
P Finelli

ListgofgPublicationsgbygYearging
DescendinggOrder

Source:ghttps:xxexalyvcomxauthorupdfx166yy34xpufinelliupublicationsubyuyearvpdf

Version:g2y24uy4u28g

ThisgdocumentghasgbeenggeneratedgbasedgongthegpublicationsgandgcitationsgrecordedgbygexalyvcomvgForg

theglatestgversiongofgthisgpublicationglisttgvisitgtheglinkggivengabovev

ThegthirdgcolumngisgthegimpactgfactorgoIFpgofgthegjournaltgandgthegfourthgcolumngisgthegnumbergofg

citationsgofgthegarticlev

85
papers

2,057
citations

27
h-index

41
g-index

88
ext. papers

2,294
ext. citations

4.6
avg, IF

4.02
L-index



j Paper IF Citations

85 HistoneKweacetylaseKInhibitorsKtmeliorateKMorphologicalKwefectsKandKHypoexcitabilityKofK
iPSvYNeuronsKfromKRubinsteinYTaybiKPatientsZKInternationalmJournalmofmMolecularmSciencesXK2021XKddXK 6.3 2

84 TargetedKwholeKexomeKsequencingKandKwrosophilaKmodellingKtoKunveilKtheKmolecularKbasisKofK
primaryKovarianKinsufficiencyZKHumanmReproductionXK2021XKehXKdligYdllc 5.7 2

83 TranscriptomeKtnalysisKofKiPSvYwerivedKNeuronsKfromKRubinsteinYTaybiKPatientsKRevealsKweficitsKinK
NeuronalKwifferentiationZKMolecularmNeurobiologyXK2020XKgiXKehkgYeibc 6.2 6

82
zenerationKofKthreeKiPSvKlinesKTItIibbdXKItIibbfXKItIibbeUKfromKRubinsteinYTaybiKsyndromeKcKpatientsK
carryingKvRxuuPKnonKsenseKcZffegzqTXKpZTzlycfilVUKandKcZefifzqtXKpZTTrpccgkVUKandKmissenseK
cZfhdizqTXKpZTtspcgfeTyrUKmutationsZKStemmCellmResearchXK2019XKfbXKcbcgge

1.6 5

81 HighYresolutionKarrayYvzHKanalysisKonKfhXXXKpatientsKaffectedKbyKearlyKonsetKprimaryKovarianK
insufficiencyKdisclosesKnewKgenesKinvolvedKinKovarianKfunctionZKHumanmReproductionXK2019XKefXKgifYgke 5.7 23

80 lqefZeKmicroduplicationsKleadKtoKneurodevelopmentalKdisordersKthroughKxHMTcKoverexpressionZK
NeurogeneticsXK2019XKdbXKcfgYcgf 3 8

79 xxploringKbyKwholeKexomeKsequencingKpatientsKwithKinitialKdiagnosisKofKRubinsteinYTaybiKsyndromemK
theKinterconnectionsKofKepigeneticKmachineryKdisordersZKHumanmGeneticsXK2019XKcekXKdgiYdhl 6.3 16

78 wevelopmentalKdisordersKwithKintellectualKdisabilityKdrivenKbyKchromatinKdysregulationmKvlinicalK
overlapsKandKmolecularKmechanismsZKClinicalmGeneticsXK2019XKlgXKdecYdfb 4 29

77 tKbalancedKreciprocalKtranslocationKtTcbncgUTqddZenqdhZcUKinterruptingKtvtNKgeneKinKaKfamilyKwithK
proportionateKshortKstatureZKJournalmofmEndocrinologicalmInvestigationXK2018XKfcXKldlYleh 5.2 10

76 RothmundYThomsonKSyndromemKInsightsKfromKNewKPatientsKonKtheKzeneticKVariabilityKUnderpinningK
vlinicalKPresentationKandKvancerKOutcomeZKInternationalmJournalmofmMolecularmSciencesXK2018XKclXK 6.3 16

