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71 qHíPecHpolymorphismHisHassociatedHwithHincreasedHriskHofHcolorectalHcancerHandHwithHreducedHlevelsH
ofHíPecHmè”qVHOncogeneTH2004THbcTHaiedUf 9.2 162

70 èqteaHfociHasHaHfunctionalHbiomarkerHofHhomologousHrecombinationHrepairHandHPqèPHinhibitorH
resistanceHinHgermlineHrèsqUmutatedHbreastHcancerVHAnnalsloflOncologyTH2018THbiTHab0cUaba0 10.3 160

69 PredictionHofHrreastHandHProstateHsancerHèisksHinH“aleHrèsqaHandHrèsqbH“utationHsarriersHösingH
PolygenicHèiskHécoresVHJournalloflClinicallOncologyTH2017THceTHbbd0Ubbe0 2.2 101

68 qHèqteaHassayHfeasibleHinHroutineHtumorHsamplesHcallsHPqèPHinhibitorHresponseHbeyondHrèsqH
mutationVHEMBOlMolecularlMedicineTH2018THa0TH 12 85

67
yndividualHpatientHdataHmetaUanalysisHshowsHaHsignificantHassociationHbetweenHtheHqí“Hrsah0aeafH
é”PHandHtoxicityHafterHradiotherapyHinHedefHbreastHandHprostateHcancerHpatientsVHRadiotherapylandl
OncologyTH2016THabaTHdcaUdci

5.3 69

66 vunctionalHconsequencesHofHqí“HsequenceHvariantsHforHchromosomalHradiosensitivityVHGenesl
ChromosomeslandlCancerTH2004THd0THa0iUai 5 69

65 somprehensiveHannotationHofHspliceHjunctionsHsupportsHpervasiveHalternativeHsplicingHatHtheHrèsqaH
locusjHaHreportHfromHtheHu”yw“qHconsortiumVHHumanlMolecularlGeneticsTH2014THbcTHcfffUh0 5.6 60

64 wenomicHrearrangementsHatHtheHrèsqaHlocusHinHépanishHfamiliesHwithHbreast_ovarianHcancerVHClinicall
ChemistryTH2006THebTHadh0Ue 5.5 54

63 somparisonHofHmè”qHsplicingHassayHprotocolsHacrossHmultipleHlaboratoriesjHrecommendationsHforH
bestHpracticeHinHstandardizedHclinicalHtestingVHClinicallChemistryTH2014THf0THcdaUeb 5.5 53

62 LargeHscaleHmultifactorialHlikelihoodHquantitativeHanalysisHofHrèsqaHandHrèsqbHvariantsjHqnH
u”yw“qHresourceHtoHsupportHclinicalHvariantHclassificationVHHumanlMutationTH2019THd0THaeegUaegh 4.7 52

61 yndividualHpatientHdataHmetaUanalysisHshowsHnoHassociationHbetweenHtheHé”PHrsah00dfiHinHíwvrH
andHlateHradiotherapyHtoxicityVHRadiotherapylandlOncologyTH2012THa0eTHbhiUie 5.3 52

60 sharacterizationHofHrèsqaHandHrèsqbHsplicingHvariantsjHaHcollaborativeHreportHbyHu”yw“qH
consortiumHmembersVHBreastlCancerlResearchlandlTreatmentTH2012THacbTHa00iUbc 4.4 51

59 sytogeneticHanalysisHofHwreekHfarmersHusingHtheHmicronucleusHassayHinHperipheralHlymphocytesHandH
buccalHcellsVHMutagenesisTH2001THafTHeciUde 2.8 47

58 écreeningHforHlargeHrearrangementsHofHtheHrèsqbHgeneHinHépanishHfamiliesHwithHbreast_ovarianH
cancerVHBreastlCancerlResearchlandlTreatmentTH2007THa0cTHa0cUg 4.4 38

