
Paola Carrera

ListiofiPublicationsibyiCitations

Source:ihttps://exalyycom/authorxpdf/1137572/paolaxcarreraxpublicationsxbyxcitationsypdf

Version:i2024x04x28i

ThisidocumentihasibeenigeneratedibasedionitheipublicationsiandicitationsirecordedibyiexalyycomyiFori

theilatestiversioniofithisipublicationilistvivisititheilinkigiveniabovey

TheithirdicolumniisitheiimpactifactorirIFsiofitheijournalvianditheifourthicolumniisitheinumberiofi

citationsiofitheiarticley

109
papers

2,889
citations

29
h-index

50
g-index

115
ext. papers

3,434
ext. citations

4.8
avg, IF

4.12
L-index



l Paper IF Citations

109 yenomeYwideLsnalysesLβdentifyLKβxgsLasLaLNovelLsLSLyeneZLNeuronXL2018XLkiXLcdhjYcdjeZeh 13.9 296

108 yeneticLheterogeneityLinLβtalianLfamiliesLwithLfamilialLhemiplegicLmigraineZLNeurologyXL1999XLgeXLdhYee 6.5 187

107 sLnewLusuNscsLgeneLmutationLinLacetazolamideYresponsiveLfamilialLhemiplegicLmigraineLandL
ataxiaZLNeurologyXL1999XLgeXLejYfe 6.5 163

106 sLcommonLmutationLinLtheLsurfactantLproteinLuLgeneLassociatedLwithLlungLdiseaseZLJournalgofg
PediatricsXL2005XLcfhXLeibYg 3.6 150

105 ThreeLnewLfamilialLhemiplegicLmigraineLmutantsLaffectLPaQYtypeLuaTdWULchannelLkineticsZLJournalgofg
BiologicalgChemistryXL2000XLdigXLkdekYfe 5.4 109

104 PhenotypicLclusteringLofLlaminLsauLmutationsLinLneuromuscularLpatientsZLNeurologyXL2007XLhkXLcdjgYkd 6.5 99

103
sLroleLforLNYmyristoylationLinLproteinLtargetinglLNsvzYcytochromeLbgLreductaseLrequiresLmyristicL
acidLforLassociationLwithLouterLmitochondrialLbutLnotLwRLmembranesZLJournalgofgCellgBiologyXL1996XL
cegXLcgbcYce

7.3 85

102 SOvcLmutationsLinLamyotrophicLlateralLsclerosisZLResultsLfromLaLmulticenterLβtalianLstudyZLJournalg
ofgNeurologyXL2005XLdgdXLijdYj 5.5 75

101 SharedLpolygenicLriskLandLcausalLinferencesLinLamyotrophicLlateralLsclerosisZLAnnalsgofgNeurologyXL
2019XLjgXLfibYfjc 9.4 72

100 UnexplainedLneonatalLrespiratoryLdistressLdueLtoLcongenitalLsurfactantLdeficiencyZLJournalgofg
PediatricsXL2007XLcgbXLhfkYgeXLhgeZec 3.6 68

99 vominantLLMNsLmutationsLcanLcauseLcombinedLmuscularLdystrophyLandLperipheralLneuropathyZL
JournalgofgNeurologytgNeurosurgerygandgPsychiatryXL2005XLihXLcbckYdc 5.5 55

98 PointLmutationsLinLβtalianLpatientsLwithLclassicXLnonYclassicXLandLcrypticLformsLofLsteroidL
dcYhydroxylaseLdeficiencyZLHumangGeneticsXL1996XLkjXLhhdYg 6.3 54

97 RecommendationsLforLlocusYspecificLdatabasesLandLtheirLcurationZLHumangMutationXL2008XLdkXLdYg 4.7 52

96
NextYgenerationLsequencingLapproachLforLtheLdiagnosisLofLhumanLdiseaseslLopenLchallengesLandL
newLopportunitiesZLElectronicgJournalgofgthegInternationalgFederationgofgClinicalgChemistrygandg
LaboratorygMedicineXL2018XLdkXLfYcf

