]WZTXY 4.7 54

344
αypeFYFyqXFdeletionsFareFhighlyFunusualFbyFvirtueFofFtheFabsenceFofFnonallelicFhomologousF
recombinationFhotspotsFandFanFapparentFpreferenceFforFfemaleFmitoticFrecombinationUFAmericand
JournaldofdHumandGeneticsSF2007SFcXSFXYWXTYW

11 54

343 βsingFexomeFdataFtoFidentifyFmalignantFhyperthermiaFsusceptibilityFmutationsUFAnesthesiologySF
2013SFXXdSFXW[ZT]Z 4.3 53

342 ootrTineFdiscriminatingFbetweenFdiseaseTassociatedFandFneutralFnonTframeshiftingFmicroTindelsUF
GenomedBiologySF2013SFX[SF–YZ 18.3 52

341 wongFhomopurineQhomopyrimidineFsequencesFareFcharacteristicFofFgenesFexpressedFinFbrainFandF
theFpseudoautosomalFregionUFNucleicdAcidsdResearchSF2006SFZ[SFYaaZTb] 20.1 52

340 saemophiliaFleFdatabaseFofFnucleotideFsubstitutionsSFdeletionsSFinsertionsFandFrearrangementsFofF
theFfactorFηtttFgeneSFsecondFeditionUFNucleicdAcidsdResearchSF1994SFYYSF[c]XTac 20.1 52

339
 omaticFspectrumFofFcancerTassociatedFsingleFbasepairFsubstitutionsFinFtheFα~]ZFgeneFisF
determinedFmainlyFbyFendogenousFmechanismsFofFmutationFandFbyFselectionUFHumandMutationSF
1995SF]SF[cT]b

4.7 52

338 mutationZoeFnancerFreneF~redictionFαhroughFltomicFnlusteringFofFnodingFηariantsFinFtheF
 tructuralF~roteomeUFHumandMutationSF2016SFZbSF[[bT]a 4.7 51

337 oiseaseTcausingFmutationsFinFtheFhumanFgenomeUFEuropeandJournaldofdPediatricsSF2000SFX]dF upplFZSF XbZTc4.1 50

336 pstimatingFtheFefficacyFandFefficiencyFofFcascadeFgeneticFscreeningUFAmericandJournaldofdHumand
GeneticsSF2001SFadSFZaXTbW 11 49

335 oylFmethylationFandFnprFsuppressionUFCelldDifferentiationSF1985SFXbSFXddTYW] 48

(1985-2006)
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334  ~tyvXSF~–  XSFnα–nSFandFnqα–FrenotypesFtnfluenceFoiseaseFznsetFandFnlinicalFzutcomesFinF
nhronicF~ancreatitisUFClinicaldanddTranslationaldGastroenterologySF2018SFdSFYW[ 4.2 48

333 tndividualizedFiterativeFphenotypingFforFgenomeTwideFanalysisFofFlossTofTfunctionFmutationsUF
AmericandJournaldofdHumandGeneticsSF2015SFdaSFdXZTY] 11 47

332 reneFsyntenyFcomparisonsFbetweenFdifferentFvertebratesFprovideFnewFinsightsFintoFbreakageFandF
fusionFeventsFduringFmammalianFkaryotypeFevolutionUFBMCdEvolutionarydBiologySF2009SFdSFc[ 3 46

331 nloselyFspacedFmultipleFmutationsFasFpotentialFsignaturesFofFtransientFhypermutabilityFinFhumanF
genesUFHumandMutationSF2009SFZWSFX[Z]T[c 4.7 45

330 –eportFofFtheFoylFcommitteeFandFcataloguesFofFclonedFandFmappedFgenesFandFoylF
polymorphismsUFCytogeneticdanddGenomedResearchSF1990SF]]SF[]bTbbc 1.9 45

329
ootrTineFdetectingFdiseaseTcausingFgeneticFvariationsFdueFtoFframeshiftingFindelsFandFnonsenseF
mutationsFemployingFsequenceFandFstructuralFpropertiesFatFnucleotideFandFproteinFlevelsUF
BioinformaticsSF2015SFZXSFX]ddTaWa

7.2 44

328
 ηlFretrotransposonFinsertionTassociatedFdeletionFrepresentsFaFnovelFmutationalFmechanismF
underlyingFlargeFgenomicFcopyFnumberFchangesFwithFnonTrecurrentFbreakpointsUFGenomedBiologySF
2014SFX]SF–cW

18.3 44

327 mreakpointFanalysisFofFtheFpericentricFinversionFdistinguishingFhumanFchromosomeF[FfromFtheF
homologousFchromosomeFinFtheFchimpanzeeFO~anFtroglodytesPUFHumandMutationSF2005SFY]SF[]T]] 4.7 44

326 xolecularFanalysisFofFtheFgenotypeTphenotypeFrelationshipFinFfactorFXFdeficiencyUFHumandGeneticsSF
2000SFXWaSFY[dT]b 6.3 44

325
lFnovelFdysfunctionalFgrowthFhormoneFvariantFOtleXbdxetPFexhibitsFaFdecreasedFabilityFtoFactivateF
theFextracellularFsignalTregulatedFkinaseFpathwayUFJournaldofdClinicaldEndocrinologydanddMetabolismSF
2004SFcdSFXWacTb]

5.6 43

324 αheFeffectFofFreplicationFerrorsFonFtheFmismatchFanalysisFofF~n–TamplifiedFoylUFNucleicdAcidsd
ResearchSF1990SFXcSFdbZTc 20.1 43

323 αheFsumanFreneFxutationFoatabaseFOsrxoPFandFitsFexploitationFinFtheFstudyFofFmutationalF
mechanismsUFCurrentdProtocolsdindBioinformaticsSF2006SFnhapterFXSFβnitFXUXZ 24.2 42

322 veyFchallengesFforFnextTgenerationFpharmacogenomicseF cienceFMF ocietyFseriesFonF cienceFandF
orugsUFEMBOdReportsSF2014SFX]SF[bYTa 6.5 41

321 renotypeTphenotypeFassociationsFinFneurofibromatosisFtypeFXFOyqXPeFanFincreasedFriskFofFtumorF
complicationsFinFpatientsFwithFyqXFspliceTsiteFmutationsjUFHumandGenomicsSF2012SFaSFXY 6.8 41

320 lFcriticalFviewFofFtheFgeneralFpublicNsFawarenessFandFphysiciansNFopinionFofFtheFtrendsFandFpotentialF
pitfallsFofFgeneticFtestingFinFrreeceUFPersonalizeddMedicineSF2011SFcSF]]XT]aX 2.2 41

319 nharacterisationFofFaFfunctionalFintronicFpolymorphismFinFtheFhumanFgrowthFhormoneFOrsXPFgeneUF
HumandGenomicsSF2010SF[SFYcdTZWX 6.8 41

318  tructuralFdivergenceFbetweenFtheFhumanFandFchimpanzeeFgenomesUFHumandGeneticsSF2007SFXYWSFb]dTbc6.3 41

317
xicroarrayTbasedFcopyFnumberFanalysisFofFneurofibromatosisFtypeTXFOyqXPTassociatedFmalignantF
peripheralFnerveFsheathFtumorsFrevealsFaFroleFforF–hoTrα~aseFpathwayFgenesFinFyqXFtumorigenesisUF
HumandMutationSF2012SFZZSFbaZTba

4.7 40

David N Cooper

10



316 lssessingFradiationTassociatedFmutationalFriskFtoFtheFgermlineeFrepetitiveFoylFsequencesFasF
mutationalFtargetsFandFbiomarkersUFRadiationdResearchSF2006SFXa]SFY[dTac 3.1 40

315 yoFlssociationFmetweenFnpwTsYmFsybridFllleleFandFnhronicF~ancreatitisFinFlsianF~opulationsUF
GastroenterologySF2016SFX]WSFX]]cTX]aWUe] 13.3 40

314 reneticFtestsFobtainableFthroughFpharmacieseFtheFgoodSFtheFbadSFandFtheFuglyUFHumandGenomicsSF
2013SFbSFXb 6.8 38

313 nriticalFappraisalFofFtheFviewsFofFhealthcareFprofessionalsFwithFrespectFtoFpharmacogenomicsFandF
personalizedFmedicineFinFrreeceUFPersonalizeddMedicineSF2014SFXXSFX]TYa 2.2 38

312
tndependentFintrachromosomalFrecombinationFeventsFunderlieFtheFpericentricFinversionsFofF
chimpanzeeFandFgorillaFchromosomesFhomologousFtoFhumanFchromosomeFXaUFGenomedResearchSF
2005SFX]SFXYZYT[Y

9.7 38

311
lFnovelFthirdFtypeFofFrecurrentFyqXFmicrodeletionFmediatedFbyFnonallelicFhomologousF
recombinationFbetweenFw––nZbmTcontainingFlowTcopyFrepeatsFinFXbqXXUYUFHumandMutationSF2010SF
ZXSFb[YT]X

4.7 37

310
wtypTXFendonucleaseTdependentFretrotranspositionalFeventsFcausingFhumanFgeneticFdiseaseeF
mutationFdetectionFbiasFandFmultipleFmechanismsFofFtargetFgeneFdisruptionUFJournaldofdBiomedicined
anddBiotechnologySF2006SFYWWaSF]aXcY

36

309 lFmassivelyFparallelFpipelineFtoFcloneFoylFvariantsFandFexamineFmolecularFphenotypesFofFhumanF
diseaseFmutationsUFPLoSdGeneticsSF2014SFXWSFeXWW[cXd 6 35

308
xolecularFcharacterizationFofFYYFnovelFβo~TyTacetylglucosamineTXTphosphateFtransferaseFalphaTF
andFbetaTsubunitFOry~αlmPFgeneFmutationsFcausingFmucolipidosisFtypesFttalphaVbetaFandF
tttalphaVbetaFinF[aFpatientsUFHumandMutationSF2009SFZWSFpd]aTbZ

4.7 35

307 pctopicFOillegitimatePFtranscriptioneFnewFpossibilitiesFforFtheFanalysisFandFdiagnosisFofFhumanF
geneticFdiseaseUFAnnalsdofdMedicineSF1994SFYaSFdTX[ 1.5 35