57 ”aturallyHoccurringHrèsqbHalternativeHmè”qHsplicingHeventsHinHclinicallyHrelevantHsamplesVHJournall
oflMedicallGeneticsTH2016THecTHedhUeh 5.8 37

56 épectrumHofHrèsqa_bHpointHmutationsHandHgenomicHrearrangementsHinHhighUriskHbreast_ovarianH
cancerHshileanHfamiliesVHBreastlCancerlResearchlandlTreatmentTH2011THabfTHg0eUaf 4.4 36

55 qnalysisHofHPqLrbHgeneHinHrèsqa_rèsqbHnegativeHépanishHhereditaryHbreast_ovarianHcancerH
familiesHwithHpancreaticHcancerHcasesVHPLoSlONETH2013THhTHefgech 3.7 35
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54 somputationalHíoolsHforHéplicingHtefectHPredictionHinHrreast_ varianHsancerHwenesjHxowHufficientH
qreHíheyHatHPredictingHè”qHqlterationsoVHFrontierslinlGeneticsTH2018THiTHcff 4.5 35

53 “ultigeneHpanelHtestingHbeyondHrèsqa_bHinHbreast_ovarianHcancerHépanishHfamiliesHandHclinicalH
actionabilityHofHfindingsVHJournalloflCancerlResearchlandlClinicallOncologyTH2018THaddTHbdieUbeac 4.9 31

52 qHfollowUupHstudyHonHmicronucleusHfrequencyHinHépanishHagriculturalHworkersHexposedHtoHpesticidesVH
MutagenesisTH2002THagTHgiUhb 2.8 29

51 èuQöyíujHqHprospectiveHmulticentreHcohortHstudyHofHpatientsHundergoingHradiotherapyHforHbreastTH
lungHorHprostateHcancerVHRadiotherapylandlOncologyTH2019THachTHeiUfg 5.3 26

50
öseHofHtheHcytokinesisUblockHmicronucleusHassayHtoHmeasureHradiationUinducedHchromosomeH
damageHinHlymphoblastoidHcellHlinesVHMutationlResearchl-lGeneticlToxicologylandlEnvironmentall
MutagenesisTH2003THeceTHaUac

3 26

49 tecappingHproteinHutsdHregulatesHt”qHrepairHandHphenocopiesHrèsqaVHNaturelCommunicationsTH
2018THiTHifg 17.4 23

48 èqteasHgermlineHmutationsHfoundHinHépanishHsiteUspecificHbreastHcancerHandHbreastUovarianHcancerH
familiesVHBreastlCancerlResearchlandlTreatmentTH2014THadgTHaccUdc 4.4 23

47  pportunisticHtestingHofHrèsqaTHrèsqbHandHmismatchHrepairHgenesHimprovesHtheHyieldHofH
phenotypeHdrivenHhereditaryHcancerHgeneHpanelsVHInternationallJournalloflCancerTH2019THadeTHbfhbUbfia 7.5 21

46 qboutHaMHofHtheHbreastHandHovarianHépanishHfamiliesHtestingHnegativeHforHrèsqaHandHrèsqbHareH
carriersHofHèqteatHpathogenicHvariantsVHInternationallJournalloflCancerTH2014THacdTHb0hhUig 7.5 21

45 ynternationalHdistributionHandHageHestimationHofHtheHPortugueseHrèsqbHcVaef_aeginsqluHfounderH
mutationVHBreastlCancerlResearchlandlTreatmentTH2011THabgTHfgaUi 4.4 21

44 qHcytogeneticHfollowUupHstudyHofHthyroidHcancerHpatientsHtreatedHwithHacayVHCancerlLettersTH1995THiaTHaiiUb0d9.9 21

43 qpplicationHofHtheHsingleHcellHgelHelectrophoresisHPéswuQHassayHtoHtheHdetectionHofHt”qHdamageH
inducedHbyHacayHtreatmentHinHhyperthyroidismHpatientsVHMutagenesisTH1998THacTHieUh 2.8 20