2.4 52

95
wfficacyLofLlowYdoseLintermittentLsubcutaneousLinterleukinLTβLUYYdLinLantiviralLdrugYYexperiencedL
humanLimmunodeficiencyLvirusYYinfectedLpersonsLwithLdetectableLvirusLloadlLaLcontrolledLstudyLofLeL
ilYdLregimensLwithLantiviralLdrugLtherapyZLJournalgofgInfectiousgDiseasesXL2001XLcjeXLcfihYjf

7 43

94 sLsingleLmRNsXLtranscribedLfromLanLalternativeXLerythroidYspecificXLpromoterXLcodesLforLtwoL
nonYmyristylatedLformsLofLNsvzYcytochromeLbgLreductaseZLJournalgofgCellgBiologyXL1992XLcciXLkigYjh 7.3 41

93 RecommendationsLforLtheLimplementationLofLtRusLtestingLinLovarianLcancerLpatientsLandLtheirL
relativesZLCriticalgReviewsgingOncologywHematologyXL2019XLcfbXLhiYid 7 40
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92 TwoLtranscriptsLencodeLratLcytochromeLbgLreductaseZLProceedingsgofgthegNationalgAcademygofg
SciencesgofgthegUnitedgStatesgofgAmericaXL1988XLjgXLidfhYgb 11.5 40

91
wxomeLsequencingLandLpathwayLanalysisLforLidentificationLofLgeneticLvariabilityLrelevantLforL
bronchopulmonaryLdysplasiaLTtPvULinLpretermLnewbornslLsLpilotLstudyZLClinicagChimicagActaXL2015XL
fgcXLekYfg

6.2 38

90 uapturingLallLdiseaseYcausingLmutationsLforLclinicalLandLresearchLuselLtowardLanLeffortlessLsystemL
forLtheLzumanLVariomeLProjectZLGeneticsgingMedicineXL2009XLccXLjfeYk 8.1 37

89 wffectLofLgenotypicLresistanceLonLtheLvirologicalLresponseLtoLhighlyLactiveLantiretroviralLtherapyLinL
cerebrospinalLfluidZLAIDSgResearchgandgHumangRetrovirusesXL2001XLciXLeiiYje 1.6 37

88
TheLprevalenceLofLautosomalLdominantLpolycysticLkidneyLdiseaseLTsvPKvUlLsLmetaYanalysisLofL
wuropeanLliteratureLandLprevalenceLevaluationLinLtheLβtalianLprovinceLofLModenaLsuggestLthatL
svPKvLisLaLrareLandLunderdiagnosedLconditionZLPLoSgONEXL2018XLceXLebckbfeb

3.7 36

87 StructuralLandLfunctionalLbrainLsignaturesLofLukorfidLinLmotorLneuronLdiseaseZLNeurobiologygofg
AgingXL2017XLgiXLdbhYdck 5.6 35

86 uomparisonLofLclinicalYradiologicalLandLmolecularLfindingsLinLhypochondroplasiaZLAmericangJournalg
ofgMedicalgGeneticsgPartgAXL1998XLigXLcbkYcd 35

85 ulinicopathologicalLandLgeneticLstudiesLofLtwoLfurtherLβtalianLfamiliesLwithLcerebralLautosomalL
dominantLarteriopathyZLActagNeuropathologicaXL1996XLkdXLccgYdd 14.3 35

84 MigraineLwithLauraLandLwhiteLmatterLabnormalitieslLNotcheLmutationZLNeurologyXL2000XLgfXLcjhkYic 6.5 32

83 TtKcLisLassociatedLwithLsLSLandLsLSYxTvLinLSardinianLpatientsZLNeurobiologygofgAgingXL2016XLfeXLcjbZecYg5.6 32

82 warlyLvisualLfunctionLimpairmentLinLusvsSβLZLNeurologyXL2003XLhbXLdbbjYcb 6.5 30

81 ulinicalLPregeneticLScreeningLforLStrokeLMonogenicLviseaseslLResultsLxromLLombardiaLywNSL
RegistryZLStrokeXL2016XLfiXLcibdYk 6.7 27

80 VoltageYoperatedLcalciumLchannelLheterogeneityLinLpancreaticLbetaLcellslLphysiopathologicalL
implicationsZLJournalgofgBioenergeticsgandgBiomembranesXL2003XLegXLhjiYkh 3.7 27