306 nhickenFlensFdeltaTcrystallinFgeneFexpressionFandFmethylationFinFseveralFnonTlensFtissuesUFNucleicd
AcidsdResearchSF1983SFXXSFY]XZTYb 20.1 35

305 xechanismsFofFlossFofFheterozygosityFinFneurofibromatosisFtypeFXTassociatedFplexiformF
neurofibromasUFJournaldofdInvestigativedDermatologySF2009SFXYdSFaX]TYX 4.3 34

304 tdentificationFofFlargeTscaleFhumanTspecificFcopyFnumberFdifferencesFbyFinterTspeciesFarrayF
comparativeFgenomicFhybridizationUFHumandGeneticsSF2006SFXXdSFXc]Tdc 6.3 34

303 lssessingFtheFrelativeFimportanceFofFtheFbiophysicalFpropertiesFofFaminoFacidFsubstitutionsF
associatedFwithFhumanFgeneticFdiseaseUFHumandMutationSF2002SFYWSFdcTXWd 4.7 34

302 pvidenceFforFnulturedFsumanFηascularF moothFxuscleFnellFseterogeneityeFtsolationFofFnlonalFnellsF
andF tudyFofFtheirFrrowthFnharacteristicsUFThrombosisdanddHaemostasisSF1996SFb]SFc][Tc]c 7 34

301 oecipheringFnextTgenerationFpharmacogenomicseFanFinformationFtechnologyFperspectiveUFOpend
BiologySF2014SF[SF 7 33

300 pvolutionFofFtheFproximalFpromoterFregionFofFtheFmammalianFgrowthFhormoneFgeneUFGeneSF1999SF
YZbSFX[ZT]X 3.8 33

299 xechanismsFofFbaseFsubstitutionFmutagenesisFinFcancerFgenomesUFGenesSF2014SF]SFXWcT[a 4.2 32

(2014-2006)
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298 reneFdiscoveryFinFfamilialFcancerFsyndromesFbyFexomeFsequencingeFprospectsFforFtheFelucidationFofF
familialFcolorectalFcancerFtypeFXUFModerndPathologySF2012SFY]SFXW]]Tac 9.8 31

297 oownNsFsyndromeFandFtheFmolecularFbiologyFofFchromosomeFYXUFProgressdindNeurobiologySF1988SFZWSF]WbTZW10.9 31

296 xeioticFrecombinationFfavorsFtheFspreadingFofFdeleteriousFmutationsFinFhumanFpopulationsUFHumand
MutationSF2011SFZYSFXdcTYWa 4.7 30

295  ingleFbaseTpairFsubstitutionsFatFtheFtranslationFinitiationFsitesFofFhumanFgenesFasFaFcauseFofF
inheritedFdiseaseUFHumandMutationSF2011SFZYSFXXZbT[Z 4.7 30

294 xolecularFgeneticFanalysisFofFsevereFproteinFnFdeficiencyUFHumandGeneticsSF2000SFXWaSFa[aT]Z 6.3 30

293 qromFtheFperipheryFtoFcentreFstageeFdeFnovoFsingleFnucleotideFvariantsFplayFaFkeyFroleFinFhumanF
geneticFdiseaseUFJournaldofdMedicaldGeneticsSF2013SF]WSFYWZTXX 5.8 29

292 pxomeFversusFtranscriptomeFsequencingFinFidentifyingFcodingFregionFvariantsUFExpertdReviewdofd
MoleculardDiagnosticsSF2012SFXYSFY[XT]X 3.8 29

291 nompleteFascertainmentFofFintragenicFcopyFnumberFmutationsFOnyxsPFinFtheFnqα–FgeneFandFitsF
implicationsFforFnyxFformationFatFotherFautosomalFlociUFHumandMutationSF2010SFZXSF[YXTc 4.7 29

290 sypermethylationFofFtheFneurofibromatosisFtypeFXFOyqXPFgeneFpromoterFisFnotFaFcommonFeventFinF
theFinactivationFofFtheFyqXFgeneFinFyqXTspecificFtumoursUFHumandGeneticsSF2000SFXWbSFZZTd 6.3 29

289 tntrachromosomalFmitoticFnonallelicFhomologousFrecombinationFisFtheFmajorFmolecularFmechanismF
underlyingFtypeTYFyqXFdeletionsUFHumandMutationSF2010SFZXSFXXaZTbZ 4.7 28

288 oeFnovoFspliceFsiteFmutationFinFtheFantithrombinFtttFOlαZPFgeneFcausingFrecurrentFvenousF
thrombosiseFdemonstrationFofFexonFskippingFbyFectopicFtranscriptFanalysisUFGenomicsSF1992SFXZSFXZ]dTaX 4.3 28

287 wateTonsetFhomozygousFproteinFnFdeficiencyUFLancetrdTheSF1991SFZZcSF]b]Ta 40 28

286 αestF~ricingFandF–eimbursementFinFrenomicFxedicineeFαowardsFaFreneralF trategyUFPublicdHealthd
GenomicsSF2016SFXdSFZ]YTZaZ 1.9 28

285 αransTspeciesFpolymorphismFinFhumansFandFtheFgreatFapesFisFgenerallyFmaintainedFbyFbalancingF
selectionFthatFmodulatesFtheFhostFimmuneFresponseUFHumandGenomicsSF2015SFdSFYX 6.8 27

284 yonTmFoylTformingFsequencesFandFW–yFdeficiencyFindependentlyFincreaseFtheFfrequencyFofFbaseF
substitutionFinFhumanFcellsUFJournaldofdBiologicaldChemistrySF2011SFYcaSFXWWXbTYa 5.4 27

283 oetectionFofFtwoFlluFinsertionsFinFtheFnqα–FgeneUFJournaldofdCysticdFibrosisSF2008SFbSFZbT[Z 4.1 27

282 sumanFgeneFmutationFinFpathologyFandFevolutionUFJournaldofdInheriteddMetabolicdDiseaseSF2002SFY]SFX]bTcY5.4 27

281 oisruptionFofFaFbindingFsiteFforFhepatocyteFnuclearFfactorFXFinFtheFproteinFnFgeneFpromoterFisF
associatedFwithFhereditaryFthrombophiliaUFHumandMoleculardGeneticsSF1994SFZSFYX[bT]Y 5.6 27

David N Cooper

12



280 renomeTwideFanalysisFofFcopyFnumberFvariationFidentifiesFcandidateFgeneFlociFassociatedFwithFtheF
progressionFofFnonTalcoholicFfattyFliverFdiseaseUFPLoSdONESF2014SFdSFed]aW[ 3.7 27

279 yewFclinicalFandFmolecularFinsightsFonFmarthFsyndromeUFOrphanetdJournaldofdRaredDiseasesSF2013SFcSFYb 4.2 26

278 tnvestigatingFoylTSF–ylTSFandFproteinTbasedFfeaturesFasFaFmeansFtoFdiscriminateFpathogenicF
synonymousFvariantsUFHumandMutationSF2017SFZcSFXZZaTXZ[b 4.7 26

277 lFmetaTanalysisFofFsingleFbaseTpairFsubstitutionsFinFtranslationalFterminationFcodonsFONnonstopNF
mutationsPFthatFcauseFhumanFinheritedFdiseaseUFHumandGenomicsSF2011SF]SFY[XTa[ 6.8 26

276 xonozygoticFtwinsFdiscordantFforFneurofibromatosisFtypeFXFdueFtoFaFpostzygoticFyqXFgeneF
mutationUFHumandMutationSF2011SFZYSFpYXZ[T[b 4.7 26

275 oetectionFofFmissenseFmutationsFbyFsingleTstrandFconformationalFpolymorphismFO  n~PFanalysisFinF
fiveFdysfunctionalFvariantsFofFcoagulationFfactorFηttUFHumandMoleculardGeneticsSF1993SFYSFXZ]]Td 5.6 26

274 oiagnosisFofFgeneticFdiseaseFusingFrecombinantFoylUF econdFeditionUFHumandGeneticsSF1989SFcZSFZWbTZ[ 6.3 26

273
mlacklistingFvariantsFcommonFinFprivateFcohortsFbutFnotFinFpublicFdatabasesFoptimizesFhumanF
exomeFanalysisUFProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaSF
2019SFXXaSFd]WTd]d

11.5 26

272 xutationalFsignaturesFandFmutableFmotifsFinFcancerFgenomesUFBriefingsdindBioinformaticsSF2018SFXdSFXWc]TXXWX13.4 25

271  Tnl~FextendsFpathogenicityFpredictionFtoFgeneticFvariantsFthatFaffectF–ylFsplicingUFNatured
GeneticsSF2019SF]XSFb]]TbaZ 36.3 25

270 tmpactFofFhumanFpathogenicFmicroTinsertionsFandFmicroTdeletionsFonFpostTtranscriptionalF
regulationUFHumandMoleculardGeneticsSF2014SFYZSFZWY[TZ[ 5.6 25

269
xolecularFgeneticFanalysisFofFtheF~w~XFgeneFinFZcFfamiliesFwithF~w~XTrelatedFdisorderseF
identificationFandFfunctionalFcharacterizationFofFXXFnovelF~w~XFmutationsUFOrphanetdJournaldofdRared
DiseasesSF2011SFaSF[W

4.2 25

268 nruciformTformingFinvertedFrepeatsFappearFtoFhaveFmediatedFmanyFofFtheFmicroinversionsFthatF
distinguishFtheFhumanFandFchimpanzeeFgenomesUFChromosomedResearchSF2009SFXbSF[adTcZ 4.4 25

267 reneticFvariationFatFtheFgrowthFhormoneFOrsXPFandFgrowthFhormoneFreceptorFOrs–PFlociFasFaFriskF
factorFforFhypertensionFandFstrokeUFHumandGeneticsSF2006SFXXdSF]YbT[W 6.3 25

266 –eg y~sTintroneFaFcomputationalFframeworkFforFpredictingFpathogenicFimpactFofFintronicFsingleF
nucleotideFvariantsUFGenomedBiologySF2019SFYWSFY][ 18.3 25

265 ~roteinsFlinkedFtoFautosomalFdominantFandFautosomalFrecessiveFdisordersFharborFcharacteristicF
rareFmissenseFmutationFdistributionFpatternsUFHumandMoleculardGeneticsSF2015SFY[SF]dd]TaWWY 5.6 24