42 xeterogeneousHprevalenceHofHrecurrentHrèsqaHandHrèsqbHmutationsHinHépainHaccordingHtoHtheH
geographicalHareajHimplicationsHforHgeneticHtestingVHFamiliallCancerTH2010THiTHahgUia 3 19

41 yonizingHradiationHorHmitomycinUinducedHmicronucleiHinHlymphocytesHofHrèsqaHorHrèsqbHmutationH
carriersVHBreastlCancerlResearchlandlTreatmentTH2011THabgTHfaaUbb 4.4 17

40 qí“HgermlineHmutationsHinHépanishHearlyUonsetHbreastHcancerHpatientsHnegativeHforHrèsqa_rèsqbH
mutationsVHClinicallGeneticsTH2008THgcTHdfeUgc 4 17

39 wermlineHrèsqHtestingHisHmovingHfromHcancerHriskHassessmentHtoHaHpredictiveHbiomarkerHforH
targetingHcancerHtherapeuticsVHClinicallandlTranslationallOncologyTH2016THahTHihaUg 3.6 16

38 sapillaryHelectrophoresisHanalysisHofHconventionalHsplicingHassaysjHyqèsHanalyticalHandHclinicalH
classificationHofHcaHrèsqbHgeneticHvariantsVHHumanlMutationTH2014THceTHecUg 4.7 16
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écreeningHofHdeepHintronicHregionsHbyHtargetedHgeneHsequencingHidentifiesHtheHfirstHgermlineH
variantHcausingHpseudoexonHactivationHinHaHpatientHwithHbreast_ovarianHcancerVHJournalloflMedicall
GeneticsTH2019THefTHfcUgd
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36 somparativeHstudyHofHchromosomeHaberrationsHinducedHwithHaphidicolinHinHwomenHaffectedHbyH
breastHcancerHandHcervixHuterineHcancerVHCancerlGeneticslandlCytogeneticsTH1997THidTHab0Ud 14

35 sautionHshouldHbeHusedHwhenHinterpretingHalterationsHaffectingHtheHexonHcHofHtheHrèsqbHgeneHinH
breast_ovarianHcancerHfamiliesVHJournalloflClinicallOncologyTH2007THbeTHe0ceUfkHauthorHreplyHe0cfUh 2.2 14

34 íargetedHè”qUseqHsuccessfullyHidentifiesHnormalHandHpathogenicHsplicingHeventsHinHbreast_ovarianH
cancerHsusceptibilityHandHLynchHsyndromeHgenesVHInternationallJournalloflCancerTH2019THadeTHd0aUdad 7.5 14

33 qssessmentHofHblindHpredictionsHofHtheHclinicalHsignificanceHofHrèsqaHandHrèsqbHvariantsVHHumanl
MutationTH2019THd0THaedfUaeef 4.7 13

32 rèsqaHandHrèsqbHeOHnoncodingHregionHvariantsHidentifiedHinHbreastHcancerHpatientsHalterHpromoterH
activityHandHproteinHbindingVHHumanlMutationTH2018THciTHb0beUb0ci 4.7 12

31
sharacterizationHofHfourHnovelHrèsqbHlargeHgenomicHrearrangementsHinHépanishHbreast_ovarianH
cancerHfamiliesjHreviewHofHtheHliteratureTHandHreevaluationHofHtheHgeneticHmechanismsHinvolvedHinH
theirHoriginVHBreastlCancerlResearchlandlTreatmentTH2012THaccTHbgcUhc

4.4 11

30
qpoptosisHforHpredictionHofHradiotherapyHlateHtoxicityjHlymphocyteHsubsetHsensitivityHandHpotentialH
effectHofHíPecHqrggbProHpolymorphismVHApoptosis:lanlInternationallJournallonlProgrammedlCelll
DeathTH2015THb0THcgaUhb

5.4 10

29 “itoticHdelayHinHlymphocytesHfromHrèsqaHheterozygotesHunableHtoHreduceHtheHradiationUinducedH
chromosomalHdamageVHDNAlRepairTH2008THgTHai0gUaa 4.3 10