79 mutationsLinLβtalianLpatientsLwithLamyotrophicLlateralLsclerosislLgeneticLandLfunctionalL
characterisationZLJournalgofgNeurologytgNeurosurgerygandgPsychiatryXL2017XLjjXLjhkYjig 5.5 26

78
VeryLhighLprevalenceLofLrightYtoYleftLshuntLonLtranscranialLvopplerLinLanLβtalianLfamilyLwithLcerebralL
autosomalLdominantLangiopathyLwithLsubcorticalLinfarctsLandLleukoencephalopathyZLEuropeang
NeurologyXL2001XLfhXLckjYdbc

2.1 26

77 ssymptomaticLcoresLandLparacrystallineLmitochondrialLinclusionsLinLusvsSβLZLNeurologyXL2002XLgkXLhciYdb6.5 25

76 sTXNcLintermediateYlengthLpolyglutamineLexpansionsLareLassociatedLwithLamyotrophicLlateralL
sclerosisZLNeurobiologygofgAgingXL2018XLhfXLcgiZecYcgiZeg 5.6 24

75 xamilialLhemiplegicLmigrainelLaLionLchannelLdisorderZLBraingResearchgBulletinXL2001XLghXLdekYfc 3.9 24
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74 svuYcbLframeshiftLvariantLleadingLtoLsevereLrecessiveLasthenozoospermiaLandLsegregatingLwithL
absorptiveLhypercalciuriaZLHumangReproductionXL2019XLefXLccggYcchf 5.7 23

73 VisualLelectrophysiologicalLresponsesLinLsubjectsLwithLcerebralLautosomalLarteriopathyLwithL
subcorticalLinfarctsLandLleukoencephalopathyLTusvsSβLUZLClinicalgNeurophysiologyXL2000XLcccXLcgjdYj 4.3 23

72 vetectionLofLrifampinLresistanceLinLMycobacteriumLtuberculosisLbyLdoubleLgradientYdenaturingL
gradientLgelLelectrophoresisZLAntimicrobialgAgentsgandgChemotherapyXL1999XLfeXLdggbYf 5.9 23

71 smplificationLofLcjLdystrophinLgeneLexonsLinLvMvatMvLpatientslLsimultaneousLresolutionLbyL
capillaryLelectrophoresisLinLsievingLliquidLpolymersZLBioTechniquesXL1995XLckXLdgfYjXLdhbYe 2.5 23

70 wxpandingLtheLspectrumLofLgenesLresponsibleLforLhereditaryLmotorLneuropathiesZLJournalgofg
NeurologytgNeurosurgerygandgPsychiatryXL2019XLkbXLccicYccik 5.5 19

69 UnusualLclinicalLfeaturesLandLearlyLbrainLMRβLlesionsLinLaLfamilyLwithLcerebralLautosomalLdominantL
arteriopathyZLNeurologyXL1997XLfjXLcdbbYe 6.5 19

68 SubstitutionLofLLeuLforLProYckeLinLtheLinsulinLreceptorLinLaLpatientLwithLaLgeneticLformLofLsevereL
insulinLresistanceZLHumangMoleculargGeneticsXL1993XLdXLcfeiYfc 5.6 19

67 XYlinkedLParkinsonismLwithLβntellectualLvisabilityLcausedLbyLnovelLmutationsLandLsomaticLmosaicismL
inLRstektLgeneZLParkinsonismgandgRelatedgDisordersXL2017XLffXLcfdYcfh 3.6 18

66 wvaluationLofLhumanLgeneLvariantLdetectionLinLampliconLpoolsLbyLtheLySYxLXLparallelL
PyrosequencerZLBMCgGenomicsXL2008XLkXLfhf 4.5 18

65 LongYtermLvirologicalLeffectLofLhighlyLactiveLantiretroviralLtherapyLonLcerebrospinalLfluidLandL
relationshipLwithLgenotypicLresistanceZLJournalgofgNeuroVirologyXL2004XLcbLSupplLcXLgdYi 3.9 18

64 RecommendationsLforLtheLimplementationLofLtRusLtestingLinLtheLcareLandLtreatmentLpathwaysLofL
ovarianLcancerLpatientsZLFuturegOncologyXL2016XLcdXLdbicYg 3.6 18

