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Front cover - Immagine di copertina
Using human neural stem cells to model the neurologic aspects of Cockayne syndrome

The picture illustrates neurons (green) and oligodendrocytes (red) differentiated from human neural stem cells.
Nuclei are stained blue.

Cellule staminali neurali come modello per lo studio degli aspetti neurologici della sindrome di Cockayne

L’'immagine rappresenta neuroni (in verde) ed oligodendrociti (in rosso) differenziati da cellule staminali neurali
umane. | nuclei sono marcati in blu.

Courtesy of dr. Luca Proietti De Santis, Universita degli Studi della Tuscia, Viterbo, Italy
(Telethon grant GGP11176, talk 22, abstract 160)

Back cover - Retro di copertina
We put our hearts in the research on SCA28

Mitochondrial network in Mouse Embryonic Fibroblasts of spinocerebellar ataxia SCA28 Knockin Mouse model,
labeled with Mitored fluorescent probe.

Nella ricerca sulla SCA28 noi mettiamo il cuore

Network mitocondriale delle cellule fibroblasti embrionali di topo del modello murino knockin di atassia spinocere-
bellare SCA28, in cui i mitocondri sono stati marcati con la sonda fluorescente Mitored.

Courtesy of drs. Cecilia Mancini and Alfredo Brusco, University of Torino, Italy
(Telethon grant GGP12217, abstract 85)
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SCIENTIFIC PROGRAM
(Sala 1000)

10.00 — 14.00

14.00 - 14.30

14.30-15.00

15.00-17.00

17.00-17.30

17.30 - 19.00

19.00 - 20.00

20.00 - 21.00

Monday, 09th March 2015

Registration and poster setting up

Welcome and Opening address

Lucia Monaco (Fondazione Telethon)

OPENING LECTURE

Role of the advocacy organization in rare disease research
Sharon Terry (Genetic Alliance, Washington DC, USA)

PLENARY SESSION 1 — Motorneuron diseases: from molecular targets to trial design
Chairpersons: Francesco Muntoni, Maria Pennuto
Pathogenesis and therapeutic window in chromosome 5 spinal muscular atrophy

Francesco Muntoni (UCL, London, UK) (Talk 1)
From standards of care to natural history: recipe for trial readiness

Eugenio Mercuri (Universita Cattolica del Sacro Cuore, Rome) (Talk 2)
SMN2 splicing regulation: from disease-linked mechanism to therapeutic opportunity

in spinal muscular atrophy (Talk 3)

Claudio Sette (University of Rome Tor Vergata, Fondazione Santa Lucia, Rome)
Skeletal muscle degeneration in spinal and bulbar muscular atrophy
Maria Pennuto (DTI, Universita degli Studi di Trento, Trento) (Talk 4)

The protein quality control system in motor neuron degeneration in spinal and
bulbar muscular atrophy

Angelo Poletti (Universita degli Studi di Milano, Milan) (Talk 5)

Coffee break
POSTER SESSION 1

SCIENCE AND SOCIETY - Animal experimentation
Moderator:  Anna Maria Zaccheddu (Fondazione Telethon)

Speakers: Elena Cattaneo (Universita degli Studi di Milano and Italian senator for life)
Giuliano Grignaschi (Mario Negri Institute, Milan)
Kirk Leech (European Animal Research Association, London, UK)

Welcome cocktail




08.30 - 09.00

09.00 - 10.00

10.00 - 11.00

11.00-11.30

11.30-13.00

13.00 — 14.00

14.00-16.30

16.30-17.00

17.00 - 18.30

18.30-19.30

Tuesday, 10th March 2015

Registration and poster setting up

ROUND TABLE - From the lab to the clinic, yet remaining a basic scientist
Moderators: Lana Skirboll, Lucia Faccio

Speakers: Lana Skirboll (Sanofi Washington DC, USA)
Lucia Faccio (Fondazione Telethon)
Andrea Ballabio (TIGEM, Naples)
Luigi Naldini (OSR-TIGET, Milan)

PLENARY SESSION 2 — Updates on the Telethon clinical trials
Chairperson: Lana Skirboll

Gene therapy of Mucopolisaccharidosis VI

Alberto Auricchio (TIGEM, Naples)

(Talk 6)

Hematopoietic stem cell gene therapy for inherited disorders: 15 years of experience at TIGET

Alessandro Aiuti (OSR-TIGET, Milan)
Gene therapy for beta thalassemia: towards clinical application
Giuliana Ferrari and Fabio Ciceri (OSR-TIGET, Milan)

Coffee break
POSTER SESSION 2
Buffet Lunch

PLENARY SESSION 3 — Hereditary ataxias: convergences and divergences
Chairpersons: Laura Ranum, Enrico Bertini, Joel Gottesfeld

Introduction on hereditary ataxias

Enrico Bertini (Ospedale Pediatrico Bambino Gesu, Rome)

Domain-specific regulation of cerebellar neurogenesis by Zfp423, a gene implicated
in Joubert Syndrome and cerebellar vermis hypoplasia

Gian Giacomo Consalez (Universita Vita-Salute San Raffaele, San Raffaele Scientific
Institute, Milan)

Molecular determinants of Marinesco-Sjogren syndrome: cell stress, and alterations
of proteostasis

Michele Sallese (Fondazione Mario Negri Sud, Santa Maria Imbaro, Chieti)
Epigenetic therapy for Friedreich’s ataxia

Joel Gottesfeld (The Scripps Research Institute, La Jolla, USA)

Preventing Frataxin degradation as a therapeutic strategy for Friedreich’s ataxia

Roberto Testi (Universita degli Studi di Roma Tor Vergata, Rome)
Repeat associated non-ATG (RAN) translation in spinocerebellar ataxia type 8

Laura Ranum (University of Florida, Gainesville, USA)

Genetic and pharmacological rescues of spinocerebellar ataxia in the SCA28
model open to human therapy

(Talk 7)

(Talk 8)

(Talk 9)

(Talk 10)

(Talk 11)

(Talk 12)

(Talk 13)
(Talk 14)

(Talk 15)

Giorgio Casari (Universita Vita-Salute San Raffaele, San Raffaele Scientific Institute, Milan)

Coffee break
POSTER SESSION 3

SCIENCE POLICIES - Research integrity
Michael Caplan (Yale School of Medicine, New Haven, USA)




09.00 - 11.00

11.00-11.30

11.30-13.00

13.00-13.30

13.30 - 14.00

Wednesday, 11th March 2015

PLENARY SESSION 4 - The central role of the skeleton in human health

Chairpersons: Anna Maria Teti, Marta Serafini

Can we treat systemic autosomal dominant diseases? An example from osteopetrosis

Anna Maria Teti (Universita degli Studi dell’Aquila, L’Aquila) (Talk 16)
Neonatal bone marrow transplantation for mucopolysaccharidosis type I:

the earlier the better

Marta Serafini (DTI, San Gerardo Hospital/Fondazione MBBM, Universita di

Milano-Bicocca, Monza) (Talk 17)
Congenital malformations of the limbs reveal complex genetic interactions between

the p63 and DIx5 genes: towards identification of exploitable targets

Luisa Guerrini (Universita degli Studi di Milano, Milan) (Talk 18)

In vivo models of chondrodysplasias caused by defects in proteoglycan biosynthesis:
phenotyping and pharmacological approaches

Antonio Rossi (Universita degli Studi di Pavia, Pavia) (Talk 19)

New roles of cellular catabolism during skeletal development

Carmine Settembre (DTI, TIGEM, Naples) (Talk 20)
Coffee break

PLENARY SESSION 5 - Neurological disorders and DNA damage accumulation
Chairpersons: Fabrizio d’Adda di Fagagna, Domenico Delia
DNA damage response activation in the brain: causes and consequences

Fabrizio d’Adda di Fagagna (IFOM Foundation Milan, CNR Pavia) (Talk 21)
Dissecting the neurogenic role of CSB protein and its implication in Cockayne syndrome
Luca Proietti de Santis (Universita degli Studi della Tuscia, Viterbo) (Talk 22)

Links between DNA repair and chromosome structural pathways revealed by
cellular models of the Warsaw breakage syndrome cohesinopathy disorder

Takuya Abe (IFOM, the FIRC institute of Molecular Oncology, Milan) (Talk 23)
Mechanisms of neurodegeneration in ATM-deficient ataxia-telangiectasia
Domenico Delia (Fondazione IRCCS Istituto Nazionale Tumori, Milan) (Talk 24)

LATE BREAKING NEWS

The Intellectual disability protein RAB39B regulates selectively GluA2 trafficking
determining synaptic AMPAR composition

Patrizia D’Adamo (DTI, San Raffaele Scientific Institute, Milan)

€C0Q4 mutations cause a broad spectrum of mitochondrial disorders associated
with CoQ10 deficiency

Daniele Ghezzi (Foundation of the Carlo Besta Neurological Institute, Milan)
Liver-directed lentiviral gene therapy in a dog model of hemophilia B
Alessio Cantore (OSR-TIGET, Milan)

POSTER PRIZE AWARD AND CLOSING REMARKS




IV CONVEGNO DELLE ASSOCIAZIONI DI PAZIENTI

9 MARZO 2015

10.00-13.30 Registrazione dei partecipanti e ritiro cuffie per traduzione simultanea

14.00-15.00  SESSIONE PLENARIA (Sala 1000, traduzione simultanea)

Benvenuto e apertura dei lavori
Lucia Monaco, Direttore Scientifico, Fondazione Telethon

OPENING LECTURE - Role of the advocacy organization in Rare Disease research
Sharon Terry, Presidente Genetic Alliance, Washington DC, USA

15.00 - 15.30 Coffee break

15.30 -18.00 WORKSHOP 1 (Sala 300) — Percorsi di empowerment nella ricerca scientifica

Moderatore: Alessia Daturi, Fondazione Telethon

L’esperienza di Determinazione Rara

Renza Galluppi, Presidente Uniamo FIMR

Sara Casati, bioeticista, Universita degli Studi di Milano Bicocca
Anna Ambrosini, Fondazione Telethon

Processi partecipativi in uno studio clinico

Tommasina lorno, Associazione Talassemici e Drepanocitici Lombardi
Giuliana Ferrari, Istituto Telethon per la terapia genica, Milano

Sarah Marktel, Ospedale San Raffaele, Milano

Sara Casati, bioeticista, Universita degli Studi di Milano Bicocca
Alessia Daturi, Fondazione Telethon

Discussione con la platea
18.00 - 19.00 SESSIONE POSTER 1: Incontro con i Ricercatori

19.00 - 20.00 SESSIONE PLENARIA (Sala 1000, traduzione simultanea)

SCIENZA E SOCIETA: Sperimentazione animale

Elena Cattaneo, Universita degli Studi di Milano

Giuliano Grignaschi, Istituto Mario Negri, Milano

Kirk Leech, Executive Director, European Animal Research Association (EARA), Londra, UK

20.00 - 21.00 Cocktail di benvenuto



9.00-11.30

11.30-12.00

12.00-13.00

13.00 - 14.00

14.30

10 MARZO 2015

WORKSHOP 2 (sala 300) — Strategie per promuovere la ricerca sulle malattie rare

Moderatore: Alessia Daturi, Fondazione Telethon

Prepararsi per uno studio clinico: trial readiness per la SMA
Daniela Lauro, Presidente Famiglie Sma, Palermo

Eugenio Mercuri, Policlinico Gemelli, Roma

Anna Ambrosini, Fondazione Telethon, Milano

| progetti esplorativi Telethon
Anna Ambrosini, Fondazione Telethon

Discussione con la platea

Coffee break

SESSIONE POSTER 2: Incontro con i Ricercatori

Pranzo

Partenza navetta per Verona aeroporto e stazione FS
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OPENING LECTURE

ROLE OF THE ADVOCACY ORGANIZATION IN RARE DISEASE
RESEARCH

Sharon Terry (Genetic Alliance, Washington DC, USA)

MOTORNEURON DISEASES: FROM MOLECULAR
TARGETS TO TRIAL DESIGN

Talk 1

PATHOGENESIS AND THERAPEUTIC WINDOW IN CHROMOSOME
5 SPINAL MUSCULAR ATROPHY

Francesco Muntoni

Dubowitz Neuromuscular Centre, Institute of Child Health, Univer-
sity College London, UK

The majority of patients affected by spinal muscular atrophy
(SMA) are due to homozygous deletions of Survival Motor Neuron
gene 1 (SMN1) which leads to the absence of functional SMN pro-
tein, and results in motor neurons degeneration and muscle weak-
ness. SMN is a ubiquitously expressed protein, although the main
target of disease appears to be motorneurons. A second gene,
SMN2, encodes a related protein, but a single nucleotide differ-
ence from SMN1 prevents efficient splicing of exon 7, leading to a
truncated transcript and less functional and unstable protein.

