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Pubblicazioni

1. Mutation analysis of the ATP7B gene in a new group of Wilson's disease

patients: Contribution to diagnosis.

Lepori MB, Zappu A, Incollu S, Dessi V, Mameli E, Demelia L, Nurchi AM, Gheorghe L,

Maggiore G, Sciveres M, Leuzzi V, Indolfi G, Bonafé L, Casali C, Angeli P, Barone P, Cao A,
Loudianos G. Mol Cell Probes. 2012 Mar 29. [Epub ahead of print]

2. Malattia di Wilson: ancora una sfida diagnostica.

Ranucci G., Zappu A., Lepori MB, lorio R, Loudianos G. Prospettive in Pediatria Gennaio-Marzo
2012 Vol. 42 N.165

3, DNA and RNA st

dies for molecular characterization of a gross deletion

detected in homozygosity in the NH2-terminal region of the ATP7B gene in a

Wilson disease patient.
Incollu S, Lepori MB, Zappu A, Dessi V, Noli MC, Mameli E, lorio R, Ranucci G, Cao A,
Loudianos G. Mol Cell Probes. 2011 Oct-Dec;25(5-6):195-8. Epub 2011 Sep 8.

4. Feasibility of RNA studies on illegitimate transcription for molecular

characterization of splicing mutations in the ATP7B gene: A case report.

Zappu A, Lepori MB, Incollu S, Dessi V, Noli MC, Mameli E, Bonafé L, Garcia Dépraz N, De
Virgiliis S, Cao A, Loudianos G. Mol Cell Probes. 2011 Oct 18.

5 Molecular analysis of glycogen storage disease type Ib in Sardinian

population: evidence for a founder effect.
Zappu A, Liliu F, Podda RA, Loudianos G. Genet Test Mol Biomarkers. 2010 Jun;14(3):399-
403

6. Development of TagMan allelic specific discrimination assay for detection of the

most common Sardinian Wilson's disease mutations. Implications for genetic

screening.

Zappu A, Lepori MB, Incoliu S, Noli MC, De Virgiliis S, Cao A, Loudianos G.Mol Cell Probes.
2010 Aug;24(4):233-5

7. RNA analysis of consensus sequence splicing mutations: implications for the

diagnosis of Wilson disease.

Lovicu M, Lepori MB, Incollu S, Dessi V, Zappu A, lorio R, D'Ambrosi M, Pellecchia MT, Barone

P, Maggiore G, De Virgilis S, Cao A, Loudianos G. Genet Test Mol Biomarkers. 2009
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Apr;13(2):185-91.

8. High incidence and allelic homogeneity of Wilson disease in 2 isolated

populations: a prerequisite for efficient disease prevention programs.

Zappu A, Magli O, Lepori MB, Dessi V, Diana S, Incollu S, Kanavakis E, Nicolaidou P, Manolaki
N, Fretzayas A, De Virgilis S, Cao A, Loudianos G.J Pediatr Gastroenterol Nutr. 2008
Sep;47(3):334-8.

9. Effect of food, type of food, and time of food intake on_deferasirox

bioavailability: recommendations for an optimal deferasirox administration

regimen.

Galanello R, Piga A, Cappellini MD, Forni GL, Zappu A, Origa R, Dutreix C, Belleli R, Ford JM,

Riviére GJ, Baiez S, Aiberti D, Séchaud R.J Clin Pharmaco!. 2008 Apragi4)é

10. Twenty-four novel mutations in Wilson disease patients of predominantly ltalian

origin.
Lepori MB, Lovicu M, Dessi V, Zappu A, Incollu S, Zancan L, Giacchino R, lorio R, Vajro P,
Maggiore G, Marcellini M, Barbera C, Pellecchia MT, Simonetti R, Kostic V, Farci AM, Solinas A,
De Virgiliis S, Cao A, Loudianos G. Genet Test. 2007 Fall;11(3):328-32.

11. Phase li clinical evaluation of deferasirox, a once-daily oral chelating agent, in

pediatric patients with heta-thalassemia major.

Galanello R, Piga A, Forni GL, Bertrand Y, Foschini ML, Bordone E, Leoni G, Lavagetto A,

Zappu A, Longo F, Maseruka H, Hewson N, Sechaud R, Belleli R, Alberti D.
Haematologica. 2006 Oct;91(10):1343-51.

12. Bannayan-Riley-Ruvalcaba _syndrome with reactive nodular__lymphoid

hyperplasia and autism and a PTEN mutation.