75 iPSvYderivedKneuronsKofKvRxuuPYKandKxPebbYmutatedKRubinsteinYTaybiKsyndromeKpatientsKshowK
morphologicalKalterationsKandKhypoexcitabilityZKStemmCellmResearchXK2018XKebXKcebYcfb 1.6 10

74 ceqKmosaicKdeletionKincludingKassociatedKtoKmildKphenotypeKandKnoKcancerKoutcomeKYKcaseKreportK
andKreviewKofKtheKliteratureZKMolecularmCytogeneticsXK2018XKccXKge 2 2

73
zenerationKofKtheKRubinsteinYTaybiKsyndromeKtypeKdKpatientYderivedKinducedKpluripotentKstemKcellK
lineKTItIibbcYtUKcarryingKtheKxPebbKexonKdeKstopKmutationKcZekdltKqKTXKpZTLyscdiiVUZKStemmCellm
ResearchXK2018XKebXKcigYcil

1.6 3

72 tKmultiYmethodKapproachKtoKtheKmolecularKdiagnosisKofKovertKandKborderlineKccpcgZgKdefectsK
underlyingKSilverYRussellKandKueckwithYWiedemannKsyndromesZKClinicalmEpigeneticsXK2016XKkXKde 7.7 42

71 yromKWholeKzeneKweletionKtoKPointKMutationsKofKxPebbYPositiveKRubinsteinYTaybiKPatientsmKNewK
InsightsKintoKtheKMutationalKSpectrumKandKPeculiarKvlinicalKHallmarksZKHumanmMutationXK2016XKeiXKcigYke4.7 27

70 vlinicalKandKmolecularKcharacterizationKofKRubinsteinYTaybiKsyndromeKpatientsKcarryingKdistinctK
novelKmutationsKofKtheKxPebbKgeneZKClinicalmGeneticsXK2015XKkiXKcfkYgf 4 53

69 yetalKcellKmicrochimerismmKaKprotectiveKroleKinKautoimmuneKthyroidKdiseasesZKEuropeanmJournalmofm
EndocrinologyXK2015XKcieXKcccYk 6.5 12
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68 yamilialKintragenicKduplicationKofKtNKRwccKunderlyingKthreeKpatientsKofKKuzKsyndromeZKMolecularm
CytogeneticsXK2015XKkXKdb 2 14

67 vharacterizationKofKcfKnovelKdeletionsKunderlyingKRubinsteinYTaybiKsyndromemKanKupdateKofKtheK
vRxuuPKdeletionKrepertoireZKHumanmGeneticsXK2015XKcefXKhceYdh 6.3 31

66
vomplexKdeKnovoKchromosomalKrearrangementKatKcgqccYqceKinvolvingKanKintrachromosomalK
triplicationKinKaKpatientKwithKaKsevereKneuropsychologicalKphenotypemKclinicalKreportKandKreviewKofK
theKliteratureZKAmericanmJournalmofmMedicalmGenetics,mPartmAXK2015XKchitXKddcYeb

2.5 10

65 vonstitutionalKdeKnovoKdeletionKofKtheKyuXWiKgeneKinKaKpatientKwithKfocalKsegmentalK
glomerulosclerosisKandKmultipleKprimitiveKtumorsZKScientificmReportsXK2015XKgXKcgfgf 4.9 10

64 zeneKdosageKasKaKrelevantKmechanismKcontributingKtoKtheKdeterminationKofKovarianKfunctionKinK
TurnerKsyndromeZKHumanmReproductionXK2014XKdlXKehkYil 5.7 33

63 NewKcaseKofKtrichorinophalangealKsyndromeYlikeKphenotypeKwithKaKdeKnovoKtTdnkUTpchZcnqdeZeUK
translocationKwhichKdoesKnotKdisruptKtheKTRPScKgeneZKBMCmMedicalmGeneticsXK2014XKcgXKgd 2.1 9

62 OverallKandKalleleYspecificKexpressionKofKtheKSMvctKgeneKinKfemaleKvorneliaKdeKLangeKsyndromeK
patientsKandKhealthyKcontrolsZKEpigeneticsXK2014XKlXKlieYl 5.7 9