The understanding of the genetic basis of SMA is being exploited
for developing SMN gene specific therapies, which for the first
time could address the primary defect in SMA patients. Indeed im-
proving SMN2 exon 7 to splice more efficiently is being pursued as
a major therapeutic strategy for SMA.

Three different but related strategies are being developed; one is
the direct replacement of SMN gene by gene therapy; the second
one relates to the use of antisense oligonucleotides (AONs) tech-
nology to redirect the exon 7 splicing in SMN2; the 3rd strategy
takes advantage of a high throughput study which identified a
orally bioavailable small molecule which appears to be very effi-
cient and selective in allowing SMN2 exon 7 incorporation.

During my presentation | will provide an update on where these
experimental programs are in their clinical development. | will also
discuss our understanding on the central nervous system vs pe-
ripheral requirements for SMN protein, and issues related to the
window for therapeutic intervention in this condition.

Talk 2

FROM STANDARDS OF CARE TO NATURAL HISTORY: RECIPE FOR
TRIAL READINESS

Eugenio Mercuri
Universita Cattolica del Sacro Cuore, Rome, Italy

With clinical trials currently underway, improvement in our ability
to evaluate standards of care and clinical benefit using functional
outcome measures in spinal muscular atrophy (SMA) is timely.
Over the last years there has been an effort to implement stan-
dards of care and identify different outcome measures that can
be chosen according to the requirements in individual studies.
Meetings with regulatory agencies and family advocacy groups
have confirmed that outcome measures should be statistically ro-
bust, validated and suitable for multicentric studies, and able to
reflect clinically meaningful changes.

Regarding SMA, preferences were given to measures that had al-
ready been validated in SMA for which natural history longitudi-
nal data were available and had already been successfully used in
previous trials. For patients with type | SMA, survival and need for
respiratory support at generally the preferred outcome meas-
ures, together with a clinical measure of function with the CHOP
INTEND. The Hammersmith Motor Function Scale (HFMS), and
thee Motor Function measure (MFM) have recently been pro-
posed for the non-ambulant SMA and the 6 minute walk test for
the ambulant SMA.

These studies have allowed following possible changes over time
and to help to power the study and establish how a treatment
would be different from what is expected. As a quite wide vari-
ability has been found in these measures, several studies have fo-
cused on staging of the disease and description of how several
variables, such as age or values at baseline can affect the longitu-
dinal performance.

Talk 3

SMN2 SPLICING REGULATION: FROM DISEASE-LINKED MECHA-
NISM TO THERAPEUTIC OPPORTUNITY IN SPINAL MUSCULAR AT-
ROPHY

Claudio Sette

Department of Biomedicine and Prevention, University of Rome
Tor Vergata and Laboratory of Neuro-embryology, Fondazione
Santa Lucia, Rome, ltaly

Spinal Muscular Atrophy (SMA) represents the primary genetic
cause of infant mortality. SMA is determined by loss of function
mutations in the SMN1 gene, which cause deficiency in the Sur-
vival Motor Neuron (SMN) protein and degeneration of alpha-mo-
tor neurons in the spinal cord. SMN2, a nearly identical gene pres-
ent in humans, does not complement SMN1 loss because it most-
ly yields a truncated and unstable SMN protein, due to skipping of
exon 7 during the processing of the pre-mRNA. Nevertheless, the
possibility of rescuing exon 7 splicing in SMN2 offers a therapeutic
opportunity to restore the expression of full length SMN protein
and to ameliorate the symptoms of SMA.

Alternative splicing is a complex process regulated at multiple lay-
ers, from epigenetic modification of the chromatin to binding of
specific splicing factors to sequences in the regulated exons or
flanking introns. In the case of SMA, histone deacetylase (HDAC)
inhibitors were found to promote splicing of SMN2 exon 7, even
though the mechanism involved was not elucidated. Similarly, a
large number of splicing factors were shown to modulate SMN2
exon 7 in cultured cells, but whether or not they participate to reg-
ulation of this regulation in vivo was not shown for any of them.
Our laboratory is investigating the mechanism of action of SMIN2
splicing regulation by LBH589, a novel generation HDAC inhibitor
with promising therapeutic potential. We found that LBH589 af-
fects the deposition of selected histone marks near the exon 7 re-
gion of the SMN2 locus, thereby affecting the processivity of the
RNA polymerase and the recognition of the exon. Moreover, we
have identified SAMG68 as the first splicing factor that regulates ex-
on 7 splicing in the brain and peripheral tissues of a mouse model
of SMA, thus influencing the severity of the disease.

These studies highlight the potential of using the modulation of
SMN2 exon 7 splicing as therapeutic approach for SMA and shed
light on key players in the regulation of this disease-causing splic-
ing event.
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Talk 4

SKELETAL MUSCLE DEGENERATION IN SPINAL AND BULBAR MUS-
CULAR ATROPHY

Maria Pennuto
Dulbecco Telethon Institute (DTI), Universita di Trento, Italy

Spinal and bulbar muscular atrophy (SBMA), or Kennedy disease, is
a neuromuscular disease that manifests in adult males. SBMA is
caused by expansion of a CAG trinucleotide tandem repeat in the
gene coding for androgen receptor (AR). SBMA symptoms develop
only in males because the disease is triggered by the binding of an-
drogens to mutant AR. Others and we have provided evidence that
skeletal muscle is a primary target of mutant AR toxicity. Expres-
sion of mutant AR in all tissues except muscle prevented disease
manifestations in transgenic mice. Moreover, selective overex-
pression of the insulin-like growth factor 1 in muscle attenuated
disease manifestations in transgenic SBMA mice, providing further
evidence that targeting muscle is sufficient to delay disease pro-
gression in vivo. To elucidate the mechanism through which mu-
tant AR causes muscle atrophy, we used knock in SBMA mice. Ex-
pression of mutant AR leads to a metabolic switch in muscle,
which was modified by a specific high calorie diet regime. We pro-
pose that SBMA is a metabolic disease.

Talk 5

THE PROTEIN QUALITY CONTROL SYSTEM IN MOTOR NEURON
DEGENERATION IN SPINAL AND BULBAR MUSCULAR ATROPHY

Paola Rusminil, Elisa Giorgettil, Valeria Crippa2, Riccardo Cristofa-
nil, Maria E. Cicardil, Mariarita Galbiatil, Maria Pennuto3, Serena
Carra3, Angelo Polettil

1 Dipartimento di Scienze Farmacologiche e Biomolecolari, and
Centre of Excellence on Neurodegenerative Diseases, Universita
degli studi di Milano, Italy

2|RCCS, Istituto Neurologico C. Mondino, Pavia, ltaly

3 CIBIO, Universita degli studi di Trento, Italy

4 Dipartimento di Scienze Biomediche, Metaboliche e Neuroscien-
ze, Universita degli studi di Modena e Reggio Emilia, Italy

Spinal and bulbar muscular atrophy (SBMA) is an X-linked mo-
torneuron disease caused by an abnormal expansion of a CAG
triplet repeat in exon 1 of the androgen receptor (AR) gene. This
expansion is translated into an abnormally long polyglutamine
tract (polyQ) in the AR protein. The AR is a transcription factor that
mediated the biological activities of male sexual hormones. Sever-
al evidence suggests that the elongated polyQ tract confers a tox-
ic gain-of-function to the mutant AR. This ARpolyQ toxicity is acti-
vated by the AR ligand testosterone (or dihydrotestosterone).
Testosterone-dependent toxicity is triggers by the generation of
ARpolyQ misfolded species, that in some conditions, tend to ag-
gregate in spinal cord motorneurons and muscle cells. ARpolyQ ag-
gregates are formed in the cytoplasm and nuclei of affected cells,
but they toxic role is still largely debated. Instead, there is general
agreement on the fact that ARpolyQ toxicity is associated with the
nuclear localization of an altered (misfolded) fraction of the pro-
tein. Therefore, the prevention of nuclear localization and/or the
facilitation of ARpolyQ misfolded fraction degradation may have
great beneficial effects against ARpolyQ toxicity.

Recently, we demonstrated that the ubiquitin proteasome system
(UPS) degrades a large fraction of misfolded ARpolyQ. However, an
excess of ARpolyQ may overwhelm the UPS, escaping the degrada-
tion and thus tend to accumulate in aggregates. These aggregates

are useful to confine the toxic protein in a physically defined sub-
cellular compartment, thus reducing the potential toxicity of un-de-
graded misfolded ARpolyQ. Generally, the aggregates are trans-
ported to the microtubule organization center (MTOC) to be en-
gulfed into autophagosomes and destroyed by the autophagic sys-
tem. When an insufficient pool of specific chaperones is present,
the autophagic flux may be blocked and this lead to the formation
of insoluble inclusions. In fact, we found that the silencing of
HspB8, a member of the small heat shock protein family, correlat-
ed with a massive accumulation of misfolded ARpolyQ in immortal-
ized motorneuronal cells. Conversely, HspB8 overexpression facili-
tates the autophagic removal of misfolded aggregating species of
ARpolyQ. HspB8 is highly induced in surviving motorneurons of pa-
tients affected by motorneuron diseases and HspB8 participates in
the stress response aimed at cell protection. HspB8 does not in-
duce autophagy (p62 and LC3 expression, two key autophagic mol-
ecules), but it prevents p62 bodies formation, restoring a fully func-
tional autophagic flux. Notably, we found that, trehalose, a natural
disaccharide know to be a potent autophagy stimulator, induces
HspB8 expression suggesting that HspB8 could be one of the mo-
lecular mediators of the pro-autophagic activity of trehalose.
Therefore, based on the evidence that testosterone triggers nu-
clear toxicity by inducing AR nuclear translocation, and misfolded
species accumulate because of an impaired autophagic flux, we
hypothesize that prevention of ARpolyQ nuclear localization, com-
bined with an increased ARpolyQ cytoplasmic clearance should re-
duce its toxicity. We thus used the antiandrogen Bicalutamide (Ca-
sodex®), which slows down AR activation and nuclear transloca-
tion, in combination with trehalose, and we found that in mo-
torneurons the two compounds synergically reduced ARpolyQ in-
soluble forms, with an efficiency higher than the one observed in
single treatments. This effect was also present on insoluble
species of AR with a very long polyQ (Q112) tract, capable to gen-
erate nuclear aggregates into the cell nuclei. Therefore, the com-
binatory use of Bicalutamide and trehalose greatly facilitate AR-
polyQ clearance, and might be a promising approach to be tested
in vivo in animal models of SBMA.

