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k Paper IF Citations

83 qJdeJnovoJparadigmJforJmaleJinfertilityXXJNatureiCommunicationsVJ2022VJacVJaed 17.4 2

82 sommonJVariationJinJtheJPyαaJLocusJyncreasesJtheJweneticJRiskJtoJSufferJfromJSertoliJsellWOnlyJ
SyndromeXJJournaliofiPersonalizediMedicineVJ2022VJabVJicb 3.6

81 songenitalJqdrenalJxyperplasiaJtueJtoJbaWxydroxylaseJteficiencyjJqnJUpdateJonJweneticJqnalysisJ
ofJsYPbaqbJweneXJExperimentaliandiClinicaliEndocrinologyiandiDiabetesVJ2021VJabiVJdggWdha 2.3 4

80 uffectJandJinJsilicoJcharacterizationJofJgeneticJvariantsJassociatedJwithJsevereJspermatogenicJ
disordersJinJaJlargeJyberianJcohortXJAndrologyVJ2021VJiVJaaeaWaafe 4.2 2

79 VariantsJinJwsαqVJXWlinkedJgermWcellJgenomeJintegrityJgeneVJidentifiedJinJmenJwithJprimaryJ
spermatogenicJfailureXJHumaniGeneticsVJ2021VJadZVJaafiWaahb 6.3 3

78 uSxRuJPwTJsonsortiumJdataJcollectionJXyXWXXjJPwTJanalysesJfromJbZafJtoJbZagXJHumani
ReproductioniOpenVJ2021VJbZbaVJhoabZbd 6.1 8

77 VariantJVJtefectiveJpiRαqJProcessingVJandJqzoospermiaXJNewiEnglandiJournaliofiMedicineVJ2021VJ
cheVJgZgWgai 59.2 8

76 óindfulnessJandJselfWcompassionJbasedJinterventionJprogramJtoJpreventJburnoutJinJmedicalJandJ
dentistryJstudentsXJEuropeaniPsychiatryVJ2021VJfdVJSdeiWSdfZ 6

75 xabitsJandJqualityJofJlifeJinJportugueseJgirlJadolescentsjJqssociationJwithJpsychologicalJdisturbanceJ
distressXJEuropeaniPsychiatryVJ2021VJfdVJSbbaWSbba 6

74 PostpartumJdepressionJscreeningJscaleWgjJqJvalidJandJreliableJshortJversionJbothJforJportugalJandJ
brasilXJEuropeaniPsychiatryVJ2021VJfdVJSfZgWSfZg 6

73 uatingJdisorderJexaminationWquestionnaireJâ��JgjJsonstructJvalidityJinJaJsampleJofJportugueseJ
overweightJwomenXJEuropeaniPsychiatryVJ2021VJfdVJScfZWScfZ 6

72 TheJroleJofJshameJinJtheJrelationshipJbetweenJbullyingJandJselfWharmJinJportugueseJadolescentsXJ
EuropeaniPsychiatryVJ2021VJfdVJSbbaWSbba 6

71 TheJportugueseJversionJofJtheJbigJthreeJperfectionismJscaleJâ��JfurtherJvalidationJwithJadultsJfromJ
theJgeneralJpopulationXJEuropeaniPsychiatryVJ2021VJfdVJSddeWSdde 6 2

70
uarlyJwestationalJtiagnosisJofJLethalJSkeletalJtysplasiasjJqJaeJYearJRetrospectiveJsohortJ
ReviewingJsoncordanceJbetweenJUltrasonographicVJweneticJandJóorphologicalJveaturesXJFetaliandi
PediatriciPathologyVJ2020VJaWab

1.7 0

69 uSxRuJPwTJsonsortiumJgoodJpracticeJrecommendationsJforJtheJorganisationJofJPwTXJHumani
ReproductioniOpenVJ2020VJbZbZVJhoaaZba 6.1 28

68 uSxRuJPwTJsonsortiumJgoodJpracticeJrecommendationsJforJtheJdetectionJofJmonogenicJdisordersXJ
HumaniReproductioniOpenVJ2020VJbZbZVJhoaaZah 6.1 20

67 PrematureJovarianJinsufficiencyjJclinicalJorientationsJforJgeneticJtestingJandJgeneticJcounselingXJ
PortoiBiomedicaliJournalVJ2020VJeVJefb 1.1 7

Filipa Carvalho

2



66 uvaluationJofJóaleJvertilityWqssociatedJLociJinJaJuuropeanJPopulationJofJPatientsJwithJSevereJ
SpermatogenicJympairmentXJJournaliofiPersonalizediMedicineVJ2020VJaaVJ 3.6 2