63 vecipheringLVariabilityLofLPKvcLandLPKvdLinLanLβtalianLuohortLofLhfeLPatientsLwithLsutosomalL
vominantLPolycysticLKidneyLviseaseLTsvPKvUZLScientificgReportsXL2016XLhXLebjgb 4.9 17

62
vetectionLofLPneumocystisLcariniiLandLcharacterizationLofLmutationsLassociatedLwithLsulfaL
resistanceLinLbronchoalveolarLlavageLsamplesLfromLhumanLimmunodeficiencyLvirusYinfectedL
subjectsZLJournalgofgClinicalgMicrobiologyXL2003XLfcXLdibkYcd

9.7 17

61 uapillaryLzoneLelectrophoresisLinLpolymerLnetworksLofLpolymeraseLchainLreactionYamplifiedL
oligonucleotideslLtheLcaseLofLcongenitalLadrenalLhyperplasiaZLBiomedicalgApplicationsXL1994XLhgiXLdbcYg 17

60
wfficacyLofLlentivirusYmediatedLgeneLtherapyLinLanLOmennLsyndromeLrecombinationYactivatingLgeneL
dLmouseLmodelLisLnotLhinderedLbyLinflammationLandLimmuneLdysregulationZLJournalgofgAllergygandg
ClinicalgImmunologyXL2018XLcfdXLkdjYkfcZej

11.5 16

59 SurfactantLproteinsLgeneLvariantsLinLprematureLnewbornLinfantsLwithLsevereLrespiratoryLdistressL
syndromeZLJournalgofgPerinatologyXL2018XLejXLeeiYeff 3.1 16

58 usyLtripletLanalysisLinLfamiliesLwithLandrogenLinsensitivityLsyndromeLbyLcapillaryLelectrophoresisLinL
polymerLnetworksZLJournalgofgChromatographygAXL1995XLibhXLfheYj 4.5 15

57 MolecularLcharacterizationLofLdcYhydroxylaseLdeficiencyLinLibLβtalianLfamiliesZLHumangHeredityXL1993
XLfeXLckbYh 1.1 15
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56 SerumLphosphorylatedLneurofilamentLheavyYchainLlevelsLreflectLphenotypicLheterogeneityLandLareL
anLindependentLpredictorLofLsurvivalLinLmotorLneuronLdiseaseZLJournalgofgNeurologyXL2020XLdhiXLddidYddjb5.5 15

55 TheLroleLofLclinicalLandLneuroimagingLfeaturesLinLtheLdiagnosisLofLusvsSβLZLJournalgofgNeurologyXL
2018XLdhgXLdkefYdkfe 5.5 15

54 uombinedLearlyLtreatmentLinLhemiplegicLattacksLrelatedLtoLusuNscsLencephalopathyLwithLbrainL
oedemalLtlockingLtheLcascadeqZLCephalalgiaXL2017XLeiXLcdbdYcdbh 6.1 13

53 NewlyLcharacterisedLgSLandLeSLregionsLofLusuNscsLgeneLharbourLmutationsLassociatedLwithLxamilialL
zemiplegicLMigraineLandLwpisodicLstaxiaZLJournalgofgthegNeurologicalgSciencesXL2009XLdihXLecYi 3.2 13

52 NewLtrendLinLnonYinvasiveLprenatalLdiagnosisZLClinicagChimicagActaXL2015XLfgcXLkYce 6.2 12

51 sLgeneticLlinkageLstudyLofLschizophreniaLtoLchromosomeLgLmarkersLinLaLnorthernLβtalianLpopulationZL
BiologicalgPsychiatryXL1992XLecXLidbYj 7.9 12

50 SurvivalLpredictionLmodelsLinLmotorLneuronLdiseaseZLEuropeangJournalgofgNeurologyXL2019XLdhXLccfeYccgd6 11

49 RapidLdetectionLofLdcYhydroxylaseLdeficiencyLmutationsLbyLalleleYspecificLinLvitroLamplificationLandL
capillaryLzoneLelectrophoresisZLClinicalgChemistryXL1997XLfeXLdcdcYdcdi 5.5 11

48
virectLdetectionLofLzelicobacterLpyloriLmutationsLassociatedLwithLmacrolideLresistanceLinLgastricL
biopsyLmaterialLtakenLfromLhumanLimmunodeficiencyLvirusYinfectedLsubjectsZLJournalgofgClinicalg
MicrobiologyXL2002XLfbXLddefYi