Bocoone L, Dessi V, Zappu A, Piga S, Piludu MB, Rais M, Massidda C, De Virgiliis S, Cao A,
Loudianos G. Am J Med Genet A. 2006 Sep 15;140(18):1965-9.

13. The canine copper toxicosis gene MURR1 is not implicated in the pathogenesis

of Wilson disease.
Lovicu M, Dessi V, Lepori MB, Zappu A, Zancan L, Giacchino R, Marazzi MG, lorio R, Vegnente
A, Vajro P, Maggiore G, Marcellini M. Barbera C, Kostic V, Farci AM, Solinas A, Altuntas B,
Yuce A, Kocak N, Tsezou A, De Virgiliis S, Cao A, Loudianos G.d Gastroenterol. 2006

Jun;41(6):582-7.
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14. Randomized phase Il trial of deferasirox (Exjade, [CL670), a once-daily, orally-

administered iron chelator, in comparison to deferoxamine in_thalassemia

patients with transfusional iron overload.

Piga A, Galanello R, Forni GL, Cappellini MD, Origa R, Zappu A, Donato G, Bordone E,
Lavagetto A, Zanaboni L, Sechaud R, Hewson N, Ford JM, Opitz H, Alberti D. Haematologica.

2006 Jul:91(7):873-80.

15. Efficient strateqy for molecular diagnosis of Wilson disease in the sardinian

population.
Lovicu M, Dessi V, Zappu A, De Virgilis S, Cao A, Loudianos G. Clin Chem. 2003

Mar:49(3):496-8.
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CoGNOME: zapru  Nome : Antonietta

Via® R S
Cellulare

ltaliana

24/09/1965

Collaborazione coordinata e continuativa nel progetto “Ruolo del gene ATP78B nel
soggetto portatore di B-Talassemia major con sovraccarico di ferro”

Universita degli Studi di Cagliari-Dipartimento di Scienze Biomediche e
Biotecnologie. Ospedale Regionale Microcitemie. Laboratorio ~ Epatopatie
Genetiche. Dr. G. Loudianos.

Biologa

Diagnosi molecolare della Malattia di Wlison

Collaborazione Coordinata e Continuativa  nella Sperimentazione Clinica
CICL670 AITO7 “Studio prospettico, multicentrico, in aperto per valutare l'efficacia
e la sicurezza del frattamento con deferasirox somministrato per 52 settimane
alla dose di 30 mg/kg/die, in pazienti con trasfusione- dipendente e con un RMT2*
cardiaco <20sec.

Delibera n.1051 del 18.10.10 Azienda ASL N°8 Cagliari P.O. Microcitemico
Prof .Renzo Galanello

Biologa
Study Coordinator, Clinical Trial Assistant, Quality Controller, Gestione Farmaco
Sperimentale, Drug Accontabilitiy.

Titolare dell'assegno di ricerca: ‘Lo stato del portatore per la malattia di Wilson
come fattore predisponente al sovraccarico di ferro nella 8-Talassemia “. L.R.
N°11 def 30.10.1990.

Universita degli Studi di Cagliari -Dipartimento di Scienze Biomediche e
Biotecnologie. Ospedale Regionale Microcitemie. Laboratorio  Epatopatie
Genetiche. Dr. G. Loudianos.

Biologo

Acquisizione di nuove metodiche per la diagnosi molecolare della Malattia di
Wilson. Diagnosi Molecolare della Glicogenosi 1b. Diagnosi Molecolare della
Sindrome di Rett.
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Collaborazione Coordinata e Continuativa nella Sperimentazione Clinica CICL670
AITO7 “Studio prospettico, multicentrico, in aperto per valutare I'efficacia e la
sicurezza del trattamento con deferasirox somministrato per 52 seftimane alla dose
di 30 mg/kg/die , in pazienti con trasfusione- dipendente e con un RMT2* cardiaco <
20sec.

Delibera n.768 del 16.07.10 Azienda ASL N.8 Cagliari P.O. Microcitemico
Prof .Renzo Galanello

Biologa
Study Coordinator, Clinical Trial Assistant, Quality Controller

Collaborazione Coordinata e Continuativa nella Sperimentazione Clinica CICL670
AITO7 “Studio prospettico, multicentrico, in aperto per valutare l'efficacia e la

sicurezza de! trattamento con deferasirox somministrato per 52 settimane alla dose

urezza del tratt
cardiaco <

di 30 mgikgidie , in pazienti con trasfusione- dipendente e con un RMTZ"
20sec.