UPDATES ON THE TELETHON CLINICAL TRIALS

Talk 6

GENE THERAPY OF MUCOPOLISACCHARIDOSIS VI
Alberto Auricchio
Telethon Institute of Genetics and Medicine (TIGEM), Naples, Italy

Mucopolysaccharidosis type VI (MPS VI) or Maroteaux-Lamy syn-
drome is a rare lysosomal storage disorder caused by arylsulfatase
B (ARSB) deficiency which results in widespread accumulation and
urinary excretion of dermatan sulfate (DS). MPS VI is characterized
by hepatomegaly, dysostosis multiplex, heart valve engulfment
and corneal opacities without central nervous system involve-
ment. Enzyme replacement therapy (ERT) which requires weekly
infusions of costly enzyme reduces DS urinary excretion, liver size
and improves endurance however ERT has little to no effect on
heart, skeletal and ocular disease. We have recently shown that a
single systemic injection of an adeno-associated viral (AAV) vector
8 expressing ARSB from a liver-specific promoter results in signifi-
cant biochemical, pathological and functional improvement in
MPS VI cats. ARSB expression and DS clearance is sustained for at
least 6 years after vector administration in cats. In addition, we
have shown in a mouse model of MPS VI that a single high-dose
vector administration of AAVS results in therapeutic efficacy simi-
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lar to weekly infusions of recombinant enzyme. Interestingly, sim-
ilar results are achieved combining low doses of AAV8 with month-
ly ERT. Based on our pre-clinical data we have recently received EU
funding to develop a clinical trial to test the safety and efficacy of
a single administration of AAV8 in MPS VI patients.

Talk 7

HEMATOPOIETIC STEM CELL GENE THERAPY FOR INHERITED DIS-
ORDERS: 15 YEARS OF EXPERIENCE AT TIGET

Alessandro Aiuti 123, Alessandra Biffi 1.2, Luigi Naldini 1.3

1 san Raffaele Telethon Institute for Gene Therapy (TIGET), San
Raffaele Scientific Institute, Milan, Italy

2 pediatric Immuno-hematology and Bone Marrow Transplant, San
Raffaele Scientific Institute, Milan, Italy

3 Vita-Salute San Raffaele University, Milan, Italy

Gene therapy (GT) with hematopoietic stem cells (HSC) is an at-
tractive therapeutic strategy for inherited genetic disorders. In
the past 15 years TIGET has pioneered the clinical application of
HSC GT for two primary immunodeficiency disorders (ADA-SCID
and Wiskott-Aldrich Syndrome, WAS) and Metachromatic
Leukodystropy (MLD), a severe lysosomal storage disorder. Col-
lectively, more than 40 patients have received autologous CD34+
cells transduced with a gammaretroviral vector (ADA-SCID) or
lentiviral vector (LV) (WAS and MLD) encoding the therapeutic
gene. Prior to GT patients received a chemotherapy conditioning
to favour HSC engraftment. The intensity and type of condition-
ing were adapted to take in account the disease biology (i.e. se-
lective advantage for immunodeficiencies and the need to re-
place microglia in MLD) as well as the degree of chimerism need-
ed. Sustained HSC engraftment was observed in all trials but
higher levels (20-80%) were achieved in the LV-based studies.
The efficiency of gene transfer in CD34+ cells, the dose of cells,
and the intensity of conditioning were key parameters in deter-
mining the level of in vivo HSC engraftment. Genetically modified
cells expressed the therapeutic gene to levels that were suffi-
cient to achieve biological activity and clinical benefit (see spe-
cific TIGET abstracts for detailed information). All treated pa-
tients are alive and no leukemic events have been observed, in-
dicating that GT has a favourable safety profile. The clinical de-
velopment is now continuing in the context of the alliance with
GSK, which has in-licensed GT for the three diseases. These re-
sults will pave the way for the application of HSC GT in a wider
spectrum of genetic disorders with unmet medical need.
Selected references

L. Naldini, Ex vivo gene transfer and correction for cell-based ther-
apies. Nat. Rev. Genet. 12, 301-315 (2011)

A. Aiuti at al. Gene therapy for immunodeficiency due to adeno-
sine deaminase deficiency. N. Engl. J. Med. 360, 447-458 (2009)
A. Aiuti et al. Lentivirus based gene therapy of hematopoietic stem
cell in Wiskott-Aldrich Syndrome. Science 341(6148):1233151.
Epub 2013 Jul 11 (2013)

A. Biffi et al.. Therapeutic benefit in metachromatic leukodystro-
phy by lentiviral hematopoietic stem cell gene therapy. Science
341(6148):1233158. Epub 2013 Jul 11 (2013)

Talk 8

GENE THERAPY FOR BETA THALASSEMIA: TOWARDS CLINICAL
APPLICATION

Giuliana Ferraril:2 and Fabio Ciceri3

1Telethon Institute for Gene Therapy (TIGET), San Raffaele Scien-
tific Institute

2 “\/ita-Salute” San Raffaele University Medical School

3 Hematology and BMT Unit , IRCCS San Raffaele Scientific Insti-
tute, Milan, Italy.

Beta-thalassemia is a severe congenital anemia caused by reduced
or absent beta-globin chain production of the adult hemoglobin
tetramer. More than 300 mutations leading to the disease have
been described, affecting all the steps related to the expression of
the b-globin gene. It represents the most common autosomal re-
cessive syndrome to cause a major health problem worldwide
with an estimated annual birth incidence of 40.000/year.
Profound anemia, rapid expansion of erythroid bone marrow mass
and secondary organ damage due to iron overload are the most
frequent clinical manifestation of the severe form of beta-tha-
lassemia major.

Treatment of beta-thalassemia is essentially supportive. Patients
require a lifelong transfusion regimen combined with iron chela-
tion therapy to reduce hemosiderosis that is ultimately fatal if not
continuously treated. At present, the only curative approach is
represented by allogeneic hematopoietic stem cell transplantation
(HSCT), which, however, is limited by HLA compatibility and toxici-
ty due to graft versus host disease, graft rejection and immuno-
suppressive regimens required. Medical management and HSCT
are both therapeutic options that could improve the quality of life
and survival of thalassemic patients. Nevertheless, they are both
burden by complications and limitations, outlining the need for
testing innovative curative approaches.

Gene therapy for beta-thalassemia, as an alternative cure to allo-
geneic HSCT, is based on the autologous transplantation of
hematopoietic stem cells (HSCs) engineered to express a transcrip-
tionally regulated human beta-globin gene. Due to complexity of
vector design and requirement of high level of gene transfer and ex-
pression, several decades were needed to find that the vector of
choice in this pathology is an HIV-derived lentiviral vector. The tar-
get cell of gene transfer by globin lentiviral vectors are the HSC and
in humans they can be collected as CD34+ cells by different sources,
such as cord blood, bone marrow or peripheral blood following mo-
bilization with different agents, like G-CSF and/or Plerixafor. The de-
velopment and the production of globin lentiviral vectors and the
optimization of gene transfer protocols in human CD34+ cells,
aimed to achieve high efficiency of transduction without impairing
the “stemness” and hematopoietic reconstitution potential, have
progressed this field to the pioneering clinical trials in France and in
U.S.A. The results so far available are encouraging and will help also
to better understand current limitations and way for improvement.
Our contribution to this field was devoted to the clinical develop-
ment of a safe gene therapy approach, relying on the high-titer
globin vector GLOBE (Miccio et al, PNAS 2008), new source of HSCs
and an innovative clinical protocol favoring efficient engraftment
of genetically modified cells with reduced toxicity.

Starting from the demonstration of proof of efficacy of gene ther-
apy in thalassemic mutant mice and in hematopoietic cells from
thalassemic patients (Miccio et al, PNAS 2008 and PLoSOne 2011,
Roselli et al, EMBO MolMed 2010; Milsom and Williams, 2010), we
moved towards the clinical development by assessing the
risk/benefit ratio prior to administration in humans, in compre-
hensive in vivo pre-clinical studies. Evaluating the biosafety of
gene therapy medicinal products following EMA and ICH guide-
lines, in the GLPs (good laboratory practices) framework, provides
results of scientific significance within regulatory standards, and
paves the way towards future market registration. Recently, we
have obtained certification for a GLP Test Facility within the aca-
demic HSR-TIGET, including two BSL2 cell and molecular biology
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laboratories, a flow cytometry lab, four BSL2 labs in the SPF animal
facility fully equipped for necropsy and data monitoring/record-
ing, a pathology lab and an archive room.

In order to support the documentation for a clinical trial applica-
tion (CTA) of gene therapy for beta-thalassemia two main GLP
studies were performed: a toxicology and tumorigenicity study in
a thalassemic mouse strain, and a biodistribution study in the
hematochimera model of the NSG mice.

In both GLP studies, the safety of the use of GLOBE vector was
demonstrated. Overall, the preclinical data provided the rationale
and the basis for the proposal of a first-in-human clinical protocol.
The proposal of a clinical trial has been anticipated for Scientific
Advice to EMA, and all the documents for CTA, including IMPD, IB
and the clinical protocol, have been submitted to the San Raffaele
Hospital Ethical Committee and to the Italian regulatory authori-
ties (AIFA/ISS) for evaluation and approval.

The clinical protocol of gene therapy for transfusion dependent
beta-thalassemia, using HSCs genetically corrected with the
GLOBE lentiviral vector, which is currently under final review for
approval, will be presented.

HEREDITARY ATAXIAS: CONVERGENCES AND
DIVERGENCES

Talk 9

INTRODUCTION ON HEREDITARY ATAXIAS
Enrico Bertini

Ospedale Pediatrico Bambino Gesu, Unit of Neuromuscular and
Neurodegenerative Disorders, Laboratory of Molecular Medicine,
Rome, Italy

Inherited ataxias are a large, heterogeneous group of either non-
progressive (malformative) or progressive (neurodegenerative)
conditions with unknown overall prevalence due to the lack of re-
liable epidemiological data. The clinical association of ataxia with a
wide spectrum of neurological and non-neurological signs makes
these conditions highly disabling.

Several are the criteria for classification of inherited ataxias: mode
of inheritance, age at onset (congenital versus later onset ataxias),
pathogenetic mechanisms, association with other neurologic and
non-neurologic symptoms (pure cerebellar ataxia, spinal cerebel-
lar ataxia, ataxia and mental retardation, etc), neuroimaging fea-
tures (Joubert syndrome, cerebellar atrophy, PCH, etc). Clinical
and neuroimaging features may remain unspecific, while genetic
diagnosis is often impaired by the scarce access to testing, high
costs, and limited knowledge of the genetic basis of many Inherit-
ed Ataxias. As a result, diagnosis is delayed or remains merely de-
scriptive in many patients, leading to uncertain prognosis and
wrong counselling of families. To date, therapies for most PAs (es-
pecially non-progressive) are lacking, and effective motor and cog-
nitive rehabilitation remains a key strategy to improve patients’
quality of life and favour their inclusion in the social context.