9.7 11

47 PossibleLroleLofLfructosamineLeYkinaseLgenotypingLforLtheLmanagementLofLdiabeticLpatientsZLClinicalg
ChemistrygandgLaboratorygMedicineXL2015XLgeXLcecgYdb 5.9 10

46 yeneticLpredisposingLfactorsLtoLbronchopulmonaryLdysplasialLpreliminaryLdataLfromLaLmulticentreL
studyZLJournalgofgMaternaluFetalgandgNeonatalgMedicineXL2012XLdgLSupplLfXLcdiYeb 2 10

45 yfcSLSOvcLmutationlLsLcommonLancestorLforLsixLsLSLβtalianLfamiliesLwithLanLaggressiveLphenotypeZL
AmyotrophicgLateralgSclerosisgandgOthergMotorgNeurongDisordersXL2010XLccXLdcbYg 10

44 xatalLrespiratoryLfailureLinLaLfullYtermLnewbornLwithLtwoLstuseLgeneLmutationslLaLcaseLreportZL
JournalgofgPerinatologyXL2011XLecXLibYd 3.1 10

43 SisterLchromatidLexchangesLinLfirstYtrimesterLchorionicLvilliLafterLinLvivoLandLinLvitroLexposureLtoL
diagnosticLultrasoundZLPrenatalgDiagnosisXL1990XLcbXLcfcYj 3.2 10

42 sLnovelLheatLshockLproteinLdiLhomozygousLmutationlLwideningLofLtheLcontinuumLbetweenL
MNvadzMNauMTdZLJournalgofgthegPeripheralgNervousgSystemXL2015XLdbXLfckYdc 4.7 9

41
yenomicLtypingLforLpatientYspecificLhumanLleukocyteLantigenYallelesLisLanLefficientLtoolLforLrelapseL
detectionLofLhighYriskLhematopoieticLmalignanciesLafterLstemLcellLtransplantationLfromLalternativeL
donorsZLLeukemiaXL2008XLddXLdcckYdd

10.7 9

40 NullLstuseLinLhumanslLlargeLhomozygousLstuseLdeletionXLcorrelationLtoLclinicalYpathologicalL
findingsZLPediatricgPulmonologyXL2014XLfkXLwcchYdb 3.5 8

39
sLstructuredLsimpleLformLforLorderingLgeneticLtestsLisLneededLtoLensureLcouplingLofLclinicalLdetailL
TphenotypeULwithLvNsLvariantsLTgenotypeULtoLensureLutilityLinLpublicationLandLdatabasesZLHumang
MutationXL2007XLdjXLkecYd

4.7 8
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38 TheLwcbcgKLvariantLinLtheLsynprintLregionLofLtheLuaVdZcLchannelLaltersLchannelLfunctionLandLisL
associatedLwithLdifferentLmigraineLphenotypesZLJournalgofgBiologicalgChemistryXL2013XLdjjXLeejieYeejje 5.4 7

37 uystogenicLpotentialLofLuvceeWLprogenitorLcellsLofLhumanLpolycysticLkidneysZLJournalgofgPathologyXL
2011XLddgXLcdkYfc 9.4 7

36
βntegrationLofLmultigeneLpanelsLforLtheLdiagnosisLofLhereditaryLretinalLdisordersLusingLNextL
yenerationLSequencingLandLbioinformaticsLapproachesZLElectronicgJournalgofgthegInternationalg
FederationgofgClinicalgChemistrygandgLaboratorygMedicineXL2018XLdkXLcgYdg

2.4 7

35 yerminalLtRuscYdLpathogenicLvariantsLTgtRuscYdpvULandLpancreaticLcancerlLepidemiologyLofLanL
βtalianLpatientLcohortZLESMOgOpenXL2021XLhXLcbbbed 6 7

34 ulinicalLfeaturesLandLoutcomesLofLtheLflailLarmLandLflailLlegLandLpureLlowerLmotorLneuronLMNvL
variantslLaLmulticentreLβtalianLstudyZLJournalgofgNeurologytgNeurosurgerygandgPsychiatryXL2020XLkcXLcbbcYcbbe5.5 6