65 rerryJfruitsJmodulateJkidneyJdysfunctionJandJurineJmetabolomeJinJtahlJsaltWsensitiveJratsXJFreei
RadicaliBiologyiandiMedicineVJ2020VJaedVJaaiWaca 7.8 5

64 uSxRuJPwTJsonsortiumJdataJcollectionJXVyWXVyyyjJcyclesJfromJbZacJtoJbZaeXJHumaniReproductioni
OpenVJ2020VJbZbZVJhoaaZdc 6.1 13

63 riWallelicJóutationsJinJóaqPJqreJaJvrequentJsauseJofJóeioticJqrrestJandJSeverelyJympairedJ
SpermatogenesisJLeadingJtoJóaleJynfertilityXJAmericaniJournaliofiHumaniGeneticsVJ2020VJaZgVJcdbWcea 11 19

62 yntronicJvariationJofJtheJSOxLxbJgeneJconfersJriskJtoJmaleJreproductiveJimpairmentXJFertilityiandi
SterilityVJ2020VJaadVJcihWdZf 4.8 3

61 upimutationsJinJhumanJspermJfromJpatientsJwithJimpairedJspermatogenesisXJClinicaliEpigeneticsVJ
2020VJabVJagb 7.7

60 SemenJqualityJisJaffectedJbyJxLqJclassJyJallelesJtogetherJwithJsexuallyJtransmittedJdiseasesXJ
AndrologyVJ2019VJgVJhfgWhgg 4.2 3

59 SpectrumJofJsvTRJgeneJsequenceJvariantsJinJaJnorthernJPortugalJpopulationXJPulmonologyVJ2018VJ
bdVJcWi 3.7

58
sharacterizationJofJmicrobiotaJinJmaleJinfertilityJcasesJuncoversJdifferencesJinJseminalJ
hyperviscosityJandJoligoasthenoteratozoospermiaJpossiblyJcorrelatedJwithJincreasedJprevalenceJofJ
infectiousJbacteriaXJAmericaniJournaliofiReproductiveiImmunologyVJ2018VJgiVJeabhch

3.8 32

57 TheJclinicalJutilityJofJPwtJwithJxLqJmatchingjJaJcollaborativeJmultiWcentreJuSxRuJstudyXJHumani
ReproductionVJ2018VJccVJebZWecZ 5.7 15

56 slinicalJoutcomesJafterJpreimplantationJgeneticJdiagnosisJofJpatientsJwithJsorinoJdeJqndradeJ
diseaseJRfamilialJamyloidJpolyneuropathySXJReproductiveiBioMedicineiOnlineVJ2018VJcfVJciWdf 4 5

55 riWallelicJRecessiveJLossWofWvunctionJVariantsJinJvqαsóJsauseJαonWobstructiveJqzoospermiaXJ
AmericaniJournaliofiHumaniGeneticsVJ2018VJaZcVJbZZWbab 11 63

54 tαqJmethylationJimprintingJerrorsJinJspermatogenicJcellsJfromJmaturationJarrestJazoospermicJ
patientsXJAndrologyVJ2017VJeVJdeaWdei 4.2 11

53 SequenceJvariationJatJ–L–JandJWvtsJclustersJandJitsJassociationJtoJsemenJhyperviscosityJandJotherJ
maleJinfertilityJphenotypesXJHumaniReproductionVJ2016VJcaVJbhhaWbhia 5.7 8

52 sollagenJtypeJyVWrelatedJnephropathiesJinJPortugaljJpathogenicJsOLdqcJandJsOLdqdJmutationsJ
andJclinicalJcharacterizationJofJbeJfamiliesXJClinicaliGeneticsVJ2015VJhhVJdefWfa 4 12

51 TheJmutationalJspectrumJofJWTaJinJmaleJinfertilityXJJournaliofiUrologyVJ2015VJaicVJagZiWae 2.5 10

50 sollagenJtypeJyVWrelatedJnephropathiesJinJPortugaljJpathogenicJsOLdqeJmutationsJandJclinicalJ
characterizationJofJbbJfamiliesXJClinicaliGeneticsVJ2015VJhhVJdfbWg 4 3