Talk 10

DOMAIN-SPECIFIC REGULATION OF CEREBELLAR NEUROGENESIS
BY ZFP423, A GENE IMPLICATED IN JOUBERT SYNDROME AND
CEREBELLAR VERMIS HYPOPLASIA

Gian Giacomo Consalez !, Enrico Bertini2, Enza Maria Valente3
1 Universita Vita-Salute San Raffaele, and Division of Neuroscien-
ce, San Raffaele Scientific Institute, Milan, Italy

2 Laboratory of Molecular Medicine, Unit of Neuromuscular Disor-
ders, Dept of Neurosciences, IRCCS Bambino Gesu Children’s Hos-
pital, Rome, Italy

3 |RCCS Casa Sollievo della Sofferenza, Mendel Institute, Rome,
Italy

Aims - Neurogenesis is a tightly regulated process. Its success de-
pends on the ability to balance the expansion/maintenance of an
undifferentiated neural progenitor pool with the production of se-
quential generations of neurons and glia. The Zfp423 gene en-
codes a 30 Zn-finger transcription factor (TF) that acts as a nuclear
scaffold for the assembly of complex transcriptional machineries
regulating neural development. Mutations of this gene have been
identified in patients carrying cerebellar vermis hypoplasia (CVH)
or Joubert Syndrome (JS), a classical ciliopathy.

Methods - To characterize the role of ZFP423 in cerebellar neuroge-
nesis, we have performed morphological and molecular studies of
two mouse mutant lines carrying allelic in-frame deletions of Zfp423.
Both mutants are profoundly ataxic. One of them lacks Zn-finger do-
mains 9-20 (A9-20), implicated in BMP and Notch signal transduc-
tion, while the other one lacks a C-terminal domain (A28-30), which
interacts with EBF TFs, involved in neuronal differentiation.

Results - While both mutants exhibit cerebellar hypoplasia,
GABAergic neurogenesis is more severely impaired in Zfp42349-
20/A9-20 mytants, which feature a premature decline of the Purkin-
je cell progenitor pool in the ventricular zone (VZ). In this mutant,
dividing VZ progenitors feature obvious changes in mitotic spindle
orientation and cilium turnover. Conversely, Zfp423428-30/428-30
mutants exhibit a selective impairment in the differentiation and
survival of glutamatergic progenitors, and especially a sharp de-
crease in the number of nucleofugal neuron precursors in the me-
dial cerebellar nuclei primordium.

Conclusions - The results of this in vivo and in vitro structure-func-
tion analysis shed light on the domain- and context-specific roles
played by ZFP423 in different aspects of cerebellar neurogenesis,
and on its potential involvement as a cofactor/modifier gene in
several, nosologically distinct, cerebellar malformations.

Talk 11

MOLECULAR DETERMINANTS OF MARINESCO-SJOGREN SYN-
DROME: CELL STRESS, AND ALTERATIONS OF PROTEOSTASIS

Vanessa Caponel Giorgia Fragassil, Francesca Ornaghi2, Roberto
ChiesaZ? and Michele Sallesel

1Unit of Genomic Approaches to Membrane Traffic, Fondazione
Mario Negri Sud, Santa Maria Imbaro (Chieti), Italy

2Department of Neuroscience, IRCCS - Mario Negri Institute for
Pharmacological Research, Milan, Italy

The Marinesco-Sjogren syndrome (MSS) is a rare, early-onset, au-
tosomal recessive genetic disease caused by mutations in the SIL1
gene. One of the main symptoms of MSS is ataxia due to degener-
ation of Purkinje cells (PC). There is no treatment for MSS and the
medical care of the patients is essentially symptomatic. SIL1 en-
codes an ADP exchange factor for GRP78, the master operator of
endoplasmic reticulum (ER) functions.

To elucidate the basis of PC degeneration we investigated
SIL1/GRP78-dependent cell processes, including the activating of
ER stress pathways (unfolded protein response, UPR), and the pro-
tein folding/transport in MSS cell models in which SIL1 expression
was knocked down (KD).

SIL1-KD cells underwent spontaneous apoptosis and were more
sensitive to stress factors than controls. We observed activation of
the ER stress sensors IRE1, PERK and ATF6 that was boosted by a
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challenge with tunicamycin (glycosylation inhibitor), indicating
that a secondary stress might contribute to trigger neurodegener-
ation. Importantly, the inhibition of IRE1, PERK or ATF6 signalling
pathways prevented the cell apoptosis. Since PERK was strongly
activated also in the woozy mouse model of MSS, we planned to
investigate the potential therapeutic effect of the PERK inhibitor
GSK2606414. Preliminary to this, we carried out an accurate analy-
sis of disease onset and progression in these animals. The motor
deficit was periodically assessed by the rotarod test. Motor dys-
function arose at 11 weeks of age, progressively worsened up to17
weeks then stabilized. UPR activation and degeneration of Purkin-
je cells forerun the motor dysfunction, indicating that treatment
should be initiated before the onset of the symptoms or, at the lat-
est, in the early symptomatic phase.

The analysis of membrane trafficking detected a strong delay of ER
to Golgi transport of cargoes in SIL-1 KD cells, with accumulation of
the endogenous Na/K ATPase in the Golgi complex. The impair-
ment of Golgi transport might be triggered by a shortage of struc-
tural Golgi proteins consequent to the deficient folding machinery.
The Na/K ATPase is essential for important neuronal functions, in-
cluding the maintenance of resting membrane potential, the regu-
lation of cell volume and the intrinsic firing of Purkinje cells, and
there is evidence that mutation or functional inhibition of Na/K
ATPase causes cerebellar ataxia and dystonia.

Our results confirm UPR activation in MSS and indicate that SIL1
deficiency affects the trafficking and the distribution of vital neu-
ronal proteins, potentially contributing to PC dysfunction and de-
generation.

Talk 12

EPIGENETIC THERAPY FOR FRIEDREICH’S ATAXIA
Joel Gottesfeld

Department of Cell and Molecular Biology and Department of Chem-
istry, The Scripps Research Institute, La Jolla CA USA 92037, USA

The genetic defect in Friedreich’s ataxia (FRDA) is the hyperex-
pansion of a GAA-TCC triplet in the first intron of the FXN gene, en-
coding the essential mitochondrial protein frataxin. Histone post-
translational modifications near the expanded repeats are consis-
tent with heterochromatin formation and consequent FXN gene
silencing. Using a newly developed human neuronal cell model,
based on patient-derived induced pluripotent stem (iPS) cells, we
find that 2-aminobenzamide histone deacetylase (HDAC) in-
hibitors increase FXN mRNA levels and frataxin protein in FRDA
neuronal cells. Preclinical studies of safety and toxicity have been
completed and a phase | clinical trial in FRDA patients has been
performed at the University of Turin. Drug treatment increases
FXN mRNA and histone acetylation in peripheral blood mononu-
clear cells, with no drug-related adverse effects, providing a proof
of concept for this therapeutic approach. Moreover, similar drug
concentrations were required in serum and in cell culture to in-
crease FXN mRNA levels. To gain further understanding of the
mechanism of action of these small molecules, we analyzed their
effect on eleven histone posttranslational modifications in three
cell types that respond differently to HDAC inhibitors: patient fi-
broblasts and iPS cells, that do not show increased FXN transcrip-
tion upon treatment with HDAC inhibitors and patient neuronal
cells. This comparison shows that the difference between the ra-
tio of acetylated histone H3 lysine 9 (H3K9) to tri-methylated
H3K9 in FRDA and unaffected cells is lowest in neuronal cells com-
pared to fibroblasts and iPS cells. In addition, our molecules in-
crease this ratio by the highest amount in neuronal cells. Effects of
compounds with different HDAC selectivities were also analyzed

and compounds that are most effective in restoring FXN transcrip-
tion produced the highest H3K9 acetylation/tri-methylation ratio.
We propose that histone H3K9 is an important residue in the acti-
vation of the FXN gene and that since methylation of H3K9 is in-
volved in heterochromatin formation, the ratio of acetylation ver-
sus methylation for this residue has to reach a threshold in order
to be able to reverse FXN silencing. Our findings provide a valu-
able cellular model for predicting effective drug dosing in the clin-
ical setting and suggest that epigenetic drugs hold promise for the
treatment of Friedreich’s ataxia.

Talk 13

PREVENTING FRATAXIN DEGRADATION AS A THERAPEUTIC
STRATEGY FOR FRIEDREICH’S ATAXIA

Roberto Testi

Department of Biomedicine and Prevention, University of Rome
“Tor Vergata”, Italy

Friedreich ataxia (FRDA) is caused by insufficient levels of the mi-
tochondrial protein frataxin. This is due to GAA triplet expansions,
combined with a serie of epigenetic changes, that impair the tran-
scription of the FRX gene. Insufficient frataxin causes neurodegen-
eration that progressively leads to disability and premature death.
There is no approved cure for FRDA. Disease-specific therapeutic
efforts aim at elevating frataxin levels in patients.

Our approach builds on the finding that a substantial fraction of
neo-synthesized frataxin is ubiquitinated and targeted to destruc-
tion by the proteasome. We are developing novel small molecules
that bind frataxin and prevent frataxin ubiquitination and destruc-
tion, thus resulting in frataxin accumulation in cells. The most
promising of these potential drug candidates have been function-
ally validated in cells derived from FRDA patients.

We also search for approved drugs that could be repurposed for
FRDA. One of these is interferon gamma, a cytokine involved in im-
munity and iron metabolism, that we showed effective in a FRDA
animal model. Interferon gamma increases frataxin levels in sen-
sory neurons and ameliorates sensorimotor performance of FRDA
mice. Phase Il clinical trials with FRDA patients, that provided en-
couraging results, have been performed.

Talk 14

REPEAT ASSOCIATED NON-ATG (RAN) TRANSLATION IN SPIN-
OCEREBELLAR ATAXIA TYPE 8

Laura P.W. Ranum, Yuanjing Liu, Fatma Ayhan, Monica Banez,
John D. Cleary, Tammy Reid, Tao Zu

Department of Molecular Genetics and Microbiology, Center for
Neuro Genetics and the Genetics Institute, College of Medicine,
University of Florida, Gainesville, Florida, USA

Microsatellite expansion mutations cause more than 30 neurolog-
ic diseases. Typically, research for these disorders has focused on
understanding the effects of the loss- or gain-of-function of a sin-
gle mutant protein or RNA. In 2006, we demonstrated that the
SCA8 CTGeCAG expansion produces RNAs in both directions. In
2011, we discovered that one of the basic rules scientists use to
predict if a gene can make a protein does not apply for hairpin
forming microsatellite expansions and that CAG and CUG expan-
sion RNAs can express homopolymeric expansion proteins in all
three reading frames without an AUG start codon. We showed
this repeat associated non-ATG (RAN) translation, is hairpin-de-
pendent, occurs without frameshifting or RNA editing and is ob-
served in SCA8 and DM1 mouse and human tissues. We and others
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have also shown RAN translation occurs in C9orf72 amyotrophic
lateral sclerosis/frontotemporal dementia (ALS/FTD9), and other
microsatellite expansion diseases. Similar to SCA8, the C9orf72
ALS/FTD hexanucleotide expansion mutation is expressed in both
the sense GGGGCC and antisense GGCCCC directions and that that
these RNAs accumulate as nuclear and cytoplasmic foci in patient
tissues. Additionally both sense GGGGCC and antisense GGCCCC
expansion mutations produce dipeptide expansion proteins with
Gly-Ala, Gly-Pro, Gly-Arg, Pro-Arg, Pro-Ala expansion motifs. We
will discuss recent work on the mechanisms of RAN translation and
insights from mouse models. The discovery of RAN translation has
implications for understanding fundamental mechanisms of pro-
tein synthesis and neurologic disease. Additionally, our new un-
derstanding that some expansion mutations can express two mu-
tant RNAs and up to six mutant proteins highlights the need to ex-
plore therapies that will block the effects of both sense and anti-
sense RNAs and RAN proteins.