33
turdenLofLRareLVariantsLinLsLSLandLsxonalLzereditaryLNeuropathyLyenesLβnfluenceLSurvivalLinLsLSlL
βnsightsLfromLaLNextLyenerationLSequencingLStudyLofLanLβtalianLsLSLuohortZLInternationalgJournalgofg
MoleculargSciencesXL2020XLdcXL

6.3 5

32
usuNscsLgeneLnonYsynonymousLsingleLnucleotideLpolymorphismsLandLcommonLmigraineLinLβtalylLaL
caseYcontrolLassociationLstudyLwithLaLmicroYarrayLtechnologyZLClinicalgChemistrygandgLaboratoryg
MedicineXL2009XLfiXLijeYg

5.9 5

31 sLchildLwithLsevereLpneumomediastinumLandLstuseLgeneLmutationlLaLpuzzlingLconnectionZL
ArchivosgDegBronconeumologiaXL2012XLfjXLcekYfb 0.7 4

30 UnusualLearlyLrecurrenceLofLgranularLdystrophyLafterLdeepLanteriorLlamellarLkeratoplastylLcaseL
reportZLArquivosgBrasileirosgDegOftalmologiaXL2013XLihXLcdhYj 1.1 4

29 uallLforLparticipationLinLtheLneurogeneticsLconsortiumLwithinLtheLzumanLVariomeLProjectZL
NeurogeneticsXL2011XLcdXLchkYie 3 4

28
xamilialLclusteringLofLunexplainedLtransientLrespiratoryLdistressLinLcdLnewbornsLfromLthreeL
unrelatedLfamiliesLsuggestsLanLautosomalYrecessiveLinheritanceZLScientificgWorldgJournaltgTheXL2007XL
iXLchccYh

2.2 4

27 OptimizedLdetectionLofLvNsLpointLmutationsLbyLdoubleLgradientLdenaturingLgradientLgelL
electrophoresisZLClinicalgChemistrygandgLaboratorygMedicineXL1998XLehXLkgkYhc 5.9 4

26
MutationalLanalysisLofLmuscleLandLbrainLspecificLpromoterLregionsLofLdystrophinLgeneLinLvMvatMvL
βtalianLpatientsLbyLdenaturingLgradientLgelLelectrophoresisLTvyywUZLMoleculargandgCellulargProbesXL
1995XLkXLffcYh

3.3 4

25 vifferentLapproachesLofLmolecularLscanningLofLpointLmutationsLinLgeneticLdiseasesZLPuregandg
AppliedgChemistryXL1996XLhjXLckceYckcj 2.1 4

24 sTNXdLisLnotLaLregulatoryLgeneLinLβtalianLamyotrophicLlateralLsclerosisLpatientsLwithLukORxidL
yyyyuuLexpansionZLNeurobiologygofgAgingXL2016XLekXLdcjZegYj 5.6 3

23 MolecularLsssayLforLOvarianLuancerLPatientslLsLSurveyLthroughLβtalianLvepartmentsLofLOncologyL
andLMolecularLandLyenomicLviagnosticLLaboratoriesZLDiagnosticsXL2019XLkXL 3.8 3

22 sLdisorderLofLsurfactantLmetabolismLwithoutLidentifiedLgeneticLmutationsZLItaliangJournalgofg
PediatricsXL2015XLfcXLke 3.2 3

21
RecurrentLyfcSLmutationLinLuuaZnLsuperoxideLdismutaseLgeneLTSOvcULcausingLfamilialLamyotrophicL
lateralLsclerosisLinLaLlargeLPolishLfamilyZLAmyotrophicgLateralgSclerosisgandgOthergMotorgNeurong
DisordersXL2012XLceXLcedYh
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20 sLnovelLMwNcLgeneLmutationZLCancergGeneticsgandgCytogeneticsXL2008XLcjbXLchgYi 3

19 zLsYvQLscreeningLforLriskLassessmentLofLinsulinLdependentLdiabetesLinLnorthernLβtalyZLActag
DiabetologicaXL1995XLedXLceiYfd 3.9 3

18 MolecularLdiagnosisLofLgeneticLdiseasesZLClinicalgBiochemistryXL1996XLdkXLdbcYj 3.5 3

17 StructuralLMRβLSignaturesLinLyeneticLPresentationsLofLtheLxrontotemporalLvementiaaMotorLNeuronL
viseaseLSpectrumZLNeurologyXL2021XLkiXLecgkfYechbi 6.5 3