61 zenomicKimbalancesKinKpatientsKwithKaKclinicalKpresentationKinKtheKspectrumKofKvorneliaKdeKLangeK
syndromeZKBMCmMedicalmGeneticsXK2013XKcfXKfc 2.1 13

60 OligoclonalKbandsKinKtheKcerebrospinalKfluidKofKamyotrophicKlateralKsclerosisKpatientsKwithK
diseaseYassociatedKmutationsZKJournalmofmNeurologyXK2013XKdhbXKkgYld 5.5 19

59 YKchromosomeKlossKinKmaleKpatientsKwithKprimaryKbiliaryKcirrhosisZKJournalmofmAutoimmunityXK2013XK
fcXKkiYlc 15.5 73

58 tTRXKmutationKinKtwoKadultKbrothersKwithKnonYspecificKmoderateKintellectualKdisabilityKidentifiedKbyK
exomeKsequencingZKMetamGeneXK2013XKcXKcbdYk 0.7 5

57 MolecularKcharacterizationKofKaKmosaicKNIPuLKdeletionKinKaKvorneliaKdeKLangeKpatientKwithKsevereK
phenotypeZKEuropeanmJournalmofmMedicalmGeneticsXK2013XKghXKcekYfe 2.6 23

56 wesignKandKvalidationKofKaKpericentromericKutvKcloneKsetKaimedKatKimprovingKdiagnosisKandK
phenotypeKpredictionKofKsupernumeraryKmarkerKchromosomesZKMolecularmCytogeneticsXK2013XKhXKfg 2 7

55 tKnovelKmosaicKNSwcKintragenicKdeletionKinKaKpatientKwithKanKatypicalKphenotypeZKAmericanmJournalm
ofmMedicalmGenetics,mPartmAXK2013XKchctXKhccYk 2.5 7

54 IncreasedKlossKofKtheKYKchromosomeKinKperipheralKbloodKcellsKinKmaleKpatientsKwithKautoimmuneK
thyroiditisZKJournalmofmAutoimmunityXK2012XKekXKJcleYh 15.5 47

53
JuxtapositionKofKheterochromaticKandKeuchromaticKregionsKbyKchromosomalKtranslocationKmediatesK
aKheterochromaticKlongYrangeKpositionKeffectKassociatedKwithKaKsevereKneurologicalKphenotypeZK
MolecularmCytogeneticsXK2012XKgXKch

2 17

52 tKnewKstructuralKrearrangementKassociatedKtoKWolframKsyndromeKinKaKchildKwithKaKpartialK
phenotypeZKGeneXK2012XKgblXKchkYid 3.8 17

51 IntragenicKandKlargeKNIPuLKrearrangementsKrevealedKbyKMLPtKinKvorneliaKdeKLangeKpatientsZK
EuropeanmJournalmofmHumanmGeneticsXK2012XKdbXKiefYfc 5.3 20
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50 vombinedKcharacterizationKofKaKpituitaryKadenomaKandKaKsubcutaneousKlipomaKinKaKMxNcKpatientK
withKaKwholeKgeneKdeletionZKCancermGeneticsXK2011XKdbfXKeblYcg 2.3 13

49 zenotypeYphenotypeKcorrelationsKinKaKnewKcaseKofKkpdeZcKdeletionKandKreviewKofKtheKliteratureZK
EuropeanmJournalmofmMedicalmGeneticsXK2011XKgfXKggYl 2.6 38

48 SNPsKandKrealYtimeKquantitativeKPvRKmethodKforKconstitutionalKallelicKcopyKnumberKdeterminationXK
theKVPRxucKmarkerKcaseZKBMCmMedicalmGeneticsXK2011XKcdXKhc 2.1 6

47 vharacterisationKofKcomplexKchromosomeKckpKrearrangementsKinKtwoKsyndromicKpatientsKwithK
immunologicalKdeficitsZKEuropeanmJournalmofmMedicalmGeneticsXK2010XKgeXKckhYlc 2.6 12

46 zeneticKinvestigationsKonKkKpatientsKaffectedKbyKringKdbKchromosomeKsyndromeZKBMCmMedicalm
GeneticsXK2010XKccXKcfh 2.1 17