Delibera n® 482 del 08.04.09 Azienda ASL N.8 Cagliari P.O. Microcitemico
Prof .Renzo Galanello

Biologa
Study Coordinator , Gestione Farmaco Sperimentale,Drug Accontabily

Titolare dell'assegno di ricerca "Il ruolo del citoscheletro intracellulare nei meccanismi
di danno della mucosa celiaca” L.R. N°11 del 30.10.1990.

Universita degli Studi di Cagliari -Dipartimento di Scienze Biomediche e Biotecnologie.
Ospedale Regionale Microcitemie . Laboratorio Epatopatie Genetiche. Dr.G. Loudianos.

Biologa
Diagnosi Molecolare della malattia di Wilson.
Contratto di libera professione:"Celiachia,autoanticorpi,citoscheletro,atrofia villi intestinali.

Universita degli Studi di Cagliari -Dipartimento di Scienze Biomediche e Biotecnologie.
Ospedale Regionale Microcitemie . Laboratorio Epatopatie Genetiche. Dr.G. Loudianos.

Biologa

Studio degli autoanticorpi della Cefiachia.
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Contratti di collaborazione coordinata e continuativa con la Fondazione
L.Giambrone per la guarigione dalla Talassemia (Principal Investigator Prof
Renzo Galanello)

Prof. Renzo Galanello Ospedale Regionale Microcitemie

Biologa

Study Coordinator nei protocolli sperimentali: 1)'LA06 Maintenance study
protocot of deferrum for patients with thalassemia who complete apotex
protocol LA02" (Apotex Research Inc.Toronto, Canada) 2) “LA08 Safety
and efficacy of alternating  deferoxamine alone in the treatment of iron
overload in thalassemia patients” (Apotex Research Inc.Toronto, Canada)

9\ 41 A4N_OOND Nafarinrana _nanilatinn manitarina autananie stndy” {Anntey
O] LAiu-goue vEIGTHpICHCPUPUIGUUN THUIIRUTING Ly iuglitiv SWuMy (hpviea

Research Inc.Toronto, Canada)

Contratti con Novartis Farma nelie diverse sperimentazioni cliniche del
ferrochelante orale Deferasirox dalla Fase 1 sino alla commercializzazione del
farmaco.

Prof. Renzo Galanello Ospedale Regionale Microcitemie

Biologa

Study Coordinator, Clinical Trial Assistant, Quality Controller, Study Drug
Preparation nei diversi trial clinici:

"A double-blind,placebo-controlled, tolerability, safety and pharmacokinetic study
with ascending single oral doses of ICL670 administered in a sequential order to
patients with transfusion-dependent  Thalassemia *

“A randomized, open label, phase lla-study to evaluate safety, tolerability and the
effects on fiver iron concentration of repeated doses of 10 and 20 mg/kg/day of
ICL670 in comparison with 40 mg/kg/day desferrioxamine in patients with
transfusion-dependent iron overload”

“A multi-center,open-label,non-comparative,phase Il trial on efficacy and
safety of ICL670 (5-40mg/kg/day) given for at least 1 year to patients with
chronic anemias and transfusional hemosiderosis unable to be treated with
deferoxamine”.

“A randomized,open label, phase lla-study to evaluate safety,tolerability and the
effects on liver iron concentration of repeated doses of 10 and 20 mg/kg/day of
ICL670 in comparison with 40 mg/kg/day desferrioxamine in patients with
transfusion-dependent iron overload”

“An open-label,Randomized, Balanced, Single-dose, two-treatment, two-period,
two sequence crossover study of the food effect, safety, and tolerability of 20
mg/kg of ICLG70A".

“An open-label,Randomized, Balanced, Single-dose, two-treatment, two-period,
two sequence crossover study of the food effect, safety, and tolerability of 20
mg/kg of ICLE670A".

“A randomized,comparative,open label phase 1!l trial on efficacy and safety of long-
term treatment with ICL670 (5 to 40 mg/kg/day) in comparison with deferoxamina
(20 to 60 mg/kg/day/) in B-Thalassemia patients with transfusional hemosiderosis’

“An open label phase [la-study to evaluate the safety,tolerability,pharmacckinetics




image4.png
Pagina 4 - Curricufum vitae di
[ Zappu Antonietta ]

and the effects on liver iron concentration of repeated doses of 10 mg/kg/day of
ICL670 administered to pediatric patients with transfusion-dependent j-
thalassemia major”

“A  3-year open-label, non-comparative extension to a randomized,open
label,phase lla study to evacuate safety,tolerability and the effects on liver iron
concentration of repeated doses of 10 and 20 mg/kg/day of ICL670 in comparison
with 40 mg/Kg/day deferoxamine in patients with transfusion-dependent iron
overload".