28
tetectionHofHtheHsxuKbHaa00delsHmutationHbyH“LPqHrèsqa_bHanalysisjHaHworthwhileHstrategyHforH
itsHclinicalHapplicabilityHinHaa00delsHlowUfrequencyHpopulationsoVHBreastlCancerlResearchlandl
TreatmentTH2008THa0gTHdeeUg

4.4 10

27 ”ovelHrèsqaHdeleteriousHmutationHPcVaidi_aie0delíqQHinHaHwomanHofHéenegaleseHdescentHwithH
tripleUnegativeHearlyUonsetHbreastHcancerVHOncologylLettersTH2011THbTHabhgUabhi 2.6 8

26 íheHvariantsHrèsqaHyVéfUawnqHandHrèsqbHyVéaeSawnqHleadHtoHaberrantHsplicingHofHtheHtranscriptsVH
BreastlCancerlResearchlandlTreatmentTH2009THaagTHdfaUe 4.4 8

25 LowHsensitivityHofHtheHsisterHchromatidHexchangeHassayHtoHdetectHtheHgenotoxicHeffectsHofH
radioiodineHtherapyVHMutagenesisTH1999THadTHbbaUf 2.8 8

24 qHnovelHdeHnovoHrèsqbHmutationHofHpaternalHoriginHidentifiedHinHaHépanishHwomanHwithHearlyHonsetH
bilateralHbreastHcancerVHBreastlCancerlResearchlandlTreatmentTH2010THabaTHbbaUe 4.4 7

23 íelomericHassociationHinHwomenHwithHbreastHandHuterineHcervixHcancerVHCancerlGeneticslandl
CytogeneticsTH1997THihTHaaeUh 7

22 yncorporationHofHsemiUquantitativeHanalysisHofHsplicingHalterationsHforHtheHclinicalHinterpretationHofH
variantsHinHrèsqaHandHrèsqbHgenesVHHumanlMutationTH2019THd0THbbifUbcag 4.7 6

21 wermlineHqí“HmutationalHanalysisHinHrèsqa_rèsqbHnegativeHhereditaryHbreastHcancerHfamiliesHbyH
“qLtyUí vHmassHspectrometryVHBreastlCancerlResearchlandlTreatmentTH2011THabhTHegcUi 4.4 6

20 uxternalHValidationHofHaHPredictiveH“odelHforHqcuteHékinHèadiationHíoxicityHinHtheHèuQöyíuHrreastH
sohortVHFrontierslinlOncologyTH2020THa0THegei0i 5.3 5

19 virstHinternationalHworkshopHofHtheHqí“HandHcancerHriskHgroupHPdUeHtecemberHb0aiQVHFamiliallCancer
TH2021THa 3 5
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18 qlternativeHtranscriptHimbalanceHunderlyingHbreastHcancerHsusceptibilityHinHaHfamilyHcarryingHPqLrbH
cVcb0aSewníVHBreastlCancerlResearchlandlTreatmentTH2019THagdTHedcUee0 4.4 5

17 sharacterizationHofHspliceogenicHvariantsHlocatedHinHregionsHlinkedHtoHhighHlevelsHofHalternativeH
splicingjHrèsqbHcVgigfSew´ n´ íHasHaHcaseHstudyVHHumanlMutationTH2018THciTHaaeeUaaf0 4.7 5

16 rèsqaUHandHrèsqbUspecificHinHsilicoHtoolsHforHvariantHinterpretationHinHtheHsqwyHeHu”yw“qH
challengeVHHumanlMutationTH2019THd0THaeicUafaa 4.7 4

15 “utationHanalysisHofHtheHéxv“aHgeneHinHbreast_ovarianHcancerHfamiliesVHJournalloflCancerlResearchl
andlClinicallOncologyTH2013THaciTHebiUcb 4.9 4