45 MisbehaviourKofKXISTKRNtKinKbreastKcancerKcellsZKPLoSmONEXK2009XKfXKegggl 3.7 59

44
yluorescenceKinKsituKhybridizationKdissectionKofKaKchronicKmyeloidKleukemiaKcaseKbearingKtheK
apparentlyKbalancedKtranslocationsKTlnddUTqefnqccZdUKandKTccnccUTpcgnqceUZKCancermGeneticsmandm
CytogeneticsXK2009XKckkXKfdYi

0

43
vytogeneticXKyISHKandKarrayYvzHKcharacterizationKofKaKcomplexKchromosomalKrearrangementK
carriedKbyKaKmentallyKandKlanguageKimpairedKpatientZKEuropeanmJournalmofmMedicalmGeneticsXK2009XK
gdXKdckYde

2.6 24

42 yetalKcellKmicrochimerismKinKpapillaryKthyroidKcancermKaKpossibleKroleKinKtumorKdamageKandKtissueK
repairZKCancermResearchXK2008XKhkXKkfkdYk 10.1 51

41 PrenatalKdiagnosisKofKaKsmallKchromosomeKdYderivedKsupernumeraryKmarkerXKandKreviewKofKtheK
reportedKcasesZKAmericanmJournalmofmMedicalmGenetics,mPartmAXK2007XKcfetXKddbbYe 2.5 1

40 wisruptionKofKfriendKofKztTtKdKgeneKTyOzYdUKbyKaKdeKnovoKtTkncbUKchromosomalKtranslocationKisK
associatedKwithKheartKdefectsKandKgonadalKdysgenesisZKClinicalmGeneticsXK2007XKicXKclgYdbf 4 30

39 xvaluationKofKautismKtraitsKinKtngelmanKsyndromemKaKresourceKtoKunfoldKautismKgenesZK
NeurogeneticsXK2007XKkXKchlYik 3 71

38 ceqKweletionKandKcentralKnervousKsystemKanomaliesmKfurtherKinsightsKfromKkaryotypeYphenotypeK
analysesKofKcfKpatientsZKJournalmofmMedicalmGeneticsXK2007XKffXKehb 5.8 80

37 MolecularKandKgenomicKcharacterisationKofKcrypticKchromosomalKalterationsKleadingKtoKpaternalK
duplicationKofKtheKccpcgZgKueckwithYWiedemannKregionZKJournalmofmMedicalmGeneticsXK2006XKfeXKeel 5.8 29

36 PrenatalKdiagnosisKofKaKdeKnovoKcomplexKchromosomeKrearrangementKTvvRUKmediatedKbyKsixK
breakpointsXKandKaKreviewKofKdbKprenatallyKascertainedKvvRsZKPrenatalmDiagnosisXK2006XKdhXKghgYib 3.2 21

35 TrisomyKcgqdgZdYqterKinKanKautisticKchildmKgenotypeYphenotypeKcorrelationsZKAmericanmJournalmofm
MedicalmGenetics,mPartmAXK2005XKceetXKckfYk 2.5 16

34 vytogeneticKandKmolecularKevaluationKofKdfcKsmallKsupernumeraryKmarkerKchromosomesmK
cooperativeKstudyKofKclKItalianKlaboratoriesZKGeneticsminmMedicineXK2005XKiXKhdbYg 8.1 26

33
HighYmobilityKgroupKtdKgeneKexpressionKisKfrequentlyKinducedKinKnonYfunctioningKpituitaryK
adenomasKTNyPtsUXKevenKinKtheKabsenceKofKchromosomeKcdKpolysomyZKEndocrine-RelatedmCancerXK
2005XKcdXKkhiYif

5.7 35
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32 yISHKcharacterisationKofKanKidenticalKTchUTpccZdpcdZdUKtandemKduplicationKinKtwoKunrelatedKpatientsK
withKautisticKbehaviourZKJournalmofmMedicalmGeneticsXK2004XKfcXKelb 5.8 29