Talk 15

GENETIC AND PHARMACOLOGICAL RESCUES OF SPINOCEREBEL-
LAR ATAXIA IN THE SCA28 MODEL OPEN TO HUMAN THERAPY

Giorgio Casari

Universita Vita-Salute San Raffaele, San Raffaele Scientific Institu-
te, Milan, Italy

Spinocerebellar ataxia type 28 (SCA28) is a neurodegenerative dis-
ease caused by mutations of the AFG3L2 gene. The encoded pro-
tein assembles into multimeric complexes (the m-AAA proteases),
which exert protein quality control in the inner mitochondrial
membrane and participate to the regulation of mitochondrial mor-
phology. The Afg3I2 haploinsufficient mouse recapitulates the
symptoms of SCA28 patients, presenting a progressive decline in
motor skills caused by dark degeneration of Purkinje cells (PC-
DCD) of mitochondrial origin. In this work, we define the patho-
genetic mechanism of SCA28 and provide the first evidence of a
pre-clinical treatment of this disease. We demonstrated in cul-
tured PCs that an inefficient buffering of stimulus-evoked Ca2*
peaks by Afg312-deficient mitochondria provokes an increase in
cytoplasmic Ca2* concentration, thus triggering PC-DCD. Proving
this mechanism, we completely recover the ataxic phenotype of
SCA28 mice by genetically reducing the metabotropic glutamate
receptors mGluR1, and thus decreased Ca2* influx in PCs. The
same result has been successfully replicated by administration of
an off-label therapy with ceftriaxone that favors the synaptic glu-
tamate clearance. This treatment is effective when applied at both
presymptomatic and after the ataxia onset in the preclinical mod-
el, thus representing a safe and immediately accessible therapy for
presymptomatic carriers of AFG3L2 mutations and also SCA28 pa-
tients with overt symptomes.

THE CENTRAL ROLE OF THE SKELETON IN
HUMAN HEALTH

Talk 16

CAN WE TREAT SYSTEMIC AUTOSOMAL DOMINANT DISEASES?
AN EXAMPLE FROM OSTEOPETROSIS

Anna Maria Teti

Dipartimento di Scienze Cliniche Applicate e Biotecnologiche, Uni-
versita dell’Aquila, L’Aquila, Italy

Typical feature of autosomal dominant (AD) diseases is the single
allele missense nature of the gene mutations involved. These dis-
eases often affect multiple organs or impair systems that are wide-
spread in the organism, including the musculoskeletal tissues.
They are frequently incurable, and current treatments are largely
palliative. Therefore, there is an unmet medical need to innovate
this research field and identify therapeutic strategies aimed at
eradicating the mutations rather that treat the symptoms. When
the genes involved in AD diseases are haplosufficient, any treat-
ment leading to the specific suppression of the mutant mRNA
would theoretically rescue a nearly normal phenotype. In nature,
RNA interfering has this potentiality and could represent a new
strategy to downregulate the mutant mRNA, leaving the normal
mRNA intact, a condition made possible by its high specificity, also
aided by chemical modifications. Between the two known RNA in-
terfering machineries, namely small interfering RNA (siRNA) and
small hairpin RNA (shRNA), the former would be more suitable for
systemic treatments because it could rely on a pharmacological-
like approach. We applied this strategy to the AD osteopetrosis
type 2 (ADO2), caused by the G213R mutation of the Clcn7 gene
encoding the chloride/proton antiporter type 7, which is charac-
terised by impaired osteoclast activity, increased bone mass, bone
fragility and secondary haematological and neural failures. A
Clen76213R_gpecific siRNA, identified in vitro through a systematic
mutation-driven strategy, reduced the Clcn76213R mRNA without
affecting the normal mRNA, thus mimicking a condition of haplo-
sufficiency. This siRNA, conjugated to a commercially available ve-
hicle, was effective at rescuing a normal bone phenotype in a
Clcn76213/WT knock-in mouse model that recapitulates the human
ADO2. After 4 weeks of treatment bone volume, trabecular num-
ber and separation returned to normal, with a full rescue of the
bone phenotype. In the rescued ADO2 mice, serum biomarkers of
bone resorption, osteoclast number and erosion surface were nor-
malized vs. scrambled-siRNA-treated ADO2 mice, while osteoblast
and dynamic parameters were unremarkable. Treatment was well
tolerated, with no overt adverse events, suggesting that our strat-
egy could be translated to the clinic. To advance our discovery, we
patented the Clcn7G213R-siRNAs and are working closely to Fon-
dazione Telethon on the development of this approach, including
activities to promote industrial partnerships. We believe that our
strategy could have high chances of bringing a benefit to ADO2 pa-
tients, as it would be the first actual treatment available for this
therapeutically neglected form of osteopetrosis.

Talk 17

NEONATAL BONE MARROW TRANSPLANTATION FOR MU-
COPOLYSACCHARIDOSIS TYPE I: THE EARLIER THE BETTER

Marta Serafini

Dulbecco Telethon Institute (DTI) and Centro Ricerca M. Tetta-
manti, Department of Paediatrics, San Gerardo Hospital/Fondazio-
ne MBBM, University of Milano-Bicocca, Monza, Italy

Bone marrow transplantation (BMT) is an efficacious therapeutic
modality for a number of nonmalignant conditions, both acquired
and genetically determined. In the treatment of genetic disorders,
the hematopoiesis transplanted from a healthy allogeneic donor
can produce the missing protein at levels sufficient to correct the
underlying abnormalities. However, the current clinical experience
is only partially successful. One of the reasons for this could be the
limited efficacy of the protein provided through the hematopoietic
cell secretome. Alternatively, the time at which BMT is currently
performed could be too late to prevent organ damage. This funda-
mental question is well exemplified by the case of mucopolysac-
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charidosis type I-Hurler syndrome (MPS IH), a lysosomal storage
disease caused by deficiency of a-L-iduronidase (IDUA), in which al-
logeneic BMT, although considered firstline treatment, has a limit-
ed effect on the skeletal abnormalities. The incomplete correction
of the skeletal phenotype produced by BMT may also be because
bone abnormalities are irreversible at the time of the transplant.
Therefore, we hypothesize that the first months of life represent
the best window of opportunity for preventing bone deformities in
Hurler children. In our study, we have evaluated whether neonatal
transplantation of syngeneic normal bone marrow could rescue the
severe skeletal phenotype in the mouse model of MPS I. First,
neonatal BMT was effective at restoring a-L-iduronidase activity
and clearing elevated glycosaminoglycans in blood and multiple or-
gans. At 37 weeks of age, we observed an almost complete nor-
malization of all bone tissue parameters, using radiographic, micro-
computed tomography, biochemical, and histological analyses.
Moreover, improvements in bone parameters correlated with high
levels of bone marrow-derived cell engraftment in multiple
hematopoietic compartments, suggesting the early and complete
restoration of normal hematopoiesis can have a significant effect
on the bone development of newborn MPS | mice. Overall, our
study supports the notion that hematopoietic transplantation from
a healthy donor can be an effective strategy to restore the missing
or defective protein underlying the genetic disorder. However, the
clinical efficacy is strictly dependent on providing the missing pro-
tein at a very early stage, before symptoms become apparent.

This is a proof-of-concept study that advocates neonatal BMT as a
highly effective therapeutic approach for Hurler syndrome, demon-
strating that an early treatment may further affect the clinical out-
come of these patients, and strongly supports the importance of
the implementation of newborn screening procedures to allow an
early diagnosis and immediate treatment of affected children

Talk 18

CONGENITAL MALFORMATIONS OF THE LIMBS REVEAL COMPLEX
GENETIC INTERACTIONS BETWEEN THE P63 AND DLX5 GENES:
TOWARDS IDENTIFICATION OF EXPLOITABLE TARGETS

Giorgio R. Merlo?, Antonio Costanzo?, Luisa Guerrini3

1Department of Molecular Biotechnology, University of Torino, Italy
2 Department of Dermatology, University of Rome “Tor Vergata”,
Roma, Italy

3 Department of Biosciences, University of Milano, Italy

The p63 transcription factor plays a crucial role in proliferation/dif-
ferentiation/stratification of embryonic and adult ectodermal
cells: its mutation in human leads to congenital syndromes charac-
terized by skin dysplasia, craniofacial (cleft palate) and limb (Split
Hand/Foot, SHFM) malformations, collectively known as EEC. Our
team investigates on the upstream and downstream regulations
centered on p63, with the hope to identify therapeutic molecules.
Upstream - 1) The stability of the ANp63a. protein is controlled by
several post-translation modifications. The prolyl-isomerase Pinl
interacts with ANp63a. and acts as negative regulator of its stabili-
ty via proteasome-mediated degradation. Interestingly, p63 mu-
tant proteins associated to SHFM or EEC syndromes are resistant
to Pinl action. We also show that FGF8, a morphogenetic signaling
molecule essential for limb extension and morphogenesis, coun-
teracts the interaction of Pinl with ANp63a, leading to ANp63a
stabilization. Notably the FGF8 locus is a downstream target of
DLX5, a ANp63a. target gene causing SHFM type-lI when mutated
(Restelli et al., 2014).

2) The p300 acetyl transferase physically interacts with ANp63a,
catalyzes its acetylation on lysine K193 and induces its stabilization

and transcriptional activation. A pre-requisite for p300-ANp63a.
interaction is ANp63a phosphorylation by the tyrosine kinase c-
Abl. Furthermore, we show that FGF8 increases the level of p300-
dependent ANp63a acetylation. Notably, the natural mutant
ANp630a-K193E, associated to the SHFM-type IV, cannot be acety-
lated by this pathway and displays promoter-specific loss of DNA
binding activity and altered expression of development-associated
ANp63a. targets.

Our results link FGF8, c-Abl and p300 in a regulatory pathway that
controls DNp63a protein stability and transcriptional activity.
Hence, limb malformation-causing p63 mutations, such as the
K193E mutation, are likely to result in aberrant limb development
via the combined action of altered protein stability and altered
promoter occupancy (Restelli et al, submitted).

Downstream - ANp63a. regulates the transcription of the DIx5;DIx6
transcription factors, disease genes for SHFM-type | syndrome,
which in turn regulate the FGF8 locus (Lo lacono et al. 2008). Thus,
FGF8 participates in multiple non-cell autonomous loops that pro-
mote ANp63a protein stability and transcriptional activity. Our
more recent results indicate that Wnt5a, a diffusible factor of the
non-canonical Wnt family, also participates in this loop.

To exploit these results, we are adopting ex-vivo cultures of embry-
onic limb buds to attempt correction of the malformation defect.
The exposure of cultured embryonic limbs to FGF8 and Wnt5a pep-
tides partly restores AER molecular marker expression and the pat-
tern of Sox9-expressing mesenchymal condensation. These results
suggest the possibility that the SHFM limb malformation could be
corrected by administration of exogenous FGF8 and Wnt5a, or via
gene-transfer to the embryonic ectoderm, in the mouse model.
References:
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Talk 19

IN VIVO MODELS OF CHONDRODYSPLASIAS CAUSED BY DEFECTS
IN PROTEOGLYCAN BIOSYNTHESIS: PHENOTYPING AND PHAR-
MACOLOGICAL APPROACHES

Antonio Rossi

Department of Molecular Medicine, Unit of Biochemistry, Univer-
sity of Pavia, Pavia, Italy

Different chondrodysplasias with defects in GAG biosynthesis lead
to disorders with similar clinical features. In this respect Des-
buquois Dysplasia (DBQD) and Diastrophic Dysplasia (DTD) are
paradigmatic: they both show antenatal and postnatal growth re-
tardation, precocious carpal ossification, short metacarpals and
joint dislocations that may lead to an erroneous diagnosis.