264 αransientFhypermutabilitySFchromothripsisFandFreplicationTbasedFmechanismsFinFtheFgenerationFofF
concurrentFclusteredFmutationsUFMutationdResearchdsdReviewsdindMutationdResearchSF2012SFb]WSF]YTd 7 24

263 ruanineFholesFareFprominentFtargetsFforFmutationFinFcancerFandFinheritedFdiseaseUFPLoSdGeneticsSF
2013SFdSFeXWWZcXa 6 24

(2013-2014)
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262 pxploringFtheFpotentialFrelevanceFofFhumanTspecificFgenesFtoFcomplexFdiseaseUFHumandGenomicsSF
2011SF]SFddTXWb 6.8 24

261 rrossF–earrangementFmreakpointFoatabaseFOr–amoPUFHumandMutationSF2004SFYZSFYXdTYX 4.7 24

260 pxtensiveFdisruptionFofFproteinFinteractionsFbyFgeneticFvariantsFacrossFtheFalleleFfrequencyF
spectrumFinFhumanFpopulationsUFNaturedCommunicationsSF2019SFXWSF[X[X 17.4 23

259
αheFemergenceFofFtheFmitochondrialFgenomeFasFaFpartialFregulatorFofFnuclearFfunctionFisFprovidingF
newFinsightsFintoFtheFgeneticFmechanismsFunderlyingFageTrelatedFcomplexFdiseaseUFHumandGeneticsSF
2014SFXZZSF[Z]T]c

6.3 23

258 nharacterizationFofFtheFnonallelicFhomologousFrecombinationFhotspotF~– ZFassociatedFwithFtypeTZF
yqXFdeletionsUFHumandMutationSF2012SFZZSFZbYTcZ 4.7 23

257
renomicFxedicineFWithoutFmorderseFWhichF trategiesF houldFoevelopingFnountriesFpmployFtoF
tnvestFinF~recisionFxedicinejFlFyewFHqastT econdFWinnerHF trategyUFOMICSdAdJournaldofdIntegratived
BiologySF2017SFYXSFa[bTa]b

3.8 23

256 WhenFlossTofTfunctionFisFlossFofFfunctioneFassessingFmutationalFsignaturesFandFimpactFofF
lossTofTfunctionFgeneticFvariantsUFBioinformaticsSF2017SFZZSFiZcdTiZdc 7.2 23

255
tdentificationFandFmolecularFcharacterizationFofFsixFnovelFmutationsFinFtheF
βo~TyTacetylglucosamineTXTphosphotransferaseFgammaFsubunitFOry~αrPFgeneFinFpatientsFwithF
mucolipidosisFtttFgammaUFHumandMutationSF2009SFZWSFdbcTc[

4.7 23

254 tnterlocusFgeneFconversionFeventsFintroduceFdeleteriousFmutationsFintoFatFleastFXLFofFhumanF
genesFassociatedFwithFinheritedFdiseaseUFGenomedResearchSF2012SFYYSF[YdTZ] 9.7 23

253 noTinheritanceFofFaFnovelFdeletionFofFtheFentireF ~tyvXFgeneFwithFaFnqα–FmissenseFmutationF
OwddbqPFinFaFfamilyFwithFchronicFpancreatitisUFMoleculardGeneticsdanddMetabolismSF2007SFdYSFXacTb] 3.7 23

252 p]ZFmutationsSFbenzo[a]pyreneFandFlungFcancerUFMutagenesisSF1998SFXZSFZXdTYW 2.8 23

251 –egulatoryFmutationsFandFhumanFgeneticFdiseaseUFAnnalsdofdMedicineSF1992SFY[SF[YbTZb 1.5 23

250
nharacterizationFofFYaFdeletionFnyηsFrevealsFtheFfrequentFoccurrenceFofFmicroTmutationsFwithinF
theFbreakpointTflankingFregionsFandFfrequentFrepairFofFdoubleTstrandFbreaksFbyFtemplatedF
insertionsFderivedFfromFremoteFgenomicFregionsUFHumandGeneticsSF2015SFXZ[SF]cdTaWZ

6.3 22

249 nlarifyingFtheFclinicalFrelevanceFofF ~tyvXFintronicFvariantsFinFchronicFpancreatitisUFGutSF2016SFa]SFcc[Ta 19.2 22

248 ~atternsFandFmutationalFsignaturesFofFtandemFbaseFsubstitutionsFcausingFhumanFinheritedFdiseaseUF
HumandMutationSF2013SFZ[SFXXXdTZW 4.7 22

247 pxploringFtheFsomaticFyqXFmutationalFspectrumFassociatedFwithFyqXFcutaneousFneurofibromasUF
EuropeandJournaldofdHumandGeneticsSF2012SFYWSF[XXTd 5.3 22

246 αhreeFdifferentFpathologicalFlesionsFinFtheFyqXFgeneForiginatingFdeFnovoFinFaFfamilyFwithF
neurofibromatosisFtypeFXUFHumandGeneticsSF2003SFXXYSFXYTb 6.3 22

245 xolecularFcharacterisationFofFtheFpericentricFinversionFthatFdistinguishesFhumanFchromosomeF]F
fromFtheFhomologousFchimpanzeeFchromosomeUFHumandGeneticsSF2005SFXXbSFXacTba 6.3 22
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244 oylFpolymeraseF˛•FmutationalFsignaturesFareFfoundFinFaFvarietyFofFdifferentFtypesFofFcancerUFCelld
CycleSF2018SFXbSFZ[cTZ]] 4.7 22

243 mridgingFgenomicsFresearchFbetweenFdevelopedFandFdevelopingFcountrieseFtheFrenomicFxedicineF
lllianceUFPersonalizeddMedicineSF2014SFXXSFaX]TaYZ 2.2 21

242 tdentificationFofFrecurrentFtypeTYFyqXFmicrodeletionsFrevealsFaFmitoticFnonallelicFhomologousF
recombinationFhotspotFunderlyingFaFhumanFgenomicFdisorderUFHumandMutationSF2012SFZZSFX]ddTaWd 4.7 21

241
lssessmentFofFtheFpotentialFpathogenicityFofFmissenseFmutationsFidentifiedFinFtheF
rα~aseTactivatingFproteinFOrl~PTrelatedFdomainFofFtheFneurofibromatosisFtypeTXFOyqXPFgeneUF
HumandMutationSF2012SFZZSFXacbTda

4.7 20

240 nriticalFappraisalFofFtheFprivateFgeneticFandFpharmacogenomicFtestingFenvironmentFinFrreeceUF
PersonalizeddMedicineSF2011SFcSF[XZT[YW 2.2 20

239 ~redictionFofFfunctionalFregulatoryF y~sFinFmonogenicFandFcomplexFdiseaseUFHumandMutationSF2011
SFZYSFXXcZTdW 4.7 20

238 nopyFnumberFvariationsFinFtheFyqXFgeneFregionFareFinfrequentFandFdoFnotFpredisposeFtoFrecurrentF
typeTXFdeletionsUFEuropeandJournaldofdHumandGeneticsSF2008SFXaSF]bYTcW 5.3 20

237 zriginFofFtheFprevalentF qα~mFindelFgUX][dnFiFrllFOXYXinsYPFmutationFcausingFsurfactantFproteinFmF
O ~TmPFdeficiencyUFAmericandJournaldofdMedicaldGeneticsrdPartdASF2006SFX[WSFaYTd 2.5 20

236 lnFintegrativeFapproachFtoFpredictingFtheFfunctionalFeffectsFofFsmallFindelsFinFnonTcodingFregionsF
ofFtheFhumanFgenomeUFBMCdBioinformaticsSF2017SFXcSF[[Y 3.6 19

235 αissueTspecificFdifferencesFinFtheFproportionFofFmosaicFlargeFyqXFdeletionsFareFsuggestiveFofFaF
selectiveFgrowthFadvantageFofFhematopoieticFdelORVTPFstemFcellsUFHumandMutationSF2012SFZZSF][XT]W 4.7 19

234 tntegratingFnextTgenerationFsequencingFintoFtheFdiagnosticFtestingFofFinheritedFcancerF
predispositionUFClinicaldGeneticsSF2013SFcZSFYTa 4 19

233 lFnovelFlluTmediatedFaXTkbFdeletionFofFtheFvonFWillebrandFfactorFOηWqPFgeneFwhoseFbreakpointsF
coTlocateFwithFputativeFmatrixFattachmentFregionsUFBlooddCellsrdMoleculesrdanddDiseasesSF2006SFZaSFZc]TdX2.1 19

232 xolecularFdiagnosisFofFfacioscapulohumeralFmuscularFdystrophyUFExpertdReviewdofdMoleculard
DiagnosticsSF2002SFYSFXaWTbX 3.8 19

231 ~romoterFshufflingFhasFoccurredFduringFtheFevolutionFofFtheFvertebrateFgrowthFhormoneFgeneUF
GeneSF2000SFY][SFdTXc 3.8 19

230 plucidationFofFtheFcomplexFstructureFandForiginFofFtheFhumanFtrypsinogenFlocusFtriplicationUFHumand
MoleculardGeneticsSF2009SFXcSFZaW]TX[ 5.6 18

229 lscertainmentFandFcriticalFassessmentFofFtheFviewsFofFtheFgeneralFpublicFandFhealthcareF
professionalsFonFnutrigenomicsFinFrreeceUFPersonalizeddMedicineSF2012SFdSFYWXTYXW 2.2 18

228 oiversityFofFcystathionineFbetaTsynthaseFhaplotypesFbearingFtheFmostFcommonFhomocystinuriaF
mutationFcUcZZαineFaFpossibleFroleFforFgeneFconversionUFHumandMutationSF2007SFYcSFY]]Ta[ 4.7 18

227  ingleFbaseTpairFsubstitutionsFinFpathologyFandFevolutioneFtwoFsidesFtoFtheFsameFcoinUFHumand
MutationSF1996SFcSFYZTZX 4.7 18

(1996-2018)

15



226 tdentificationFofFcancerFpredispositionFvariantsFinFapparentlyFhealthyFindividualsFusingFaF
nextTgenerationFsequencingTbasedFfamilyFgenomicsFapproachUFHumandGenomicsSF2015SFdSFXY 6.8 17