“A multi-center,open-label,non-comparative,phase Il trial on efficacy and safety of
ICL670 (5-40mg/kg/day) given for at least 1 year to patients with chronic anemias
and transfusional hemosiderosis unable to be treated with deferoxamine”.

‘A 3-year extension to a phase lla study to evaluate the safety,
tolerability,pharmacokinetics and the effects on liver iron concentration of repeated
doses of 10 mg mg/kg/day of ICL670 administred to pediatric patients with
transfusion-dependent B-thalassemia major”.

“A 3-year openiabei,non-comparative extension to a randomized,comparative,open
label phase !ll trial on efficacy and safety of long-term treatment with ICL670(5 to
40 mglkg/day) in comparison with deferoxamina (20 to 60 mg/kg/day) in f-
thalassemia patients with transfusional hemosiderosis”.

"A protocol to allow treatment with ICL670 for patients with or at risk of life- overload
who are unable to tolerate other iron chelators because of documented severe

toxicity".

“A one year,open-label,multicenter trial evaluating the efficacy and safety of oral ICL
670( 20mglkg/day) in patients diagnosed with transfusion-dependent iron overload” -

“A study to provide expanded access of EXJADE (deferasirox) to patients with
congenital disorders of red blood cells and chronoc iron overload from blood
transfusions who cannot adequately be trated with other locally approved iron
chelators.”

“A randomized,double-blind,placebo-controlled, phase Il study to evaluate efficacy
and safety of deferasirox in non-transfusion-dependent thalassemia patients with
iron overload.”

"Multicenter,open label, prospective study to evaluate the efficacy and safety of
deferasirox 30 mglkg/day for 52 weeks,in transfusion-dependent B-thalassemic
patients with cardiac MRI T2"< 20msec.”

“Phase II, open - label, single-arm, multicenter study to evaluate the efficacy an
safety of deferasirox in combination with deferoxamine follwed by deferasirox
monotherapy in patients with severe cardiac iron overload due to chronic blood
transfusion (HYPERION)

Studi di farmacocinetica e farmacodinamica.
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Laurea in Scienze Biologiche 97/110 ( Universita degli Studi di Cagliari)

Abilitazione professionale (Universita degli Studi di Cagliari) N° albo 050932

ITALIANO

FRANCESE-INGLESE
buono

buono

elementare

Competenza tecnica nellambito della Farmacocinetica e della Farmacodinamica.
Competenza tecnica nell'ambito della diagnosi molecolare della Malattia di Wilson.
Competenza tecnica nella diagnosi genetica della Glicogenosi Ib.

Competenza tecnica nella diagnosi genetica e molecolare della Sindrome di Rett. -
Competenza nella gestione dei protocolli sperimentali nei ferrochelanti orali,

TECNICHE DI LABORATORIO

BIOLOGIA MOLECOLARE

Estrazione di DNA linfociti di sangue periferico, liquidi organici e tessuti
Estrazione di RNA da sangue periferico,da tessuto

Estrazione di DNA da Guthrie cards

Dosaggio di acidi nucleici tramite spettrofotometro

Allestimento e ottimizzazione protocolli di PCR

Elettroforesi su gei di agarosio e di acriammide

Screening di mutazioni mediante CSGE ( Conformation Sensitive Gel Electroforesis),DHPLC
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DHPLC (Denaturing High Performance Electroforesis)
Analisi di mutazioni mediante PCR-RFLPS

Purificazione dei prodotti di PCR

Allestimento di reazioni di sequenza , purificazione ed analisi mediante sequenziamento
automatico.

REAL-TIME PCR E Discriminazione allelica.

MLPA

STRUMENTI
Sequenziatori automaticil: ABI PRISM 377-PE BIOSYSTEMS, 3100 Avant Genetic

Analyzer-Applied Biosystems, 3100 Genetic Analyzer- Applied Biosystems, 3130 DNA

vetame: ADI DRICME 7000 /AR! PRISM® 7700 / AR! PRISM® 7900HT

iigy ¢

Applied Biosystem Real Time PCR

SOFWARE OPERATIVI

Analisi di sequenze di frammenti:

Seqscape™ ;Sequencing Analisys, Sequence navigator, Genotyper,
Genescan,Genemapper

PCR Quantitativa e Discriminazione Allelica :SDS Software V2.2

CONOSCENZE INFORMATICHE
Sistema Windows e Milicrosoft Office (Word, Excel, Power Point, Access, Internet Explorer)

Banche dati in ambito genetico

PATENTE Automobilistica (Patente B)
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