Due to their common features we have focused on both disorders.
DBQD type 1 is caused by mutations in the Calcium-Activated Nu-
cleotidase 1 a Golgi/ER resident enzyme that preferentially hy-
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drolyzes UDP. In fibroblasts from DBQD type 1 patients we demon-
strated that GAGs synthesis was almost normal under basal condi-
tions, but it was significantly reduced in presence of beta-D-xylo-
side, an enhancer of chondroitin and dermatan sulfate synthesis,
suggesting that CANT1 plays a role in proteoglycan metabolism.
The defect in proteoglycan metabolism was further confirmed by
gel filtration chromatography: GAG chains in the patient cells
showed a lower molecular mass compared to the controls. To de-
fine the role of CANT1 in the etiology of DBQD, we generated a
Cantl knock-in mouse reproducing the R300H mutation detected
in patients with DBQD type 1. Mutant mice are smaller in size com-
pared to wild type littermates reproducing the growth defects ob-
served in patients. Morphometric analyses demonstrated signifi-
cantly shorter and thinner tibiae, femurs and ilia compared to
wild-type animals. Dbgd mice at P14 and P21 reproduced also the
typical anomalies of extremities described in DBQD type 1 pa-
tients: additional carpal ossification centers, bone dislocations and
the delta phalanx of the great toe. In conclusion mutant mice de-
velops a skeletal phenotype very reminiscent of DBQD type 1, thus
validating the animal model.

Nowadays animal models are useful tools to elucidate the molec-
ular mechanisms underlying the genetic diseases, but also to de-
velop therapeutic strategies. The dtd mouse is a murine model of
Diastrophic Dysplasia (DTD) a recessive chondrodysplasia caused
by mutations in the sulfate-chloride antiporter of the cell mem-
brane (SLC26A2), crucial for sulfate uptake and GAG sulfation.
Deep phenotyping of the model has suggested that N-acetyl-L-cys-
teine (NAC), a well-known drug with antioxidant properties, might
play a role as an intracellular sulfate source for macromolecular
sulfation. Because of the important prenatal phase of skeletal de-
velopment and growth we administered NAC in the drinking water
to pregnant mice to explore a possible transplacental effect on the
fetuses. A marked increase of proteoglycan sulfation was ob-
served in dtd newborns from NAC treated pregnancies compared
to the placebo group. Morphometric studies of the femur, tibia
and ilium after skeletal staining with alcian blue and alizarin red in-
dicated a partial rescue of the abnormal bone morphology in dtd
newborns from treated females compared to pups from untreated
females. These data provide proof of principle that NAC is a useful
source of sulfate for macromolecular sulfation in vivo when extra-
cellular sulfate supply is reduced, confirming the potential of ther-
apeutic approaches of DTD with thiol compounds.

Talk 20 ‘

NEW ROLES OF CELLULAR CATABOLISM DURING SKELETAL
DEVELOPMENT

Carmine Settembre

Dulbecco Telethon Institute (DTI), Telethon Institute of Genetics
and Medicine (TIGEM), Naples, Italy

Skeletal growth relies on both biosynthetic and catabolic process-
es. While the role of the former is clearly established, how the lat-
ter contributes to growth-promoting pathways is less under-
stood. Autophagy is a lysosomal pathway deputed to the degra-
dation of a wide variety of structurally diverse substances. Clinical
studies indicate that 10% of all genes associated to skeletal disor-
ders encode for lysosomal proteins, suggesting that cellular ca-
tabolism plays an important, yet unexplored, role during bone de-
velopment. We studied the role of lysosome and autophagy dur-
ing longitudinal bone growth, which is mediated by chondrocyte
rate of proliferation, hypertrophic differentiation and extracellu-
lar matrix (ECM) deposition in the growth plates. We found that
autophagy is induced in growth plate chondrocytes during post-

natal development and regulates bone length by controlling the
composition of the cartilage ECM. By combining high content mi-
croscopy and mouse genetic approaches, we demonstrated that
the post-natal induction of autophagy in chondrocytes is mediat-
ed by the FGF signaling. These data demonstrate that autophagy
is a developmentally regulated process, which is necessary for
bone growth, and identify FGF signaling as a crucial regulator of
autophagy in chondrocytes. Most importantly, these data indi-
cate that modulation of lysosomal and autophagy by the use of
signaling molecules may represent a novel therapeutic approach
for the treatment.

NEUROLOGICAL DISORDERS AND DNA DAMAGE
ACCUMULATION

Talk 21

DNA DAMAGE RESPONSE ACTIVATION IN THE BRAIN: CAUSES
AND CONSEQUENCES

Fabrizio d’Adda di Fagagna

IFOM Foundation — FIRC Institute of Molecular Oncology Founda-
tion, 20139 Milan, Italy; Istituto di Genetica Molecolare, Consiglio
Nazionale delle Ricerche, 27100 Pavia, Italy

Nuclear DNA damage triggers a prompt signaling cascade known
as the DNA damage response (DDR) that enforces a cell-cycle ar-
rest (checkpoint function) and coordinates DNA repair efforts
(DNA repair function).

We will present our recent results suggesting that genomes are
not uniformly repairable and portions of our chromosomes show
reduced rates of DNA repair and thus accumulate irreparable DNA
lesions. We will discuss how this may impact on a number of phys-
iological and pathological conditions, including ageing.

In addition, we will discuss how these events may be relevant in
the context of neurobiology studies, and their impact on the biol-
ogy of neural stem cells.

Finally, we will highlight the emerging evidence linking DDR activa-
tion and neurodegenerative disorders.

‘ Talk 22

DISSECTING THE NEUROGENIC ROLE OF CSB PROTEIN AND ITS
IMPLICATION IN COCKAYNE SYNDROME

Luca Proietti de Santis

Laboratorio di Genetica Molecolare dell’Invecchiamento, Diparti-
mento di Scienze Ecologiche e Biologiche, Universita degli Studi
della Tuscia, Viterbo, Italy

Cockayne syndrome (CS) is a progressive developmental and neu-
rodegenerative disorder resulting in premature death at childhood
and cells derived from CS patients display DNA repair and tran-
scriptional defects. CS is caused by mutations in csa and csb genes
and patients with csb mutation are more prevalent. A hallmark
feature of CS-B patients is neurodegeneration but the precise mo-
lecular cause for this defect remains enigmatic. Further, it is not
clear whether the neurodegenerative condition is due to loss of
CSB mediated functions in adult neurogenesis. In this study, we ex-
amined the role of CSB in neurogenesis by using the human neural
progenitor cells that have self-renewal and differentiation capabil-
ities. In this model system, stable CSB knock-down dramatically re-
duced the differentiation potential of human neural progenitor
cells revealing a key role for CSB in neurogenesis. Neurite out-
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growth, a characteristic feature of differentiated neurons, was al-
so greatly abolished in CSB suppressed cells. In corroboration with
this, expression of MAP2 (microtubule-associated protein 2), a
crucial player in neuritogenesis, was also impaired in CSB sup-
pressed cells. Consistent with reduced MAP2 expression in CSB de-
pleted neural cells, Tandem Affinity Purification (TAP) and Chro-
matin immunoprecipitation (ChIP) studies revealed a potential
role for CSB in the assembly of transcription complex on MAP2
promoter. Altogether our data led us to conclude that CSB plays a
crucial role in coordinated regulation of transcription and chro-
matin remodeling activities that are required during neurogenesis.

Talk 23 ‘

LINKS BETWEEN DNA REPAIR AND CHROMOSOME STRUCTURAL
PATHWAYS REVEALED BY CELLULAR MODELS OF THE WARSAW
BREAKAGE SYNDROME COHESINOPATHY DISORDER

Takuya Abe, Marco Fumasoni, and Dana Branzei
IFOM, the FIRC institute of Molecular Oncology, Milan, Italy

The Warsaw Breakage syndrome (WABS) cohesinopathy is caused
by a mutation in the DDX11 gene (CHL1 in Saccharomyces cerevisi-
ae), encoding an iron-sulfur family of DNA helicase. Cells derived
from WABS patients are distinguished by the rare co-existence of
a DNA repair defect and chromosome morphology anomalies that
include sister chromatid cohesion defects. However, the molecu-
lar mechanisms underlying these defects and whether they are
linked remain unclear. Here we used genetically amenable chicken
DT40 cells and Saccharomyces cerevisiae to establish cellular mod-
els of WABS and related replication pathways. We found that inac-
tivation of DDX11 or functionally related factors lead to chromo-
some arm cohesion and repair defects. In both organisms the re-
pair defects are due to suboptimal ability of cells to undergo a
replication-associated recombination-mediated DNA damage tol-
erance process known as template switching. We further find that
cohesin plays a structural role in facilitating both sister chromatid
proximity and template switch recombination. On the other hand,
both the recombination and cohesion defects associated with mu-

tations in DDX11 are likely to derive instead from altered single
stranded DNA metabolism and abnormal replication fork topolo-
gy. We propose a replication-associated DNA damage tolerance
defect associated with fork reversal and sister chromatid proximi-
ty alterations as an underlying source of chromosome lesions.

‘ Talk 24

MECHANISMS OF NEURODEGENERATION IN ATM-DEFICIENT
ATAXIA-TELANGIECTASIA

Domenico Delia
Fondazione IRCCS Istituto Nazionale Tumori, DOSMM, Milan, Italy

The DNA damage response/repair (DDR) pathway is crucial for
preventing neurodegeneration, as attested by the several inher-
ited neuropathological disorders arising from mutations in genes
disrupting this pathway. Ataxia-Telangiectasia (A-T), the most
prominent among these inherited disorders, results from inacti-
vation of ATM kinase, a central player in DDR signalling and
downstream events like cell cycle arrest, DNA processing and re-
pair, chromatin remodeling, transcription, apoptosis. Cerebellar
ataxia in A-T is due to Purkinje cell death. Albeit neurodegenera-
tion in A-T has initially been attributed to defective DDR sig-
nalling in pre- and post-mitotic neurons, oxidative stress and re-
duced anti-oxidant defence may equally play a role, given the re-
cently established function of ATM in redox signalling. An under-
lying mechanism in neurodegeneration is transcriptional decline
and downregulation of genes that play a role in synaptic vesicle
trafficking and release. Quite notably, ATM deficiency in post-mi-
totic neurons results in the accumulation of DNA-Topoisomerase
1 covalent complexes (Topl-cc), and this abnormality likely im-
pairs RNA processing and elongation, especially of long tran-
scripts. Overall, while the biochemical function of ATM has been
extensively elucidated, it is still unclear what makes neurons, es-
pecially Purkinje cells, extremely vulnerable in A-T. A summary of
latest findings also obtained from the study of A-T iPSCs-derived
pre- and post-mitotic neurons will highlight key neurodegenera-
tive factors linked to faulty DDR.
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of Molecular Medicine for Neuromuscular and Neurodegenerative
Disorders Rome

(3) Dipartimento di Neuroscienze, Scienze Psichiatriche e Aneste-
siologiche, Universita di Messina, Messina

(4) IRCCS “C. Mondino” Institute, Unit of Child Neuropsychiatry,
University of Pavia, Pavia

(5) Laboratory of Muscle Pathology, Muscular and Neurodegene-
rative Disease Unit, Department of Neuroscience and Rehabilita-
tion, Giannina Gaslini Institute; Department of Pediatrics, Univer-
sity of Genova, Genova