225 oissectingFtheFclinicalFphenotypeFassociatedFwithFmosaicFtypeTYFyqXFmicrodeletionsUFNeurogeneticsSF
2012SFXZSFYYdTZa 3 17

224 –evealingFtheFhumanFmutomeUFClinicaldGeneticsSF2010SFbcSFZXWTYW 4 17

223 lirFpollutionFandFmutationsFinFtheFgermlineeFareFhumansFatFriskjUFHumandGeneticsSF2009SFXY]SFXXdTZW 6.3 17

222 nharacterizationFofFtheFhumanFlineageTspecificFpericentricFinversionFthatFdistinguishesFhumanF
chromosomeFXFfromFtheFhomologousFchromosomesFofFtheFgreatFapesUFHumandGeneticsSF2006SFXYWSFXYaTZc6.3 17

221 ~opulationFdifferencesFinFtheFfrequencyFofFtheFfactorFηFweidenFvariantFamongFpeopleFwithFclinicallyF
symptomaticFproteinFnFdeficiencyUFJournaldofdMedicaldGeneticsSF1995SFZYSF][ZT] 5.8 17

220 plucidatingFcommonFstructuralFfeaturesFofFhumanFpathogenicFvariationsFusingFlargeTscaleF
atomicTresolutionFproteinFnetworksUFHumandMutationSF2014SFZ]SF]c]TdZ 4.7 16

219 xolecularFheterogeneityFinFmalignantFperipheralFnerveFsheathFtumorsFassociatedFwithF
neurofibromatosisFtypeFXUFHumandGenomicsSF2012SFaSFXc 6.8 16

218 lFlegalFframeworkFforFbiobankingeFtheFrermanFexperienceUFEuropeandJournaldofdHumandGeneticsSF
2007SFX]SF]YcTZY 5.3 16

217 αheFchimpanzeeTspecificFpericentricFinversionsFthatFdistinguishFhumansFandFchimpanzeesFhaveF
identicalFbreakpointsFinF~anFtroglodytesFandF~anFpaniscusUFGenomicsSF2006SFcbSFZdT[] 4.3 16

216 tdentificationFofFanFintronicFregulatoryFelementFinFtheFhumanFproteinFnFO~–znPFgeneUFHumand
GeneticsSF2000SFXWbSF[]cTa] 6.3 16

215 seritableFpatternFofFoxidizedFoylFbaseFrepairFcoincidesFwithFpreTtargetingFofFrepairFcomplexesFtoF
openFchromatinUFNucleicdAcidsdResearchSF2021SF[dSFYYXTY[Z 20.1 16

214 reg y~sTsplicingeFaFtoolFforFprioritizingFsynonymousFsingleTnucleotideFsubstitutionUFHumandGeneticsSF
2017SFXZaSFXYbdTXYcd 6.3 15

213 ~athogenicityFandFfunctionalFimpactFofFnonTframeshiftingFinsertionVdeletionFvariationFinFtheFhumanF
genomeUFPLoSdComputationaldBiologySF2019SFX]SFeXWWbXXY 5 15

212 polyadenylationFsignalFvariantsFcauseFsyndromicFmicrophthalmiaUFJournaldofdMedicaldGeneticsSF2019SF
]aSF[[[T[]Y 5.8 15

211 pvaluationFofFcopyFnumberFvariationFandFgeneFexpressionFinFneurofibromatosisFtypeTXTassociatedF
malignantFperipheralFnerveFsheathFtumoursUFHumandGenomicsSF2015SFdSFZ 6.8 15

210 renomicFvariantsFinFtheFqαzFgeneFareFassociatedFwithFsporadicFamyotrophicFlateralFsclerosisFinF
rreekFpatientsUFHumandGenomicsSF2017SFXXSFZW 6.8 15

209 lF–oleFforFyonTmFoylFqormingF equencesFinFxediatingFxicrolesionsFnausingFsumanFtnheritedF
oiseaseUFHumandMutationSF2016SFZbSFa]TbZ 4.7 15
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208 lpplicationFofFpconomicFpvaluationFtoFlssessFqeasibilityFforF–eimbursementFofFrenomicFαestingFasF
~artFofF~ersonalizedFxedicineFtnterventionsUFFrontiersdindPharmacologySF2019SFXWSFcZW 5.6 15

207 tmprovingFtheFinFsilicoFassessmentFofFpathogenicityFforFcompensatedFvariantsUFEuropeandJournaldofd
HumandGeneticsSF2016SFY]SFYTb 5.3 15

206
lnalysisFofFcrossoverFbreakpointsFyieldsFnewFinsightsFintoFtheFnatureFofFtheFgeneFconversionFeventsF
associatedFwithFlargeFyqXFdeletionsFmediatedFbyFnonallelicFhomologousFrecombinationUFHumand
MutationSF2014SFZ]SFYX]TYa

4.7 15

205 lssessingFtheFpathologicalFrelevanceFofF ~tyvXFpromoterFvariantsUFEuropeandJournaldofdHumand
GeneticsSF2011SFXdSFXWaaTbZ 5.3 15

204 wegalFandFethicalFconsequencesFofFinternationalFbiobankingFfromFaFnationalFperspectiveeFtheF
rermanFmxmTpβnoopFprojectUFEuropeandJournaldofdHumandGeneticsSF2010SFXcSF]YYT] 5.3 15

203 xolecularFgeneticFapproachesFtoFtheFanalysisFandFdiagnosisFofFhumanFinheritedFdiseaseeFanF
overviewUFAnnalsdofdMedicineSF1992SFY[SFYdT[Y 1.5 15

202 αheFdistributionFofFtheFdinucleotideFnprFandFcytosineFmethylationFinFtheFvitellogeninFgeneFfamilyUF
JournaldofdMoleculardEvolutionSF1987SFY]SFXWbTX] 3.1 15

201 yoFsignificantFenrichmentFofFrareFfunctionallyFdefectiveFn~lXFvariantsFinFaFlargeFnhineseFidiopathicF
chronicFpancreatitisFcohortUFHumandMutationSF2017SFZcSFd]dTdaZ 4.7 14

200 nlinicalFheterogeneityFofFmitochondrialFyloFkinaseFdeficiencyFcausedFbyFaFylovYFstartFlossFvariantUF
AmericandJournaldofdMedicaldGeneticsrdPartdASF2018SFXbaSFadYTadc 2.5 14

199 αheFsomaticFautosomalFmutationFmatrixFinFcancerFgenomesUFHumandGeneticsSF2015SFXZ[SFc]XTa[ 6.3 14

198 αechnologicalFadvancesFinFoylFsequenceFenrichmentFandFsequencingFforFgermlineFgeneticF
diagnosisUFExpertdReviewdofdMoleculardDiagnosticsSF2012SFXYSFX]dTbZ 3.8 14

197 rrowthFhormoneFOrsXPFgeneFvariationFandFtheFgrowthFhormoneFreceptorFOrs–PFexonFZFdeletionF
polymorphismFinFaFWestTlfricanFpopulationUFMoleculardanddCellulardEndocrinologySF2008SFYdaSFXcTY] 4.4 14

196 ~olymorphicFmicroTinversionsFcontributeFtoFtheFgenomicFvariabilityFofFhumansFandFchimpanzeesUF
HumandGeneticsSF2006SFXXdSFXWZTXY 6.3 14

195 oisentanglingFtheFperturbationalFeffectsFofFaminoFacidFsubstitutionsFinFtheFoylTbindingFdomainFofF
p]ZUFHumandGeneticsSF1999SFXW[SFX]TYY 6.3 14

194 xolecularFreconstructionFandFhomologyFmodellingFofFtheFcatalyticFdomainFofFtheFcommonFancestorF
ofFtheFhaemostaticFvitaminTvTdependentFserineFproteinasesUFHumandGeneticsSF1996SFdcSFZ]XTbW 6.3 14

193 ~roteinFnFwondonFXeFrecurrentFmutationFatFlrgFXadFOnrrTTTTαrrPFinFtheFproteinFnFgeneFcausingF
thrombosisUFNucleicdAcidsdResearchSF1989SFXbSFXW]XZ 20.1 14

192 xutationαasterYWYXUFNucleicdAcidsdResearchSF2021SF[dSFW[[aTW[]X 20.1 14

191 qirstFestimateFofFtheFscaleFofFcanonicalF]NFspliceFsiteFrαirnFvariantsFcapableFofFgeneratingFwildTtypeF
transcriptsUFHumandMutationSF2019SF[WSFXc]aTXcbZ 4.7 13

(2019-2019)
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190 αheF–iseFandF–iseFofFpxomeF equencingUFPublicdHealthdGenomicsSF2016SFXdSFZX]TZY[ 1.9 13

189 qineFmappingFofFmeioticFyls–TassociatedFcrossoversFcausingFlargeFyqXFdeletionsUFHumand
MoleculardGeneticsSF2016SFY]SF[c[Tda 5.6 13

188  tructureTbasedFkernelsFforFtheFpredictionFofFcatalyticFresiduesFandFtheirFinvolvementFinFhumanF
inheritedFdiseaseUFBioinformaticsSF2010SFYaSFXdb]TcY 7.2 13

187 pnigmaticFinFvivoFiduronateTYTsulfataseFOto PFmutantFtranscriptFcorrectionFtoFwildTtypeFinFsunterF
syndromeUFHumandMutationSF2010SFZXSFpXYaXTc] 4.7 13

186
–esolutionFofFaFmispairedFsecondaryFstructureFintermediateFcouldFaccountFforFaFnovelF
microTinsertionVdeletionFOZcbFinslVdelFcFbpPFinFtheF~YrxFgeneFcausingFxclrdleNsFdiseaseUFClinicald
GeneticsSF2001SF]dSF[cT]X

4 13

185
oeterminantsFofFtheFfactorFtXFmutationalFspectrumFinFhaemophiliaFmeFanFanalysisFofFmissenseF
mutationsFusingFaFmultiTdomainFmolecularFmodelFofFtheFactivatedFproteinUFHumandGeneticsSF1994SF
d[SF]d[TaWc

6.3 13

184 lFlistFofFclonedFhumanFoylFsequencesUFHumandGeneticsSF1983SFa]SFXdTYa 6.3 13

183 lFlistFofFclonedFhumanFoylFsequencesTTsupplementUFHumandGeneticsSF1984SFabSFXXXT[ 6.3 13