49 RareJdoubleJsexJandJmabWcWrelatedJtranscriptionJfactorJaJregulatoryJvariantsJinJsevereJ
spermatogenicJfailureXJAndrologyVJ2015VJcVJhbeWcc 4.2 11
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48 RelevanceJofJgenomicJimprintingJinJintrauterineJhumanJgrowthJexpressionJofJst–αasVJxaiVJywvbVJ
–sαQaJandJPxLtqbJimprintedJgenesXJJournaliofiAssistediReproductioniandiGeneticsVJ2014VJcaVJacfaWh 3.4 38

47 qJnovelJqluWmediatedJmicrodeletionJatJaapacJremovesJWTaJinJaJpatientJwithJcryptorchidismJandJ
azoospermiaXJReproductiveiBioMedicineiOnlineVJ2014VJbiVJchhWia 4 13

46 uvaluationJofJPsRWbasedJpreimplantationJgeneticJdiagnosisJappliedJtoJmonogenicJdiseasesjJaJ
collaborativeJuSxRuJPwtJconsortiumJstudyXJEuropeaniJournaliofiHumaniGeneticsVJ2014VJbbVJaZabWh 5.3 51

45 TreatmentJbyJtesticularJspermJextractionJandJintracytoplasmicJspermJinjectionJofJfeJazoospermicJ
patientsJwithJnonWmosaicJ–linefelterJsyndromeJwithJbirthJofJagJhealthyJchildrenXJAndrologyVJ2014VJbVJfbcWca4.2 52

44 uxpressionJofJstemJcellJmarkersjJOsTdVJ–yTVJyTwqfVJandJyTwraJinJtheJmaleJgerminalJepitheliumXJ
SystemsiBiologyiiniReproductiveiMedicineVJ2013VJeiVJbccWdc 2.9 15

43 SquamousJupperJtractJcarcinomaJpresentingJasJaJperinephricJabscessXJCaseiReportsiiniUrologyVJ2013
VJbZacVJghiZig 0.5

42 xumanJspermatogenicJfailureJpurgesJdeleteriousJmutationJloadJfromJtheJautosomesJandJbothJsexJ
chromosomesVJincludingJtheJgeneJtóRTaXJPLoSiGeneticsVJ2013VJiVJeaZZccdi 6 99

41 teletionJofJtheJeQexonsJofJsOLdqfJisJnotJneededJforJtheJdevelopmentJofJdiffuseJleiomyomatosisJinJ
patientsJwithJqlportJsyndromeXJJournaliofiMedicaliGeneticsVJ2013VJeZVJgdeWec 5.8 16

40 somparativeJstudyJofJgeneJexpressionJinJpatientsJwithJvaricoceleJbyJmicroarrayJtechnologyXJ
AndrologiaVJ2012VJddJSupplJaVJbfZWe 2.4 9

39 weneticJregulationJonJexJvivoJdifferentiatedJnaturalJkillerJcellsJfromJhumanJumbilicalJcordJbloodJ
stcdUJcellsXJJournaliofiReceptoriandiSignaliTransductioniResearchVJ2012VJcbVJbchWdi 2.6 5

38 QuantitativeJanalysisJofJcellularJproliferationJandJdifferentiationJofJtheJhumanJseminiferousJ
epitheliumJinJvitroXJReproductiveiSciencesVJ2012VJaiVJaZfcWgd 3 3

37 somprehensiveJgeneticJanalysisJandJstructuralJcharacterizationJofJsYPbaqbJmutationsJinJsqxJ
patientsXJExperimentaliandiClinicaliEndocrinologyiandiDiabetesVJ2012VJabZVJeceWi 2.3 9

36 riomarkersJuxpressionJinJxumanJSeminiferousJupitheliumXJMicroscopyiandiMicroanalysisVJ2012VJahVJaeWaf0.5

35 tαqJmethylationJimprintingJmarksJandJtαqJmethyltransferaseJexpressionJinJhumanJ
spermatogenicJcellJstagesXJEpigeneticsVJ2011VJfVJacedWfa 5.7 94

34 soncordanceJforJbilateralJcongenitalJdiaphragmaticJherniaJinJaJmonozygoticJdichorionicJtwinJpairJWJ
firstJclinicalJreportXJFetaliDiagnosisiandiTherapyVJ2010VJbgVJaZfWi 2.4 3

33 óutationalJcharacterizationJofJsteroidJbaWhydroxylaseJgeneJinJPortugueseJpatientsJwithJcongenitalJ
adrenalJhyperplasiaXJExperimentaliandiClinicaliEndocrinologyiandiDiabetesVJ2010VJaahVJeZeWab 2.3 10