(6) Dipartimento di Medicina Sperimentale, Seconda Universita di
Napoli, Napoli

(7) Centro per le Malattie Neuromuscolari Paolo Peirolo, Diparti-
mento di Neuroscienze, Torino

(8) Department of Neurosciences/University of Padova, Padova
(9) Muscle Pathology and Neuroimmunology Neurological Institu-
te “Carlo Besta”

(10) IRCCS E Medea Bosisio Parini NeuroMuscular Unit Depart-
ment of Neuro Rehabilitation Bosisio Parini

ABSTRACT N. 15

Telethon Research Projects - Neuromuscular Diseases
PANE MARIKA
GUP11002
296.601

Duration (yrs): 3 ‘ Starting year: 2012
ENRICO SILVIO BERTINI, TIZIANA MONGINI,
ANGELA LUCIA BERARDINELLI, GIUSEPPE VITA,
GIOVANNI BARANELLO, MARINA PEDEMONTE,
ANTONELLA PINI, MARIA GRAZIA D’ANGELO,

CHIARA FIORILLO, ELENA PEGORARO,
LUISA POLITANO

Principal Investigator

Telethon grant N.
Total budget €
Centres: 12
Partners

25




NEUROMUSCULAR DISEASES

ASSESSMENT OF UPPER LIMB FUNCTION IN NON AMBULANT
DUCHENNE MUSCULAR DYSTROPHY

VALUTAZIONE DELLA FUNZIONE DEGLI ARTI SUPERIORI IN PA-
ZIENTI NON DEAMBULANTI AFFETTI DA DISTROFIA MUSCOLARE
DI DUCHENNE

Pane Marika (1), Mazzone Elena (1), Fanelli Lavinia(1), De Sanctis
Roberto (1), Palermo Concetta (1), Sivo Serena (1), D’Amido Adele
(2), Messina Sonia (3), Politano Luisa (4), Battini Roberta (5), Pede-
monte Marina (6), Tiziana Mongini (7), Pegoraro Elena (8) Berar-
dinelli Angela (9), D’Angelo Maria Grazia (10), Pini Antonella (11),
Baranello Giovanni (12)

(1) Child Neurology and Psychiatry Unit, Rome; - Policlinico Gemel-
li Roma 347/9347864 marika.pane@rm.unicatt.it, 06/30154363
(2) Department of Laboratory Medicine, Unit of Molecular Medi-
cine, Bambino Gesu Hospital, Rome;

(3) Department of Neurosciences, Psychiatry and Anaesthesiology,
University of Messina

(4) Department of experimental Medicine, University of Naples;
(5) Department of Developmental Neuroscience, Stella Maris Insti-
tute, University of Pisa

(6) Neuromuscular Disease Unit, G. Gaslini Institute, Genoa;

(7) Neuromuscular Center, SG. Battista Hospital, University of Turin
(8) Department of Neurosciences, University of Padua

(9) IRCCS “C. Mondino” Foundation, University of Pavia

(10) IRCCS Eugenio Medea, Bosisio Parini

(11) Child Neurology and Psychiatry Unit, Maggiore Hospital, Bologna
(12) Pediatric Neurology and Neuroradiology Units, Neurological
Institute C. Besta, Milan;

ABSTRACT N. 16

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator MAGLIANO LORENZA
Telethon grant N. GUP10002

Total budget € 145.000

Centres: 9 Duration (yrs): 2 ‘ Starting year: 2011
LUISA POLITANO, UMBERTO BALOTTIN,
GIUSEPPE VITA, MARIKA PANE,

ADELE D’AMICO, CORRADO ANGELINI,
ROBERTA BATTINI, MARIA GRAZIA D’ANGELO

Partners

THE FAMILIES OF CHILDREN WITH MUSCULAR DYSTROPHIES:
BURDEN, SOCIAL NETWORK AND PROFESSIONAL SUPPORT

LA FAMIGLIA DEI PAZIENTI AFFETTI DA DISTROFIE MUSCOLARI:
CARICO, RETE SOCIALE E SUPPORTO PROFESSIONALE

Politano Luisa (2), Scutifero Marianna (2), Zaccaro Antonella (2), Ba-
lottin Umberto (3), Berardinelli Angela (3), Camia Michela (3), Mot-
ta Maria Chiara (3), Vita Giuseppe (4), Messina Sonia (4), Sframeli
Maria (4), Vita Gian Luca (4), Pane Marika (5), Lombardo Maria Ele-
na (5), Scalise Roberta (5), D’Amico Adele (6), Catteruccia Michela
(6), Colia Giulia (6), Angelini Corrado (7), Gaiani Alessandra (7),
Semplicini Claudio (7), Battini Roberta (8), Astrea Guja (8), D’Ange-
lo Maria Grazia (9), Brighina Erika (9), Civati Federica (9), Patalano
Melania (10), Sagliocchi Alessandra (10), Magliano Lorenza (1)

(1) Psychology Department, Second University of Naples (SUN) -
Viale Ellittico, 31, 81100 Caserta; phone/fax 0823275358 loren-
za.magliano@unina2.it

(2) Cardiomyology and Medical Genetics, Experimental Medicine
Dept., Second University of Naples (SUN)

(3) Child Neuropsychiatry Dept., IRCCS “Mondino” Pavia

(4) Neurosciences, Psychiatry and Anaesthesiology Dept., Messina
University

(5) Paediatric Neurology Dept., Catholic University, Rome

(6) Neuromuscular and Neurodegenerative Disorders Unit, Bambi-
no Gesu Children Hospital, Rome

(7) Neurosciences Dept., Padova University

(8) Neurology Dept., Pisa University

(9) NeuroMuscular Unit-NeuroRehabilitation Dept., IRCCS E.
Medea, Bosisio Parini (Lc)

(10) Psychology Department, Second University of Naples (SUN)

ABSTRACT N. 17

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator TUPLER ROSSELLA GINEVRA
Telethon grant N. GUP13012

Total budget € 598.550

Centres: 15 Duration (yrs): 3 ‘ Starting year: 2014

Partners EMILIANO GIARDINA, TIZIANA MONGINI,
MAURIZIO MOGGIO, CORRADO ANGELINI,
LUCIO SANTORO, GABRIELE SICILIANO,
LUCIA OVIDIA MORANDI, ENZO RICCI,
CARMELO RODOLICO, ANTONIO DI MUZIO,
ANGELA LUCIA BERARDINELLI,
MASSIMILIANO FILOSTO, GAETANO NICOLA
VATTEMI, GIOVANNI ANTONINI

PHENOTYPIC AND MOLECULAR CHARACTERIZATION OF FSHD
FAMILIES: A SYSTEMATIC APPROACH TOWARDS TRIAL READINESS

CARATTERIZZAZIONE CLINICA E MOLECOLARE DI FAMIGLIE FSHD
COME PRESUPPOSTO PER VALUTARE L’EFFICACIA DI TERAPIE

Ricci Giulia (1,3), Nikolic Ana (1), Sera Francesco (4), Govi Monica
(1), Mele Fabiano (1), Daolio Jessica (1), Ruggiero Lucia (5), Vercel-
li Liliana (6), D’Amico Roberto (23), Berardinelli Angela (7), Angeli-
ni Corrado (8), Antonini Giovanni (9), Bucci Elisabetta (9), Filosto
Massimiliano (10), Cao Michelangelo (11), Giardina Emiliano (12),
Pegoraro Elena (11), Di Muzio Antonio (13), D’Amico Maria Chiara
(13), Maggi Lorenzo (14), Morandi Lucia (14), Ricci Enzo (15), Por-
taro Simona (16), Rodolico Carmelo (16), Villa Luisa (17), Testolin
Silvia (17), Siciliano Gabriele (3), Santoro Lucio (5), Tomelleri Giu-
liano (18), Enzo Ricci (19), Grazia D’Angelo (20), Bruno Claudio
(21), Maioli Maria Antonietta (22), Mongini Tiziana (6), Moggio
Maurizio (17), Rossella Tupler (1,2)

(1) Department of Life Sciences, University of Modena and Reggio
Emilia, Modena - Via G. Campi 287, 41124 Modena, tel: 059-
2055440-5171, fax: 059-2055426. rossella.tupler@unimore.it

(2) Program in Gene Function and Expression, University of Massa-
chusetts Medical School, Worcester, MA 01605, USA

(3) University of Pisa, Pisa, Italy

(4) Department of Population Health Sciences, Faculty of Popula-
tion Health Sciences, London UK

(5) University Federico Il, Naples, Italy

(6) University of Turin, Turin, Italy

(7) IRCCS “C. Mondino” Foundation, Pavia, Italy

(8) IRCCS San Camillo Venice, Italy

(9) University of Rome “Sapienza”, Rome, Italy

(10) University of Brescia, Italy

(11) University of Padua, Padua, Italy

(12) IRCCS Santa Lucia Foundation, Rome, Italy

(13) University “G. d’Annunzio”, Chieti, Italy

(14) IRCCS Foundation, C. Besta Neurological Institute, Milano, Italy
(15) Universita Cattolica Policlinico A. Gemelli, Rome, Italy

(16) University of Messina, Messina, Italy

(17) IRCCS Fondazione Ospedale Maggiore Policlinico, University
of Milan, Milan, Italy

(18) University of Verona, Verona, Italy

(19) Universita® Cattolica of Rome, Rome, Italy
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(20) IRCCS E. Medea, Bosisio Parini, Italy

(21) Gaslini Hospital, Genova, Italy

(22) University of Cagliari, Cagliari, Italy

(23) Unit of Statistics, University of Modena and Reggio Emilia,
Modena, Italy

ABSTRACT N. 18

DTI - Neuromuscular Diseases

Principal Investigator GABELLINI DAVIDE
Telethon grant N. TCR13001

Total budget € 750.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

FSHD MUSCULAR DYSTROPHY PROVIDES A MOLECULAR UNDER-
STANDING OF THE REPETITIVE (EPI)GENOME

LA DISTROFIA MUSCOLARE FSHD FORNISCE UNA COMPRENSIO-
NE MOLECOLARE DELL’(EPI)GENOMA RIPETUTO

Giambruno Roberto (1,2), Caccia Valentina (1,2,3), Ferri Giulia
(1,2,3), Micheloni Stefano (1,2), Mathivanan Jothi (1,2), Cabianca
Daphne (1,2), Huber Johannes (1,2), Warner Stephanie (1,2), Ga-
bellini Davide (1)

(1) Dulbecco Telethon Institute - via Olgettina 58, 20132, Milano;
tel 0226435934; fax 0226435544; email gabellini.davide@hsr.it
(2) Division of Regenerative Medicine, San Raffaele Scientific Insti-
tute, Milano

(3) Cellular and Molecular Biology PhD Program, Vita-Salute San
Raffaele University, Milano

ABSTRACT N. 19

Telethon Research Projects - Neuromuscular Diseases
FIORILLO CHIARA

Telethon grant N. GEP12019

Total budget € 35.300

‘ Starting year: 2012

Principal Investigator

Centres: 1

Duration (yrs): 1

EXPLORING MITOCHONDRIAL DYSFUNCTION IN CALPAIN-3 RE-
LATED MUSCULAR DYSTROPHY

ANALISI DELLA FUNZIONE MITOCONDRIALE NELLE DISTROFIE
MUSCOLARI DA DEFICIT DI CALPAINA-3

Fiorillo Chiara (1), Baldacci Jacopo (2), Nesti Claudia (2), Doccini Ste-
fano (2), Meschini Chiara (2), Mora Marina (3), Santorelli Filippo (2)