182 tdentificationFofFaFfunctionalFenhancerFvariantFwithinFtheFchronicFpancreatitisTassociatedF ~tyvXF
cUXWXlirFOpUlsnZ[ erPTcontainingFhaplotypeUFHumandMutationSF2017SFZcSFXWX[TXWY[ 4.7 12

181 –egulatoryF ingleTyucleotideFηariantF~redictorFtncreasesF~redictiveF~erformanceFofFqunctionalF
–egulatoryFηariantsUFHumandMutationSF2016SFZbSFXXZbTXX[Z 4.7 12

180 ~henotypicFandFgenotypicFoverlapFbetweenFmosaicFyqYFandFschwannomatosisFinFpatientsFwithF
multipleFnonTintradermalFschwannomasUFHumandGeneticsSF2018SFXZbSF][ZT]]Y 6.3 12

179
lFnewFandFmoreFaccurateFestimateFofFtheFrateFofFconcurrentFtandemTbaseFsubstitutionFmutationsFinF
theFhumanFgermlineeF~WU[LFofFtheFsingleTnucleotideFsubstitutionFmutationFrateUFHumandMutationSF
2014SFZ]SFZdYT[

4.7 12

178 lnFemergingFroleFforFmicro–ylsFinFyqXFtumorigenesisUFHumandGenomicsSF2012SFaSFYZ 6.8 12

177 reneFconversionFinFhumanFgeneticFdiseaseUFGenesSF2010SFXSF]]WTaZ 4.2 12

176 lFgeneFconversionFhotspotFinFtheFhumanFgrowthFhormoneFOrsXPFgeneFpromoterUFHumandMutationSF
2009SFZWSFYZdT[b 4.7 12

175 αriangulationFofFtheFhumanSFchimpanzeeSFandFyeanderthalFgenomeFsequencesFidentifiesFpotentiallyF
compensatedFmutationsUFHumandMutationSF2010SFZXSFXYcaTdZ 4.7 12

174 xechanismFofFlluFintegrationFintoFtheFhumanFgenomeUFGenomicdMedicineSF2007SFXSFdTXb 12

173
 ingleTstrandFconformationFpolymorphismFO  n~PFanalysisFofFexonFXXFofFtheFnqα–FgeneFreliablyF
detectsFmoreFthanFoneFthirdFofFnonTdeltaFq]WcFmutationsFinFrermanFcysticFfibrosisFpatientsUFHumand
GeneticsSF1992SFccSFYcZTb

6.3 12
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172 αheFpatternFofFoylFmethylationFinFtheFdeltaTcrystallinFgenesFinFtransdifferentiatingFneuralFretinaF
culturesUFDifferentiationSF1983SFY[SFZZTc 3.5 12

171 lxpwtpFacceleratesFxendelianFpatientFdiagnosisFdirectlyFfromFtheFprimaryFliterature 12

170 lηloleFtowardFautomatedFpathogenicFvariantFevidenceFretrievalFdirectlyFfromFtheFfullTtextF
literatureUFGeneticsdindMedicineSF2020SFYYSFZaYTZbW 8.1 12

169 xisTsplicingFofFtheFrlwy FgeneFresultingFfromFdeepFintronicFmutationsFasFaFcauseFofFxorquioFaF
diseaseUFBMCdMedicaldGeneticsSF2018SFXdSFXcZ 2.1 12

168  evereFinfantileFisolatedFexocrineFpancreaticFinsufficiencyFcausedFbyFtheFcompleteFfunctionalFlossF
ofFtheF ~tyvXFgeneUFHumandMutationSF2017SFZcSFXaaWTXaa] 4.7 11

167 lxpwtpFspeedsFxendelianFdiagnosisFbyFmatchingFpatientFphenotypeFandFgenotypeFtoFprimaryF
literatureUFSciencedTranslationaldMedicineSF2020SFXYSF 17.5 11

166 wocalFoylFdynamicsFshapeFmutationalFpatternsFofFmononucleotideFrepeatsFinFhumanFgenomesUF
NucleicdAcidsdResearchSF2015SF[ZSF]Wa]TcW 20.1 11

165 sowFtoFdistinguishFgeneticallyFbetweenFanFallegedFfatherFandFhisFmonozygoticFtwineFaFthoughtF
experimentUFForensicdSciencedInternational:dGeneticsSF2012SFaSFeXYdTZW 4.3 11

164 –estorationFofFtheFnormalFsplicingFpatternFofFtheF~w~XFgeneFbyFmeansFofFanFantisenseF
oligonucleotideFdirectedFagainstFanFexonicFmutationUFPLoSdONESF2013SFcSFebZaZZ 3.7 11

163 oelineatingFtheFsemostaseomeFasFanFaidFtoFindividualizeFtheFanalysisFofFtheFhereditaryFbasisFofF
thromboticFandFbleedingFdisordersUFHumandGeneticsSF2011SFXZWSFX[dTaa 6.3 11

162 nomparativeFanalysisFofFgermlineFandFsomaticFmicrolesionFmutationalFspectraFinFXbFhumanFtumorF
suppressorFgenesUFHumandMutationSF2011SFZYSFaYWTZY 4.7 11

161 ~renatalFexclusionFofFsevereFfactorFηttFdeficiencyUFJournaldofdPediatricdHematologyuOncologySF2003SF
Y]SF[XcTYW 1.2 11

160 sypermethylationFofFtheFneurofibromatosisFtypeFXFOyqXPFgeneFpromoterFisFnotFaFcommonFeventFinF
theFinactivationFofFtheFyqXFgeneFinFyqXTspecificFtumoursUFHumandGeneticsSF2000SFXWbSFZZTZd 6.3 11

159 αheFmolecularFgeneticsFofFfamilialFvenousFthrombosisUFBestdPracticedanddResearch:dClinicald
HaematologySF1994SFbSFaZbTb[ 11

158 αheFmolecularFgeneticsFofFfamilialFvenousFthrombosisUFBlooddReviewsSF1991SF]SF]]TbW 11.1 11

157 αheFwossFandFrainFofFqunctionalFlminoFlcidF–esiduesFtsFaFnommonFxechanismFnausingFsumanF
tnheritedFoiseaseUFPLoSdComputationaldBiologySF2016SFXYSFeXWW]WdX 5 11

156 oevelopmentalFreneFpxpressionFoifferencesFbetweenFsumansFandFxammalianFxodelsUFCelld
ReportsSF2020SFZZSFXWcZWc 10.6 11

155 βltraTdeepFampliconFsequencingFindicatesFabsenceFofFlowTgradeFmosaicismFwithFnormalFcellsFinF
patientsFwithFtypeTXFyqXFdeletionsUFHumandGeneticsSF2019SFXZcSFbZTcX 6.3 11

(2019-1983)
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154
tnFsilicoFdiscriminationFofFsingleFnucleotideFpolymorphismsFandFpathologicalFmutationsFinFhumanF
geneFpromoterFregionsFbyFmeansFofFlocalFoylFsequenceFcontextFandFregularityUFIndSilicodBiologySF
2006SFaSFYZTZ[

2 11

153 miologicalFandFfunctionalFrelevanceFofFnl ~FpredictionsUFProteins:dStructurerdFunctiondandd
BioinformaticsSF2018SFcaF upplFXSFZb[TZca 4.2 10

152 pxontmpacteF~rioritizingF~athogenicFllternativeF plicingFpventsUFHumandMutationSF2017SFZcSFXaTY[ 4.7 10

151 –esearchFandFclinicalFapplicationsFofFcancerFgenomeFsequencingUFCurrentdOpiniondindObstetricsdandd
GynecologySF2013SFY]SFZTXW 2.4 10

150 oelineationFofFtheFclinicalFphenotypeFassociatedFwithFnonTmosaicFtypeTYFyqXFdeletionseFtwoFcaseF
reportsUFJournaldofdMedicaldCasedReportsSF2011SF]SF]bb 1.2 10

149 reg y~seFaFstrategyFforFprioritizingFregulatoryFsingleFnucleotideFsubstitutionsUFBioinformaticsSF2012SF
YcSFXcbdTca 7.2 10

148 xolecularFanalysisFofFtheF]NTflankingFregionFofFtheFneurofibromatosisFtypeFXFOyqXPFgeneeF
identificationFofFfiveFsequenceFvariantsUFClinicaldGeneticsSF2000SF]bSFYYXT[ 4 10

147 xolecularFgeneticFanalysisFofFsevereFproteinFnFdeficiencyUFHumandGeneticsSF2000SFXWaSFa[aTa]Z 6.3 10

146  creeningFforFmutationsFinFtheFantithrombinFtttFgeneFcausingFrecurrentFvenousFthrombosisFbyF
singleTstrandFconformationFpolymorphismFanalysisUFHumandMutationSF1993SFYSFZY[Ta 4.7 10

145 yucleotideFWeightFxatricesF–evealFβbiquitousFxutationalFqootprintsFofFltoVl~zmpnFoeaminasesF
inFsumanFnancerFrenomesUFCancersSF2019SFXXSF 6.6 9

144
nommonFhomozygosityFforFpredictedFlossTofTfunctionFvariantsFrevealsFbothFredundantFandF
advantageousFeffectsFofFdispensableFhumanFgenesUFProceedingsdofdthedNationaldAcademydofdSciencesd
ofdthedUniteddStatesdofdAmericaSF2020SFXXbSFXZaYaTXZaZa

11.5 9

143 –egulation pottereFannotationFandFinterpretationFofFextratranscripticFoylFvariantsUFNucleicdAcidsd
ResearchSF2019SF[bSFWXWaTWXXZ 20.1 9

142 nhromosomalFspeciationFofFhumansFandFchimpanzeesFrevisitedeFstudiesFofFoylFdivergenceFwithinF
invertedFregionsUFCytogeneticdanddGenomedResearchSF2007SFXXaSF]ZTaW 1.9 9

141 yqXFxicrodeletionsFandFαheirFβnderlyingFxutationalFxechanismsF2012SFXcbTYWd 9

140 i–egyetZoeFthreeTdimensionalFintegratedFregulatoryFnetworkFforFtheFgenomicFanalysisFofFcodingF
andFnonTcodingFdiseaseFmutationsUFGenomedBiologySF2017SFXcSFXW 18.3 8