14 PreclinicalHynHVivoHValidationHofHtheHèqteaHíestHforHydentificationHofHxomologousH
èecombinationUteficientHíumorsHandHPatientHétratificationVVHCancerlResearchTH2022THhbTHafdfUafeg 10.1 4

13 “utationHanalysisHofHtheHrssyPHgeneHforHbreastHcancerHsusceptibilityHinHbreast_ovarianHcancerH
familiesVHGynecologiclOncologyTH2013THacaTHdf0Uc 4.9 3

12 ydentificationHofHaHnewHcomplexHdeleteriousHmutationHinHexonHahHofHtheHrèsqbHgeneHinHaHhereditaryH
male_femaleHbreastHcancerHfamilyVHBreastlCancerlResearchlandlTreatmentTH2010THabcTHehgUi0 4.4 3

11 èoleHofHéplicingHèegulatoryHulementsHandHynHéilicoHíoolsHösageHinHtheHydentificationHofHteepHyntronicH
éplicingHVariantsHinHxereditaryHrreast_ varianHsancerHwenesVHCancersTH2021THacTH 6.6 3

10 uvaluationHofHtheHassociationHofHheterozygousHgermlineHvariantsHinH”íxLaHwithHbreastHcancerH
predispositionjHanHinternationalHmultiUcenterHstudyHofHdgTah0HsubjectsVHNpjlBreastlCancerTH2021THgTHeb 7.8 2

9 uxternalHValidationHofHaHPredictiveH“odelHforHqcuteHékinHèadiationHíoxicityHinHtheHèuQöyíuHrreastH
sohortVHFrontierslinlOncologyTH2020THa0THegei0i 5.3 1

8 qHsollaborativeHuffortHtoHtefineHslassificationHsriteriaHforHqí“HVariantsHinHxereditaryHsancerH
PatientsVHClinicallChemistryTH2021THfgTHeahUecc 5.5 1

7 rèsqaHandHrèsqbHwholeHct”qHanalysisHinHunsolvedHhereditaryHbreast_ovarianHcancerHpatientsVH
CancerlGeneticsTH2021THbehUbeiTHa0Uag 2.3 1

6
tevelopmentHandH ptimizationHofHaH“achineULearningHPredictionH“odelHforHqcuteHtesquamationH
qfterHrreastHèadiationHíherapyHinHtheH“ulticenterHèuQöyíuHsohortVHAdvanceslinlRadiationlOncologyTH
2022THgTHa00hi0

3.3 0

5 íheHcomputationalHapproachHtoHvariantHinterpretationH2021THhiUaai 0

4 slinicalHconsequencesHofHrèsqbHhypomorphismVHNpjlBreastlCancerTH2021THgTHaag 7.8 0

3
 verviewHofHhealthUrelatedHqualityHofHlifeHandHtoxicityHofHnonUsmallHcellHlungHcancerHpatientsH
receivingHcurativeUintentHradiotherapyHinHaHrealUlifeHsettingHPtheHèuQöyíuHstudyQVVHLunglCancerTH2022TH
affTHbbhUbda

5.9 0

2
èejHcorrespondenceHfromHtrVH“ichaelHéwiftTHtiseaseHynsightHèesearchHvoundationTHconcerningH
wutiˆ'rrezUunrˆ›quezHéTHvernetH“THtˆ¶rkHíTHrremerH“THLaugeHqTHétoppaULyonnetHtTH“oullanH”THqngˆ¤leHéTH
xallHzTHâ��vunctionalHconsequencesHofHtheHqí“HsequenceHvariantsHforHchromosomalHradiosensitivityâ��VH
GeneslChromosomeslandlCancerTH2005THdbTHb0bUb0c

5

1 qHdataHscienceHapproachHforHearlyUstageHpredictionHofHPatientOsHsusceptibilityHtoHacuteHsideHeffectsH
ofHadvancedHradiotherapyVHComputerslinlBiologylandlMedicineTH2021THaceTHa0dfbd 7

(2021-2019)

5



Sara Gutiˆ'rrez-Enrˆ›quez

6