31 UnbalancedKsegregationKofKaKcomplexKfourYbreakKgqdeYecKinsertionKinKtheKgpceKbandKinKaK
malformedKchildZKEuropeanmJournalmofmHumanmGeneticsXK2004XKcdXKfggYl 5.3 1

30 TheKevolutionaryKhistoryKofKhumanKchromosomeKiZKGenomicsXK2004XKkfXKfgkYhi 4.3 37

29
NarrowingKtheKcandidateKregionKofKtlbrightKhereditaryKosteodystrophyYlikeKsyndromeKbyKdeletionK
mappingKinKaKpatientKwithKanKunbalancedKcrypticKtranslocationKtTdnhUTqeiZenqdhUZKAmericanmJournalmofm
MedicalmGeneticsmPartmAXK2003XKcddtXKdhcYg

16

28 PureKhpddYpterKtrisomicKpatientmKrefinedKyISHKcharacterizationKandKgenotypeYphenotypeK
correlationZKAmericanmJournalmofmMedicalmGeneticsmPartmAXK2002XKcbkXKehYfb 15

27 SmallKfamilialKsupernumeraryKringKchromosomeKdmKyISHKcharacterizationKandKgenotypeYphenotypeK
correlationZKAmericanmJournalmofmMedicalmGeneticsmPartmAXK2002XKcccXKeclYde 12

26
yISHKcharacterizationKofKaKsupernumeraryKrTcUTmmcenYYqqddmmqddYYqsqdcmmUKchromosomeKassociatedK
withKmultipleKanomaliesKandKbilateralKcataractsZKAmericanmJournalmofmMedicalmGeneticsmPartmAXK2001XK
cbfXKcgiYhf

11

25
RefinedKyISHKcharacterizationKofKaKdeKnovoKcpddYpehZdKparacentricKinversionKandKassociatedK
cpdcYddKdeletionKinKaKpatientKwithKsignsKofKcpehKmicrodeletionKsyndromeZKAmericanmJournalmofm
MedicalmGeneticsmPartmAXK2001XKllXKebkYce

6

24 vrypticKsubtelomericKtranslocationKtTdnchUTqeinqdfUKsegregatingKinKaKfamilyKwithKunexplainedK
stillbirthsKandKaKdysmorphicXKslightlyKretardedKchildZKEuropeanmJournalmofmHumanmGeneticsXK2001XKlXKkkcYh 5.3 19

23 vharacterizationKofKtheKtTfncfUTpchZenqedUKinKtheKKMSYckKmultipleKmyelomaKcellKlineZKLeukemiaXK2001
XKcgXKkhfYg 10.7 3

22 yISHKcharacterizationKofKtTkncdUTqcdnpceUKobservedKasKtheKsoleKkaryotypicKanomalyKinKaK
myelodysplasticKsyndromeKpatientZKCancermGeneticsmandmCytogeneticsXK2001XKcebXKigYk 1

21
NonYrandomKtrisomiesKofKchromosomesKgXKkKandKcdKinKtheKprolactinomaKsubYtypeKofKpituitaryK
adenomasmKconventionalKcytogeneticsKandKinterphaseKyISHKstudyZKInternationalmJournalmofmCancerXK
2000XKkhXKeffYgb

7.5 25

20 MolecularKcytogeneticKdissectionKofKhumanKchromosomesKeKandKdcKevolutionZKProceedingsmofmthem
NationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaXK2000XKliXKdbhYcc 11.5 73

19 MolecularKtnalysisKofKccqceKureakpointsKinKMultipleKMyelomaZKBloodXK1999XKleXKceebYceei 2.2 68

18
ReciprocalKchromosomeKpaintingKshowsKthatKtheKgreatKdifferenceKinKdiploidKnumberKbetweenK
humanKandKtfricanKgreenKmonkeyKisKmostlyKdueKtoKnonYRobertsonianKfissionsZKMammalianmGenomeXK
1999XKcbXKiceYk