139  eqαailoreFaFuserTfriendlyFwebserverFforFtheFextractionFofFoylForFproteinFsequencesFfromF
nextTgenerationFsequencingFdataUFNucleicdAcidsdResearchSF2019SF[bSFWaYZTWaZX 20.1 8

138 ~ronouncedFmaternalFparentTofToriginFbiasFforFtypeTXFyqXFmicrodeletionsUFHumandGeneticsSF2018SF
XZbSFZa]TZbZ 6.3 8

137 tdentificationFofFcompoundFheterozygousFvariantsFinFtheFnoncodingF–yβ[lαlnFgeneFinFaFnhineseF
familyFwithFtwoFsuccessiveFfoetusesFwithFsevereFmicrocephalyUFHumandGenomicsSF2018SFXYSFZ 6.8 8
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136  mallFdeletionsFwithinFtheF–soFcodingFsequenceeFaFreportFofFtwoFnovelFmutationalFeventsFandFaF
surveyFofFtheFunderlyingFpathophysiologicFmechanismsUFTransfusionSF2013SF]ZSFYWaTXW 2.9 8

135
nomplexFxultipleTyucleotideF ubstitutionFxutationsFnausingFsumanFtnheritedFoiseaseF–evealF
yovelFtnsightsFintoFtheFlctionFofFαranslesionF ynthesisFoylF~olymerasesUFHumandMutationSF2015SF
ZaSFXWZ[Tc

4.7 8

134 reneticsFinFgenomicFeraUFGeneticsdResearchdInternationalSF2015SFYWX]SFZa[daW 0 8

133 noncurrentFnucleotideFsubstitutionFmutationsFinFtheFhumanFgenomeFareFcharacterizedFbyFaF
significantlyFdecreasedFtransitionVtransversionFratioUFHumandMutationSF2015SFZaSFZZZT[X 4.7 8

132 lFprobabilisticFmodelFtoFpredictFclinicalFphenotypicFtraitsFfromFgenomeFsequencingUFPLoSd
ComputationaldBiologySF2014SFXWSFeXWWZcY] 5 8

131 αheFmutationalFdemographyFofFproteinFnFdeficiencyUFHumandGeneticsSF1995SFdaSFX[YTa 6.3 8

130 noreFdatabaseUFNatureSF1995SFZb[SF[WY 50.4 8

129 –egionalFlocalizationFandFcharacterizationFofFaFoylFsegmentFonFtheFlongFarmFofFchromosomeFYXUF
HumandGeneticsSF1987SFb]SFXYdTZ] 6.3 8

128 nonsiderationFofFtheFhaplotypeFdiversityFatFnonallelicFhomologousFrecombinationFhotspotsF
improvesFtheFprecisionFofFrearrangementFbreakpointFidentificationUFHumandMutationSF2017SFZcSFXbXXTXbYY4.7 8

127 tnFvitroFandFinFsilicoFevidenceFagainstFaFsignificantFeffectFofFtheFcUXd[rilFvariantFonFpreTm–ylF
splicingUFGutSF2017SFaaSFYXd]TYXda 19.2 7

126 copyFnumberFvariantsFandFpromoterFpolymorphismsFinFpancreatitiseFcommonFpathogeneticF
mechanismSFdifferentFgeneticFeffectsUFGutSF2018SFabSF]dYT]dZ 19.2 7

125 txszαp~TaFcompositeFscoreFintegratingFpopularFtoolsFforFpredictingFtheFfunctionalFconsequencesF
ofFnonTsynonymousFsequenceFvariantsUFNucleicdAcidsdResearchSF2017SF[]SFeXZ 20.1 7

124 pxtremeFclusteringFofFtypeTXFyqXFdeletionFbreakpointsFcoTlocatingFwithFrTquadruplexFformingF
sequencesUFHumandGeneticsSF2018SFXZbSF]XXT]YW 6.3 7

123 lnFisolatedFcaseFofFlissencephalyFcausedFbyFtheFinsertionFofFaFmitochondrialFgenomeTderivedFoylF
sequenceFintoFtheF]NFuntranslatedFregionFofFtheF~lqlsXmXFOwt XPFgeneUFHumandGenomicsSF2010SF[SFZc[TdZ6.8 7

122 pxtendedFrunsFofFhomozygosityFatFXbqXXUYeFanFassociationFwithFtypeTYFyqXFdeletionsjUFHumand
MutationSF2010SFZXSFZY]TZ[ 4.7 7

121 ηariationFofFsiteTspecificFmethylationFpatternsFinFtheFfactorFηtttFOqcnPFgeneFinFhumanFspermFoylUF
HumandGeneticsSF1998SFXWZSFYYcTZZ 6.3 7

120 qunctionalFanalysisFofFpolymorphicFvariationFwithinFtheFpromoterFandF]NFuntranslatedFregionFofFtheF
neurofibromatosisFtypeFXFOyqXPFgeneUFAmericandJournaldofdMedicaldGeneticsdPartdASF2004SFXZXSFYYbTZX 7

119 αheFevolutionFofFtheFvertebrateFbetaTglobinFgeneFpromoterUFEvolution;dInternationaldJournaldofd
OrganicdEvolutionSF2002SF]aSFYY[TZY 3.8 7

(2002-2013)
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118 ~roteinFnFdeficiencyFandFthromboembolismeFrecurrentFmutationFatFlrgFZWaFinFtheFproteinFnFgeneUF
HumandGeneticsSF1992SFccSF]caTc 6.3 7

117 xolecularFgeneticFanalysisFofFaFnovelFformFofFhaemophiliaFlFcharacterizedFbyFtheFvariableF
expressionFofFfactorFηtttUFThrombosisdResearchSF1990SF]dSFcbXTb 8.2 7

116 sumanFgeneFcloningeFtheFstormFbeforeFtheFlulljUFNatureSF1986SFZYYSFXXd 50.4 7

115 yonTcodingF–ylFly–twFandFtheFnumberFofFplexiformFneurofibromasFinFpatientsFwithFyqXF
microdeletionsUFBMCdMedicaldGeneticsSF2012SFXZSFdc 2.1 6

114 βtilizationFofFaFcrypticFnoncanonicalFdonorFspliceFsiteFinFtheFv–αX[FgeneFcausesFaFmildFformFofF
epidermolysisFbullosaFsimplexUFBritishdJournaldofdDermatologySF2006SFX]]SFYWXTZ 4 6

113 ~rothrombinFcleavageFbyFhumanFvascularFsmoothFmuscleFcellseFaFpotentialFalternativeFpathwayFtoF
theFcoagulationFcascadeUFJournaldofdCellulardBiochemistrySF1995SF]dSF]X[TYc 4.7 6

112 lFcomprehensiveFlistFofFclonedFhumanFoylFsequencesUFNucleicdAcidsdResearchSF1990SFXcF upplSFY[XZT][b20.1 6

111
tdentificationFandFfunctionalFcharacterizationFofFaFnovelFheterozygousFmissenseFvariantFinFtheFw~wF
associatedFwithFrecurrentFhypertriglyceridemiaTinducedFacuteFpancreatitisFinFpregnancyUFMoleculard
Geneticsdkamp;dGenomicdMedicineSF2020SFcSFeXW[c

2.3 5

110 xiningFclinicalFattributesFofFgenomicFvariantsFthroughFassistedFliteratureFcurationFinFpgasUF
Database:dthedJournaldofdBiologicaldDatabasesdanddCurationSF2016SFYWXaSF 5 5

109 oiggingFdeeperFintoFtheFintronicFsequencesFofFtheF ~tyvXFgeneUFGutSF2016SFa]SFXW]]Ta 19.2 5

108 noreFlnFznlineF erverFforFoetectingFmiologicallyFnlosestFoiseaseTnausingFrenesFandFitsFlpplicationF
toF~rimaryFtmmunodeficiencyUFFrontiersdindImmunologySF2018SFdSFXZ[W 8.4 5

107 tdentificationFofFlargeFyqXFduplicationsFreciprocalFtoFyls–TmediatedFtypeTXFyqXFdeletionsUFHumand
MutationSF2014SFZ]SFX[adTb] 4.7 5

106 tnFsilicoFprioritizationFandFfurtherFfunctionalFcharacterizationFofF ~tyvXFintronicFvariantsUFHumand
GenomicsSF2017SFXXSFb 6.8 5

105
oisclosingFtheFsiddenF tructureFandFβnderlyingFxutationalFxechanismFofFaFyovelFαypeFofF
ouplicationFnyηF–esponsibleFforFsereditaryFxultipleFzsteochondromasUFHumandMutationSF2015SF
ZaSFb]cTaZ

4.7 5

104 sumanFreneFxutationeFxechanismsFandFnonsequencesF2010SFZXdTZaZ 5

103 somologyFmodellingFofFtheFcatalyticFdomainFofFearlyFmammalianFproteinFneFevolutionFofFstructuralF
featuresUFHumandGeneticsSF1997SFXWXSFZbT[Y 6.3 5

102  earchingFforFpotentialFmicro–ylTbindingFsiteFmutationsFamongstFknownFdiseaseTassociatedFZNF
βα–FvariantsUFGenomicdMedicineSF2007SFXSFYdTZZ 5

101 lFsingleFbaseTpairFdeletionFinFtheFproteinFnFgeneFcausingFrecurrentFthromboembolismUFThrombosisd
ResearchSF1991SFaXSFZZ]T[W 8.2 5
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100 αheFpxperimentallyFzbtainedFqunctionalFtmpactFlssessmentsFofF]NF pliceF iteFrαNrnFηariantsFoifferF
xarkedlyFfromFαhoseF~redictedUFCurrentdGenomicsSF2020SFYXSF]aTaa 2.6 5

99 yeuroprotectantsFattenuateFhypobaricFhypoxiaTinducedFbrainFinjuriesFinFcynomolgusFmonkeysUF
ZoologicaldResearchSF2020SF[XSFZTXd 3.4 5

98
pctopicFαranscriptFlnalysisFtndicatesFthatFlllelicFpxclusionFisFanFtmportantFnauseFofFαypeFtF~roteinFnF
oeficiencyFinF~atientsFwithFyonsenseFandFqrameshiftFxutationsFinFtheF~–znFreneUFThrombosisdandd
HaemostasisSF1996SFb]SFcbWTcba