16 smplificationLrefractoryLmutationLsystemLanalysisLofLpointLmutationsLbyLcapillaryLelectrophoresisZL
MethodsgingMoleculargBiologyXL2001XLcheXLkgYcbj 1.4 2

15 MSzhLgeneLpathogenicLvariantLidentifiedLinLfamilialLpancreaticLcancerLinLtheLabsenceLofLcolonL
cancerZLEuropeangJournalgofgGastroenterologygandgHepatologyXL2020XLedXLefgYefk 2.2 2

14 yenerationLofL˛†LuellsLfromLiPSuLofLaLMOvYjLPatientLwithLaLNovelLMutationLinLtheLuarboxylLwsterL
LipaseLTuwLULyeneZLJournalgofgClinicalgEndocrinologygandgMetabolismXL2021XLcbhXLededdYedeee 5.6 2

13 uurrentLscenarioLofLtheLgeneticLtestingLforLrareLneurologicalLdisordersLexploitingLnextLgenerationL
sequencingZLNeuralgRegenerationgResearchXL2021XLchXLfigYfjc 4.5 2

12 uoncurrenceLofLNMOSvLandLsLSLinLaLpatientLwithLhexanucleotideLrepeatLexpansionsLofLukorfidZL
AmyotrophicgLateralgSclerosisgandgFrontotemporalgDegenerationXL2019XLdbXLffkYfgd 3.6 1

11 sLnewLmutationLinLtheLMwNcLgeneZLCancergGeneticsgandgCytogeneticsXL2009XLckdXLkkYcbc 1

10 sLnonsenseLmutationLTylnYhieYTermULinLexonLciLofLtheLhumanLdystrophinLgeneLdetectedLbyL
heteroduplexLanalysisZLHumangGeneticsXL1995XLkhXLefeYf 6.3 1

9 VariantsLinLaLuohortLofLβtalianLPatientsLWithLsmyotrophicLLateralLSclerosisZZLFrontiersging
NeuroscienceXL2022XLchXLjeebgc 5.1 1

8 βmplementationLofLpreventiveLandLpredictiveLtRusLtestingLinLpatientsLwithLbreastXLovarianXL
pancreaticXLandLprostateLcancerlLaLpositionLpaperLofLβtalianLScientificLSocietiesZLESMOgOpenXL2022XLiXLcbbfgk6 1

7 snLOpenYSourceLToolLforLManagingLTimeYwvolvingLVariantLsnnotationZLLecturegNotesgingComputerg
ScienceXL2019XLcYj 0.9

6 sLnewLpolymorphismLinLexonLcfLofLtheLdystrophinLgeneLdetectedLbyLRTYPuRLandLvyywZLMolecularg
andgCellulargProbesXL1997XLccXLchcYd 3.3

5 TwinsLwithLsevereLrecurrentLchestLinfectionsZLThoraxXL2008XLheXLcbjdXLcbkb 7.3

4 LongYtermLvirologicalLeffectLofLhighlyLactiveLantiretroviralLtherapyLonLcerebrospinalLfluidLandL
relationshipLwithLgenotypicLresistanceZLJournalgofgNeuroVirologyXL2004XLcbXLgdYgi 3.9

3 LongYtermLvirologicalLeffectLofLhighlyLactiveLantiretroviralLtherapyLonLcerebrospinalLfluidLandL
relationshipLwithLgenotypicLresistanceZLJournalgofgNeuroVirologyXL2004XLcbXLgdYgi 3.9

(2004-2008)
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2 xailureLtoLdetectLylutfYβleejeLandLβRYylnccgdLvariantsLinLNβvvMLTnonYinsulinLdependentLdiabetesL
mellitusULandLcontrolLsubjectsLinLanLβtalianLpopulationZLHumangGeneticsXL1995XLkgXLccgYh 6.3

1 uaseLreportLandLtenYyearLfollowYupLofLepisodicLataxiaLtypeLdLdueLtoLaLnovelLvariantLinLusuNscsZL
ENeurologicalSciXL2021XLdeXLcbbeef 2.1
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