32
qneuploidiesJdetectionJinJmiscarriagesJandJfetalJdeathsJusingJmultiplexJligationWdependentJprobeJ
amplificationjJanJalternativeJforJspeedingJupJresultsoXJEuropeaniJournaliofiObstetricsviGynecologyi
andiReproductiveiBiologyVJ2010VJaecVJaeaWe

2.4 24

31 óethylationJdefectsJofJimprintedJgenesJinJhumanJtesticularJspermatozoaXJFertilityiandiSterilityVJ
2010VJidVJeheWid 4.8 97
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30 qssociationJofJcysticJfibrosisJgeneticJmodifiersJwithJcongenitalJbilateralJabsenceJofJtheJvasJ
deferensXJFertilityiandiSterilityVJ2010VJidVJbabbWg 4.8 17

29 weneJexpressionJpatternJofJywvbVJPxLtqbVJPuwaZJandJst–αasJimprintedJgenesJinJspontaneousJ
miscarriagesJorJfetalJdeathsXJEpigeneticsVJ2010VJeVJdddWeZ 5.7 39

28 qpplicationJofJtouchJvySxJinJtheJstudyJofJmosaicJtetraploidyJandJmaternalJcellJcontaminationJinJ
pregnancyJlossesXJJournaliofiAssistediReproductioniandiGeneticsVJ2010VJbgVJfegWfb 3.4 9

27 PhenotypicJexpressionJinJtheJfirstJcaseJofJcompleteJtrisomyJabjJcombinationJofJprenatalJultrasoundJ
andJnecropsicJexaminationXJFetaliDiagnosisiandiTherapyVJ2009VJbeVJbcdWh 2.4 3

26 –eratitisWichthyosisWdeafnessJsyndromeJcausedJbyJwzrbJmaternalJmosaicismXJJournaliofi
InvestigativeiDermatologyVJ2009VJabiVJggfWi 4.3 19

25 qnJefficientJprotocolJforJtheJdetectionJofJchromosomalJabnormalitiesJinJspontaneousJmiscarriagesJ
orJfoetalJdeathsXJEuropeaniJournaliofiObstetricsviGynecologyiandiReproductiveiBiologyVJ2009VJadgVJaddWeZ2.4 30

24 qbnormalJmethylationJofJimprintedJgenesJinJhumanJspermJisJassociatedJwithJoligozoospermiaXJ
MoleculariHumaniReproductionVJ2008VJadVJfgWgd 4.4 283

23
sytologicalJandJexpressionJstudiesJandJquantitativeJanalysisJofJtheJtemporalJandJstageWspecificJ
effectsJofJfollicleWstimulatingJhormoneJandJtestosteroneJduringJcoculturesJofJtheJnormalJhumanJ
seminiferousJepitheliumXJBiologyiofiReproductionVJ2008VJgiVJifbWge

3.9 21

22
uffectJofJsingleWnucleotideJpolymorphismsJofJtheJeQJuntranslatedJregionJofJtheJhumanJ
˛–WgalactosidaseJgeneJonJenzymeJactivityVJandJtheirJfrequenciesJinJPortugueseJcaucasiansXJJournaliofi
InheritediMetaboliciDiseaseVJ2008VJcaJSupplJbVJSbdgWec

5.4 14

21
TheJgXaagZsnTJpolymorphismJofJtheJeQJuntranslatedJregionJofJtheJhumanJalphaWgalactosidaseJgeneJ
isJassociatedJwithJdecreasedJenzymeJexpressionWWevidenceJfromJaJfamilyJstudyXJJournaliofiInheritedi
MetaboliciDiseaseVJ2008VJcaJSupplJbVJSdZeWac

5.4 19

20 óolecularJandJfunctionalJcharacterizationJofJsrqVtWcausingJmutationsJlocatedJinJsvTRJ
nucleotideWbindingJdomainsXJCellulariPhysiologyiandiBiochemistryVJ2008VJbbVJgiWib 3.9 8

19 SequenceJdiversityJatJtheJproximalJadqcbXaJSuRPyαJsubclusterjJevidenceJforJnaturalJselectionJ
favoringJtheJpseudogenizationJofJSuRPyαqbXJMoleculariBiologyiandiEvolutionVJ2007VJbdVJehgWih 8.3 17

18 óolecularJcharacterizationJofJtheJcysticJfibrosisJtransmembraneJconductanceJregulatorJgeneJinJ
congenitalJabsenceJofJtheJvasJdeferensXJGeneticsiiniMedicineVJ2007VJiVJafcWgb 8.1 26