7 5

97 –oleFofFtheFnommonFsaplotypeFinFllcoholicFandFyonTllcoholicFnhronicF~ancreatitiseFxetaTFandF
–eTlnalysesUFGenesSF2020SFXXSF 4.2 5

96 αowardFaFclinicalFdiagnosticFpipelineFforF ~tyvXFintronicFvariantsUFHumandGenomicsSF2019SFXZSFc 6.8 5

95 tntraTindividualFplasticityFofFtheFαlZFgeneFleadingFtoFdifferentFheritableFmutationsFinFsiblingsFwithF
marthFsyndromeUFEuropeandJournaldofdHumandGeneticsSF2015SFYZSFXbWcTXY 5.3 4

94 ]NFspliceFsiteFrnirαFandFrαirnFvariantsFdifferFmarkedlyFinFtermsFofFtheirFfunctionalityFandF
pathogenicityUFHumandMutationSF2020SF[XSFXZ]cTXZa[ 4.7 4

93 ’uantitativeFmappingFofFgeneticFsimilarityFinFhumanFheritableFdiseasesFbyFsharedFmutationsUF
HumandMutationSF2018SFZdSFYdYTZWX 4.7 4

92  creeningFinFsilicoFpredictedFremotelyFactingFyqXFgeneFregulatoryFelementsFforFmutationsFinF
patientsFwithFneurofibromatosisFtypeFXUFHumandGenomicsSF2013SFbSFXc 6.8 4

91 oylFstructureFmattersUFGenomedMedicineSF2013SF]SF]X 14.4 4

90 lnalysisFofFtheFtmpactFofFvnownF ~tyvXFxissenseFηariantsFonF~reTm–ylF plicingFandVorFm–ylF
 tabilityFinFaFqullTwengthFreneFlssayUFGenesSF2017SFcSF 4.2 4

89 N iftingFtheFsignificanceFfromFtheFdataNFTFtheFimpactFofFhighTthroughputFgenomicFtechnologiesFonF
humanFgeneticsFandFhealthFcareUFHumandGenomicsSF2012SFaSFXX 6.8 4

88 αheFrermlineFxutationalF pectrumFinFyeurofibromatosisFαypeFXFandFrenotypeâ��~henotypeF
norrelationsF2012SFXX]TXZ[ 4

87 wionizingFlyonizationF]W´ yearsFonUFHumandGeneticsSF2011SFXZWSFXabTc 6.3 4

86 ooFinheritedFdiseaseFgenesFhaveFdistinguishingFfunctionalFcharacteristicsjUFGeneticdTestingdandd
MoleculardBiomarkersSF2010SFX[SFYcdTdX 1.6 4

85 αwoFsistersFwithF–ettFsyndromeFandFnonTidenticalFpaternallyTderivedFmicrodeletionsFinFtheFxpn~YF
geneUFGenomicdMedicineSF2008SFYSFbbTcX 4

84 lFrareFcomplexFoylFrearrangementFinFtheFmurineF teelFgeneFresultsFinFexonFduplicationFandFaF
lethalFphenotypeUFBloodSF2003SFXWYSFZ][cT]] 2.2 4

83 αheFqrequencyFofFtnheritedFoisordersFoatabaseUFHumandGeneticsSF2001SFXWcSFbYT[ 6.3 4

(2001-2020)
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82 lFnovelFmissenseFmutationFinFtheFantithrombinFtttFgeneFO erZ[dTTTT~roPFcausingFrecurrentFvenousF
thrombosisUFHumandGeneticsSF1992SFccSFbWbTc 6.3 4

81  Tnl~FextendsFclinicalTgradeFpathogenicityFpredictionFtoFgeneticFvariantsFthatFaffectF–ylFsplicing 4

80 ηerifyingFnomenclatureFofFoylFvariantsFinFsubmittedFmanuscriptseFruidanceFforFjournalsUFHumand
MutationSF2021SF[YSFZTb 4.7 4

79 lFplatformFforFcuratedFproductsFfromFnovelFopenFreadingFframesFpromptsFreinterpretationFofF
diseaseFvariantsUFGenomedResearchSF2021SF 9.7 4

78 oiscoveryFandFqunctionalFlnnotationFofF~–  XF~romoterFηariantsFinFnhronicF~ancreatitisUFHumand
MutationSF2016SFZbSFXX[dTXX]Y 4.7 3

77 lnalysisFofFqeaturesFfromF~roteinTproteinFseteroTcomplexF tructuresFtoF~redictF~roteinFtnteractionF
tnterfacesFβsingFxachineFwearningUFProcediadTechnologySF2013SFXWSFaYTaa 3

76 nrossTcomparisonFofFtheFgenomeFsequencesFfromFhumanSFchimpanzeeSFyeanderthalFandFaF
oenisovanFhomininFidentifiesFnovelFpotentiallyFcompensatedFmutationsUFHumandGenomicsSF2011SF]SF[]ZTc[6.8 3

75 wocalFoylFsequenceFdeterminantsFofFqβαYFcopyFnumberFvariationUFTransfusionSF2011SF]XSFXZ]dTaX 2.9 3

74 ~rospectsFforFtheFautomatedFextractionFofFmutationFdataFfromFtheFscientificFliteratureUFHumand
GenomicsSF2010SF]SFXT[ 6.8 3

73 tsFtheFytsFpolicyFforFsharingFrWl FdataFrunningFtheFriskFofFbeingFcounterproductivejUFInvestigatived
GeneticsSF2010SFXSFZ 3

72 nomparativeFanalysisFofFcopyFnumberFvariationFinFprimateFgenomesUFCytogeneticdanddGenomed
ResearchSF2008SFXYZSFYccTda 1.9 3

71 nompoundFheterozygosityFforFtwoFnovelFmutationsFOXYWZinsrVYX[]aXPFinFtheFvonFWillebrandF
factorFgeneFcausingFtypeFZFvonFWillebrandFdiseaseUFHaemophiliaSF2007SFXZSFa[]Tc 3.3 3

70 oetectionFofFyqXFmutationsFutilizingFtheFproteinFtruncationFtestFO~ααPUFMethodsdindMoleculardBiology
SF2003SFYXbSFZX]TYb 1.4 3

69 xsptF–qw~FinFtheFhumanFheparinFcofactorFttFOsnqYPFgeneUFNucleicdAcidsdResearchSF1990SFXcSFXaa[ 20.1 3

68 xolecularFgeneticFapproachesFtoFtheFanalysisFofFhumanFophthalmicFdiseaseUFEyeSF1987SFXFOF~tFaPSFaddTbYX 4.4 3

67 xutationsFnausingFnomplexFoiseaseFxayFunderFnertainFnircumstancesFmeF~rotectiveFinFanF
ppidemiologicalF enseUFPLoSdONESF2015SFXWSFeWXZYX]W 3.7 3

66 ltypicalFxicrodeletionseFnhallengesFandFzpportunitiesFforFrenotypeV~henotypeFnorrelationsFinF
~atientsFwithFwargeFoeletionsUFGenesSF2021SFXYSF 4.2 3

65 αheF omaticFxutationalF pectrumFofFtheFyqXFreneF2012SFYXXTYZZ 3
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64 ~athogenicFandFlikelyFpathogenicFvariantsFinFatFleastFfiveFgenesFaccountFforFapproximatelyFZLFofF
mildFisolatedFnonsyndromicFthrombocytopeniaUFTransfusionSF2020SFaWSFY[XdTY[ZX 2.9 3

63 yr FmismappingFconfoundsFtheFclinicalFinterpretationFofFtheFpUllaXaηalFOcU[bniαPFvariantFinFchronicF
pancreatitisUFGutSF2021SF 19.2 3

62 αheFgeneticFstructureFofFtheFαurkishFpopulationFrevealsFhighFlevelsFofFvariationFandFadmixtureUF
ProceedingsdofdthedNationaldAcademydofdSciencesdofdthedUniteddStatesdofdAmericaSF2021SFXXcSF 11.5 3

61 nlassificationFofFyqXFmicrodeletionsFandFitsFimportanceFforFestablishingFgenotypeVphenotypeF
correlationsFinFpatientsFwithFyqXFmicrodeletionsUFHumandGeneticsSF2021SFX[WSFXaZ]TXa[d 6.3 3

60 reneFnonversionFinFpvolutionFandFoisease 3

59 nompoundFseterozygosityFforFyovelFαruncatingFηariantsFinFtheFreneFasFtheFnauseFofF
~olyhydramniosFinFαwoF uccessiveFqetusesUFFrontiersdindGeneticsSF2019SFXWSFcZ] 4.5 2

58
andFηariantsFinFYYFnhineseFqamiliesFWithFxultipleFzsteochondromaseF evenFyewFηariantsFandF
~otentiationFofF~reimplantationFreneticFαestingFandF~renatalFoiagnosisUFFrontiersdindGeneticsSF2020SF
XXSFaWbcZc

4.5 2

57 reneTenvironmentFinteractionFbetweenFl~zl]´ cU]]ZriαFandFpregnancyFinF
hypertriglyceridemiaTinducedFacuteFpancreatitisUFJournaldofdClinicaldLipidologySF2020SFX[SF[dcT]Wa 4.9 2

56 ~opulationTspecificFdifferencesFinFgeneFconversionFpatternsFbetweenFhumanF βZXYFandF βZXY~F
areFindicativeFofFtheFdynamicFnatureFofFinterparalogFgeneFconversionUFHumandGeneticsSF2014SFXZZSFZcZT[WX6.3 2

55 nhromosomalFdistributionFofFdiseaseFgenesFinFtheFhumanFgenomeUFGeneticdTestingdanddMoleculard
BiomarkersSF2010SFX[SF[[XTa 1.6 2

54  tructureTbasedFkernelsFforFtheFpredictionFofFcatalyticFresiduesFandFtheirFinvolvementFinFhumanF
inheritedFdiseaseUFBMCdBioinformaticsSF2010SFXXSFz[ 3.6 2

53 nopyFnumberFvariationFandFdiseaseUF~refaceUFCytogeneticdanddGenomedResearchSF2008SFXYZSF]Ta 1.9 2

52 xutationsFinFsumanFreneticFoiseaseF2006SF 2

51 lFcomprehensiveFlistFofFclonedFhumanFoylFsequencesTTXddWFupdateUFNucleicdAcidsdResearchSF1991SF
XdF upplSFYXXXTYa 20.1 2