3.2 55

17 MolecularKtnalysisKofKccqceKureakpointsKinKMultipleKMyelomaZKBloodXK1999XKleXKceebYceei 2.2 6

16 TwoKmosaicYYYKmalesKcarryingKasymmetricKYKchromosomesZKClinicalmGeneticsXK1997XKgcXKhgYk 4 2

15 SubchromosomalKpaintingKlibrariesKTSvPLsUKfromKsomaticKcellKhybridsK1997XKghYhf

(1997-2004)
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14 TheKZNyigKzincKfingerKgeneKsubfamilymKisolationKandKmappingKofKtheKfourKmembersKinKhumansKandK
greatKapesZKGenomicsXK1996XKegXKecdYdb 4.3 11

13 TheKactiveKgeneKthatKencodesKhumanKhighKmobilityKgroupKcKproteinKTHMzcUKcontainsKintronsKandK
mapsKtoKchromosomeKceZKGenomicsXK1996XKegXKehiYic 4.3 66

12 StructuralKorganizationKofKmultipleKalphoidKsubsetsKcoexistingKonKhumanKchromosomesKcXKfXKgXKiXKlXK
cgXKckXKandKclZKGenomicsXK1996XKekXKedgYeb 4.3 42

11 TheKhumanKskeletalKmuscleKglycogeninKgenemKcwNtXKtissueKexpressionKandKchromosomalK
localizationZKBiochemicalmandmBiophysicalmResearchmCommunicationsXK1996XKddbXKidYi 3.4 18

10 ProgressiveKdeficienciesKinKbloodKTKcellsKassociatedKwithKaKcbpcdYceKinterstitialKdeletionZKClinicalm
ImmunologymandmImmunopathologyXK1996XKkbXKlYcg 11

9
vomparativeKfluorescenceKinKsituKhybridizationKmappingKofKprimateKchromosomesKwithKtluK
polymeraseKchainKreactionKgeneratedKprobesKfromKhumanarodentKsomaticKcellKhybridsZKChromosomem
ResearchXK1996XKfXKekYfd

4.4 15

8 tKpanelKofKsubchromosomalKpaintingKlibrariesKrepresentingKoverKebbKregionsKofKtheKhumanKgenomeZK
CytogeneticmandmGenomemResearchXK1995XKhkXKdgYed 1.9 43

7 vomparativeKmappingKofKhumanKalphoidKsequencesKinKgreatKapesKusingKfluorescenceKinKsituK
hybridizationZKGenomicsXK1995XKdgXKfiiYkf 4.3 104

6
TheKSteKlocusXKaKcomponentKofKtheKparasiticKcryYSteKsystemKofKwrosophilaKmelanogasterXKencodesKaK
proteinKthatKformsKcrystalsKinKprimaryKspermatocytesKandKmimicsKpropertiesKofKtheKbetaKsubunitKofK
caseinKkinaseKdZKProceedingsmofmthemNationalmAcademymofmSciencesmofmthemUnitedmStatesmofmAmericaXK
1995XKldXKhbhiYic

11.5 94

5 wifferentialKelectrophysiologicalKfeaturesKofKneuropathiesKassociatedKwithKcipccZdKdeletionKandK
duplicationZKMusclemandmNerveXK1995XKckXKhdkYeg 3.4 56

4 vharacterizationKofKchimpanzeeYhamsterKhybridsKbyKchromosomeKpaintingZKSomaticmCellmandm
MolecularmGeneticsXK1994XKdbXKfelYfd 2

3 vloningKandKcomparativeKmappingKofKrecentlyKevolvedKhumanKchromosomeKddYspecificKalphaK
satelliteKwNtZKSomaticmCellmandmMolecularmGeneticsXK1994XKdbXKffeYk 15

2 MappingKofKtheKhumanKNMwtRduKreceptorKsubunitKgeneKTzRINduUKtoKchromosomeKcdpcdZK
GenomicsXK1994XKddXKdchYk 4.3 20

1
TheKgenesKencodingKtheKglutamateKreceptorKsubunitsKKtcKandKKtdKTzRIKfKandKzRIKgUKareKlocatedK
onKseparateKchromosomesKinKhumanXKmouseXKandKratZKProceedingsmofmthemNationalmAcademymofm
SciencesmofmthemUnitedmStatesmofmAmericaXK1994XKlcXKcckflYge

11.5 19
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