17 sharacterizationJofJmissenseJmutationsJandJlargeJdeletionsJinJtheJqLPLJgeneJbyJsequencingJandJ
quantitativeJmultiplexJPsRJofJshortJfragmentsXJGeneticiTestingiandiMoleculariBiomarkersVJ2006VJaZVJbebWg 22

16 qJnovelJmissenseJmutationJPabiZSJatJexonWbZJofJtheJsvTRJgeneJinJaJPortugueseJpatientJwithJ
congenitalJbilateralJabsenceJofJtheJvasJdeferensXJFertilityiandiSterilityVJ2005VJhcVJddhWea 4.8 12

15 ustudoJdoJimprintingJgenˆ‡micoJemJespermatozˆ‡idesJdeJpacientesJcomJoligozoospermiaXJRevistai
InternacionaliDeiAndrologˆ›aVJ2005VJcVJaZaWaZh 0.6

14 ThomsenWvriedenreichJantigenJexpressionJinJgastricJcarcinomasJisJassociatedJwithJóUsaJmucinJ
VαTRJpolymorphismXJGlycobiologyVJ2005VJaeVJeaaWg 5.8 29

13 qZvJandJtqZJgeneJcopyWspecificJdeletionJanalysisJinJmaturationJarrestJandJSertoliJcellWonlyJ
syndromeXJMoleculariHumaniReproductionVJ2004VJaZVJgeeWfa 4.4 35
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12
sharacterizationJofJcysticJfibrosisJconductanceJtransmembraneJregulatorJgeneJmutationsJandJyVShJ
polyRTSJvariantsJinJPortugueseJpatientsJwithJcongenitalJabsenceJofJtheJvasJdeferensXJHumani
ReproductionVJ2004VJaiVJbeZbWh

5.7 38

11 wenomicJimprintingJinJdisruptiveJspermatogenesisXJLancetviTheVJ2004VJcfcVJagZZWb 40 276

10 óUsaJpolymorphismJconfersJincreasedJriskJforJintestinalJmetaplasiaJinJaJsolombianJpopulationJ
withJchronicJgastritisXJEuropeaniJournaliofiHumaniGeneticsVJ2003VJaaVJchZWd 5.3 20

9 UniqueJRYkacSJtranslocationJinJaJmaleJwithJoligozoospermiajJcytogeneticJandJmolecularJstudiesXJ
EuropeaniJournaliofiHumaniGeneticsVJ2002VJaZVJdfgWgd 5.3 52

8 PreimplantationJgeneticJdiagnosisJforJfamilialJamyloidoticJpolyneuropathyJRvqPSXJPrenataliDiagnosis
VJ2001VJbaVJaZicWi 3.2 22

7 óUsaJgeneJpolymorphismJinJtheJgastricJcarcinogenesisJpathwayXJEuropeaniJournaliofiHumani
GeneticsVJ2001VJiVJedhWeb 5.3 54

6
ymmunohistochemicalJstudyJofJtheJexpressionJofJóUsfJmucinJandJcoWexpressionJofJotherJsecretedJ
mucinsJRóUseqsJandJóUsbSJinJhumanJgastricJcarcinomasXJJournaliofiHistochemistryiandi
CytochemistryVJ2000VJdhVJcggWhh

3.4 125

5 óUsaJgeneJpolymorphismJdoesJnotJexplainJtheJdifferentJincidenceJofJgastricJcancerJinJPortugalJ
andJtenmarkXJAnnalsiofiHumaniGeneticsVJ1999VJfcVJahgWia 2.2 10

4 óucinsJandJmucinWassociatedJcarbohydrateJantigensJexpressionJinJgastricJcarcinomaJcellJlinesXJ
VirchowsiArchiviFuriPathologischeiAnatomieiUndiPhysiologieiUndiFuriKlinischeiMedizinVJ1999VJdceVJdgiWhe 5.1 21

3 óUsaJgeneJpolymorphismJandJgastricJcancerWWanJepidemiologicalJstudyXJGlycoconjugateiJournalVJ
1997VJadVJaZgWaa 3 77

2 qlleleJlossJinJhumanJgastricJcarcinomasJWJrelationJtoJtumorJprogressionJandJdifferentiationXJ
InternationaliJournaliofiOncologyVJ1995VJgVJaaeiWff 1 1

1 riallelicJmutationsJinJóaqPJareJaJfrequentJcauseJofJmeioticJarrestJleadingJtoJmaleJinfertility 1
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