50 ~renatalFexclusionFofFhaemophiliaFlFandFcarrierFtestingFbyFdirectFdetectionFofFaFdiseaseFlesionUF
PrenataldDiagnosisSF1992SFXYSFcaXTa 3.2 2

49 lnalysisFofFmissenseFvariantsFinFtheFhumanFgenomeFrevealsFwidespreadFgeneTspecificFclusteringF
andFimprovesFpredictionFofFpathogenicityUUFAmericandJournaldofdHumandGeneticsSF2022SF 11 2

48 ~tηzαlweF~rioritizingFvariantsFofFuncertainFsignificanceFwithFspatialFgenomicFpatternsFinFtheFZoFproteome 2

47 oevelopmentalFgeneFexpressionFdifferencesFbetweenFhumansFandFmammalianFmodels 2

(-2020)
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46 nommonFpolymorphicFzαnFvariantsFcanFactFasFgeneticFmodifiersFofFenzymaticFactivityUFHumand
MutationSF2021SF[YSFdbcTdcd 4.7 2

45  caleFandF copeFofFreneTllcoholFtnteractionsFinFnhronicF~ancreatitiseFlF ystematicF–eviewUFGenesSF
2021SFXYSF 4.2 2

44 αheFsequencingFandFinterpretationFofFtheFgenomeFobtainedFfromFaF erbianFindividualUFPLoSdONESF
2018SFXZSFeWYWcdWX 3.7 2

43 sumanFreneFxutationFinFtnheritedFoiseaseF2013SFXT[c 1

42  equentialFdataFselectionFforFpredictingFtheFpathogenicFeffectsFofFsequenceFvariationF2015SF 1

41 wocalFsequenceFdeterminantsFofFtwoFinTframeFtripletFdeletionVduplicationFhotspotsFinFtheF
–soV–snpFgenesUFHumandGenomicsSF2012SFaSFc 6.8 1

40 αheF equencingFofFtheF–hesusFxacaqueFrenomeFandFitsFnomparisonFwithFtheFrenomeF equencesF
ofFsumanFandFnhimpanzeeF2008SF 1

39 yeurofibromatosisFαypeFXF2004SFYc]TZXW 1

38 αspFpηzwβαtzyFzqFαspFηp–αpm–lαpF˛†TrwzmtyFrpypF~–zxzαp–UFEvolution;dInternationald
JournaldofdOrganicdEvolutionSF2002SF]aSFYY[ 3.8 1

37 lFnovelFmissenseFmutationFOαhrXbaTTitlePFatFtheFputativeFhingeFofFtheFneoFyTterminusFofFactivatedF
proteinFnUFHumandGeneticsSF1995SFd]SF[[bT]W 6.3 1

36 narrierFdetectionFinFhaemophiliaFlFbyFdirectFanalysisFofFfactorFηtttFgeneFlesionsUFHumandGeneticsSF
1991SFcbSFddTXWW 6.3 1

35 tdentificationFofFdiscriminativeFgeneTlevelFandFproteinTlevelFfeaturesFassociatedFwithFpathogenicF
gainTofTfunctionFandFlossTofTfunctionFvariantsUFAmericandJournaldofdHumandGeneticsSF2021SFXWcSFYZWXTYZXc11 1

34 –eg y~sTtntroneFlFcomputationalFframeworkFforFprioritizingFtntronicF ingleFyucleotideFηariantsFinF
sumanFreneticFoisease 1

33 ]â��FspliceFsiteFrnirαFvariantsFdifferFfromFrαirnFvariantsFinFtermsFofFtheirFfunctionalityFandFpathogenicity 1

32 lηlolFpnablesFlutomatedFreneticFηariantFnurationFoirectlyFfromFtheFqullFαextFwiterature 1

31 reneticFanalysisFofFtheF αtxXFgeneFinFchronicFpancreatitis 1

30 lxpwtpFYFspeedsFupFxendelianFdiagnosisFbyFmatchingFpatientFphenotypeFMFgenotypeFtoFprimaryFliterature 1

29 αrypsinogenFreneseFtnsightsFintoFxolecularFpvolutionFfromFtheF tudyFofF~athogenicFxutations 1

David N Cooper

26



28 oigenicFtnheritanceFandFreneTpnvironmentFtnteractionFinFaF~atientFWithFsypertriglyceridemiaFandF
lcuteF~ancreatitisUFFrontiersdindGeneticsSF2021SFXYSFa[Wc]d 4.5 1

27
oylFxethylationSFoeaminationSFandFαranslesionF ynthesisFnombineFtoFrenerateFqootprintF
xutationsFinFnancerForiverFrenesFinFmTnellFoerivedFwymphomasFandFztherFnancersUFFrontiersdind
GeneticsSF2021SFXYSFabXcaa

4.5 1

26 nompensatoryFepistasisFexploredFbyFmolecularFdynamicsFsimulationsUFHumandGeneticsSF2021SFX[WSFXZYdTXZ[Y6.3 1

25 xostFunambiguousFlossTofTfunctionFmutationsFareFunlikelyFtoFpredisposeFtoFchronicFpancreatitisUF
GutSF2020SFadSFbc]Tbca 19.2 1

24 αheFrenomicFxedicineFlllianceeFlFrlobalFpffortFtoFqacilitateFtheFtntroductionFofFrenomicsFintoF
sealthcareFinFoevelopingFyationsF2018SFXbZTXcc 1

23  plicingFzutcomesFofF]NF pliceF iteFrαirnFηariantsFαhatFrenerateFWildTαypeFαranscriptsFoifferF
 ignificantlyFmetweenFqullTwengthFandFxinigeneF plicingFlssaysUFFrontiersdindGeneticsSF2021SFXYSFbWXa]Y 4.5 1

22 oeFyovoFxutationsFinFsumanFtnheritedFoiseaseXTb 1

21 αrypsinogenFO~–  XFandF~–  YPFgeneFdosageFcorrelatesFwithFpancreatitisFriskFacrossFgeneticFandF
transgenicFstudieseFaFsystematicFreviewFandFreTanalysisUUFHumandGeneticsSF2022SFX 6.3 0

20 yonTmFoylF tructureFandFxutationsFnausingFsumanFreneticFoiseaseXTX] 0

19 sumanFrenomicFηariantsFandFtnheritedFoiseaseeFxolecularFxechanismsFandFnlinicalFnonsequencesF
2019SFXY]TYWW 0

18 αheFreversionFvariantFOpUlrgdWweuPFatFtheFevolutionarilyFadaptiveFpUlrgdWFsiteFinFnpwlZmF
predisposesFtoFchronicFpancreatitisUFHumandMutationSF2021SF[YSFZc]TZdX 4.7 0

17 ~rioritizationFofFschizophreniaFriskFgenesFfromFrWl FresultsFbyFintegratingFmultiTomicsFdataUF
TranslationaldPsychiatrySF2021SFXXSFXb] 8.6 0

16 yoFnonvincingFpvidenceFtoF upportFaFmimodalFlgeFofFznsetFinFtdiopathicFnhronicF~ancreatitisUF
ClinicaldGastroenterologydanddHepatologySF2021SF 6.9 0

15
nhallengesFinFtheFdiagnosisFofFneurofibromatosisFtypeFXFOyqXPFinFyoungFchildrenFfacilitatedFbyF
meansFofFrevisedFdiagnosticFcriteriaFincludingFgeneticFtestingFforFpathogenicFyqXFgeneFvariantsUUF
HumandGeneticsSF2021SFX[XSFXbb

6.3 0

14 αheFpvolutionFofFsighTαhroughputF equencingFαechnologieseFqromF angerFtoF ingleTxoleculeF
 equencingF2013SFXTZW

13 yextTgenerationFsequencingFinFcancerFresearchFMFdiagnosticsF2013SFYWT[W

12
tnFvitroFrecapitulationFofFtheFsiteTspecificFeditingFOtoFwildTtypePFofFmutantFto Fm–ylFtranscriptsSF
andFtheFcharacterizationFofFto FproteinFtranslatedFfromFtheFeditedFm–ylsUFHumandMutationSF2017SF
ZcSFc[dTcaY

4.7

11 –emotelyFactingF xnsoXFgeneFregulatoryFelementseFinFsilicoFpredictionFandFidentificationFofF
potentialFregulatoryFvariantsFinFpatientsFwithFq soUFHumandGenomicsSF2015SFdSFY] 6.8

(2015-2021)
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10 xolecularFcytogeneticFcharacterizationFofFtwoFindependentFkaryotypicFanomaliesFinFaFpatientFwithF
severeFmentalFretardationFandFjuvenileFidiopathicFarthritisUFGenomicdMedicineSF2007SFXSFa]TbZ

9 [X[]lnalysisFofFpromoterFmutationsFcausingFhumanFgeneticFdiseaseUFMethodsdindMoleculardGeneticsSF
1996SFcSFYaXTYbb

8 αheFxolecularFreneticsFofF~lateletFxembraneF~roteinsFandFtheirFtnheritedFoisordersUFPlateletsSF
1991SFYSF]dTab 3.6

7  tructureFandFfunctionFinFtheFhumanFgenomeF2020SFXT[X

6 xappingFtheFhumanFgenomeF2020SF[ZTac

5 lpplicationFofF~n–FtoFtheFoetectionFandFlnalysisFofF~ointFxutationsFinFtheFsumanFqactorFηtttFreneF
1991SFYZTZX

4  equencingFtheFsumanFrenomeeFyovelFtnsightsFintoFttsF tructureFandFqunctionXTd

3 ~athogeneticsFofFnhronicF~ancreatitisF2017SFaZTbb

2  omaticFnopyFyumberFllterationseFreneFandF~roteinFpxpressionFnorrelatesFinFyqXTlssociatedF
xalignantF~eripheralFyerveF heathFαumorsF2012SF[W]T[Yc

1
sumanFgrowthFhormoneFtFgeneFexpressionFisFinfluencedFinFaFcomplexFhaplotypeTdependentFfashionF
byFpolymorphicFvariationFinFbothFtheFproximalFpromoterFandFtheFlocusFcontrolFregionUFJournaldofd
PediatricdEndocrinologydanddMetabolismSF2002SFX]F upplF]SFX[Yd

1.6
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