(1) Paediatric Neurology and Neuromuscular Disorders, G. Gaslini Pae-
diatric Hospital, Genoa, Italy - Largo Gaslini 5, 16147, Genoa, Italy,
01056363566, 0103538265, patologiamuscolare @ospedale-gaslini.ge.it
(2) Molecular Medicine and Neuromuscular Disorders, Irccs Stella
Maris, Pisa, Italy

(3) Department of Diagnostic And Experimental Research, Istituto
Nazionale Neurologico “C. Besta”, Milan, Italy

ABSTRACT N. 20

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator BRUNO CLAUDIO

Telethon grant N. GEP12053

Total budget € 50.000

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2012

EXTRACELLULAR ADENOSINE-TRIPHOSPHATE (E-ATP) AND
PURINERGIC SIGNALLING IN THE PATHOGENESIS OF ALPHA-
SARCOGLYCAN DEFICIENT MUSCULAR DYSTROPHY (LGMD2D)

RUOLO DELL’ADENOSINA TRIFOSFATO (E-ATP) E DEI RECETTORI

PURINERGICI NELLA PATOGENESI DELLA DISTROFIA MUSCOLARE
DA DEFICIT DI ALFA-SARCOGLICANO (LGMD2D)

Gazzerro Elisabetta (2), Baldassari Simona (2), Assereto Stefania
(2), Panicucci Chiara (2), Fiorillo Chiara (2), Minetti Carlo (2), Trag-
giai Elisabetta (2), Grassi Fabio (4), Claudio Bruno (1,2)

(1) Center of Myology and Neurodegenerative Disorders-Dept. of
Neuroscience and Rehabilitation, Istituto Giannina Gaslini - Via G.
Gaslini, 5- 16147 Genova. Phone +39-010-56362756; Fax: +39-
010-8612070; email: claudio2246@gmail.com

(2) Pediatric Neurology and Muscle Disease Unit, Istituto Giannina
Gaslini, Genova

(3) Novartis Institute for Research in Biomedicine, Basel, Switzerland
(4) Department of Medical Biotechnologies & Translational Medi-
cine, University of Milan, Milan, Italy

ABSTRACT N. 21

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator

SANDONA DORIANNA

Telethon grant N.

GEP12058

Total budget €

49.400

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2012

PHARMACOLOGICAL RESCUE OF MISFOLDED PROTEINS: INNOVA-
TIVE APPROACHES FOR THE CURE OF THREE MUSCULAR DISEASES

RECUPERO FARMACOLOGICO DI PROTEINE MAL RIPIEGATE: AP-
PROCCI INNOVATIVI PER LA CURA DI TRE PATOLOGIE MUSCOLARI

Bianchini Elisa (1), Gomiero Chiara (1,2), Dorotea Tiziano (2), Valle
Giorgia (1), Mascarello Francesco (2), Betto Romeo (1,3), Volpe
Pompeo (1), Sandona Dorianna (1)

(1) Pathophysiology of Striated Muscle, Department of Biomedical
Sciences; University of Padova - Via U. Bassi 58/B, 35123 Padova,
Tel. +39 049 8276028, Fax +39 049 8276040, E-mail: dorianna.san-
dona@unipd.it

(2) Department of Comparative Biomedicine and Food Science,
University of Padova

(3) Institute of Neurosciences, Padova, National Research Council of Italy

ABSTRACT N. 22

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator

COMI GIACOMO PIETRO

Telethon grant N.

GUP10006

Total budget €

163.600

Centres: 8 Duration (yrs): 2 ‘ Starting year: 2011

VINCENZO NIGRO, CORRADO ANGELINI,
TIZIANA MONGINI, MARINA MORA,
ANTONIO TOSCANO, GIULIANO TOMELLERI,
GABRIELE SICILIANO

Partners

CLINICAL AND LABORATORY NETWORK FOR LGMD DIAGNOSIS,
IN VIEW OF A NATIONAL REGISTRY

RETE CLINICA E DI LABORATORIO DELLE DISTROFIE DEI CINGOLI
PER STABILIRE UN REGISTRO NAZIONALE

Magri Francesca (1), Nigro Vincenzo (2,3), Angelini Corrado (4),
Mongini Tiziana (5), Mora Marina (6), Moroni Isabella (6), Toscano
Antonio (7), D’Angelo Maria Grazia (8), Brusa Roberta (1), Tomel-
leri Giuliano (9), Siciliano Gabriele (10), Comi Giacomo Pietro (1)
(1) Dipartimento di Scienze Neurologiche, Universita degli Studi di
Milano, Milano - Dipartimento di Scienze Neurologiche, Universita
degli Studi di Milano, Fondazione IRCCS Ca’ Granda Ospedale Mag-
giore Policlinico, via F. Sforza 35, 20122 Milano. Tel +390255033817,
FAX: +390255033800; e-mail: giacomo.comi@unimi.it
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(2) Dipartimento di Patologia Generale, Seconda Universita degli
Studi di Napoli, Napoli

(3) Telethon Institute of Genetics and Medicine (TIGEM), Napoli
(4) Dipartimento di Neuroscienze, Universita di Padova, Padova
(5) Dipartimento di Neuroscienze, AOU S. Giovanni Battista di To-
rino, Torino

(6) Divisione di Malattie Neuromuscolari e Neuroimmunologia,
Istituto Neurologico C. Besta, Milano

(7) Dipartimento di Neuroscienze, Universita di Messina, Messina
(8) IRCCS E. Medea Bosisio Parini, Lecco

(9) Dipartimento di Scienze Neurologiche, Verona

(10) Dipartimento di Neuroscienze, Universita di Pisa, Pisa

ABSTRACT N. 23

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator NIGRO VINCENZO

Telethon grant N. GUP11006

Total budget € 240.800

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

GENETIC DIAGNOSIS OF ITALIAN LGMD PATIENTS BY NGS TECH-
NOLOGY

DIAGNOSI GENETICA DEI PAZIENTI ITALIANI CON DISTROFIA MU-
SCOLARE DEI CINGOLI BASATA SU SEQUENZIAMENTO DI PROSSI-
MA GENERAZIONE (NGS)

Marco Savarese (1,2), Annalaura Torella (1,2), Giuseppina Di Fru-
scio (1,2), Margherita Mutarelli (2), Marina Fanin (3), Chiara Fiorillo
(4), Lucia Ruggiero (5), Arca Garofalo (1,2), Teresa Giugliano (1,2),
Manuela Dionisi (2), Ombretta De Concilio (1,2), Francesca Del Vec-
chio Blanco (1,2), Giulio Piluso (1,2), Olimpia Musumeci (6), Gabrie-
le Siciliano (7), Marina Mora (8), Giorgio Tasca (9), Adele D’Amico
(10), Lucia Morandi (8), Enrico Bertini (10), Claudio Minetti (4), Giu-
lia Ricci (7), Filippo Maria Santorelli (11), Sabrina Sacconi (12), Mas-
simo Santoro (5), Sandra Janssens (13), Kathleen Claes (13), Tiziana
Mongini (14), Corrado Angelini (3), Luisa Politano (15), Claudio Bru-
no (6), Giacomo Pietro Comi (16), Vincenzo Nigro (1,2)

(1) Dipartimento di Biochimica, Biofisica e Patologia Generale, Se-
conda Universita di Napoli, via Luigi de Crecchio, 7 80138 Napoli,
tel/fax 0815665704 vinnigro@gmail.com

(2) Telethon Institute of Genetics and Medicine, Pozzuoli

(3) Dipartimento di Neuroscienze, Universita di Padova, Padova
(4) U.O.C. Neurologia Pediatrica e Malattie Muscolari, IRCCS Istitu-
to Giannina Gaslini, Genova

(5) Dipartimento di Neuroscienze e Scienze riproduttive ed odonto-
stomatologiche, Universita degli Studi di Napoli “Federico II”, Napoli
(6) Dipartimento di Neuroscienze, Universita degli Studi di Messi-
na, Messina

(7) Dipartimento di Medicina Clinica e Sperimentale, Universita
degli Studi di Pisa, Pisa

(8) Dipartimento di Neuroscienze, Istituto Besta, Milano

(9) Istituto di Neurologia, Universita Cattolica del Sacro Cuore, Roma
(10) Dipartimento di Neuroscienze, IRCCS Ospedale Pediatrico
Bambino Gesl, Roma

(11) Medicina Molecolare, IRCCS Fondazione Stella Maris, Pisa
(12) Neuromuscular Diseases Specialized Center, Archet 1 Hospi-
tal, Nice, France

(13) Center for Medical Genetics, Ghent University Hospital,
Ghent, Belgium

(14) S.S. Malattie Neuromuscolari, Universita degli Studi di Torino, Torino
(15) Dipartimento di Medicina Sperimentale, Seconda Universita
di Napoli, Napoli

(16) Dipartimento di Fisiopatologia Medico-Chirurgica e dei Tra-
pianti, Universita degli Studi di Milano, Milano

ABSTRACT N. 24

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator PETRUZZELLA VITTORIA
Telethon grant N. GEP12025

Total budget € 41.840

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2012

IDENTIFICATION OF THE GENE DETERMINING LIMB GIRDLE MUS-
CULAR DYSTROPHY TYPE 1H
IDENTIFICAZIONE DEL GENE RESPONSABILE DELLA DISTROFIA
MUSCOLARE DEI CINGOLI 1H

Bianco Angelica (1), Bisceglia Luigi (2), Santorelli M. Filippo (3), De Bonis
Patrizia (2), Amati Angela (4), Zoccolella Stefano (4), Petruzzella Vittoria (1)

(1) Dipartimento di Scienze Mediche di Base, Neuroscienze e Organi di
Senso - Universita degli Studi “Aldo Moro”, Piazza G. Cesare, 70124, Bari -
Tel.: 080 5448529 Fax: 080 5448538 Email: vittoria.petruzzella@uniba.it
(2) Ospedale Casa Sollievo della Sofferenza IRCCS, UOC Genetica
Medica, San Giovanni Rotondo, Italia

(3) IRCCS Fondazione “Stella Maris”, Pisa

(4) Azienda Ospedaliera-Universitaria Policlinico Consorziale, Rag-
gruppamento di Scienze Neurologiche, Policlinico di Bari

ABSTRACT N. 25

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator FIMIA GIAN MARIA
Telethon grant N. GEP12072

Total budget € 50.000

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2012

IS THE LIMB-GIRDLE MUSCULAR DYSTROPHY TYPE 2H A DEFEC-
TIVE AUTOPHAGY DISEASE?

E UN DIFETTIVO PROCESSO AUTOFAGICO ALLA BASE DELLA DI-
STROFIA MUSCOLARE DEI CINGOLI 2H?

Di Rienzo Martina (1,2), Romagnoli Alessandra (1), Fusco Carmela
(3), Antonioli Manuela (1,2), Piacentini Mauro (1,2), Merla Giusep-
pe (3), Fimia Gian Maria (1,4)

(1) Department of Epidemiology and Preclinical Research, Nation-
al Institute for Infectious Diseases IRCCS “L. Spallanzani”, Rome,
Italy - Via Portuense 292, Rome, Italy. Tel: +390655170908. Fax:
+39065582825 email: gianmaria.fimia@inmi.it

(2) Department of Biology, University of Rome “Tor Vergata”,
Rome, Italy

(3) Medical Genetics Unit, IRCCS “Casa Sollievo della Sofferenza”,
San Giovanni Rotondo, Italy

(4) Department of Biological and Environmental Sciences and
Technologies, University of Salento, Lecce, Italy

ABSTRACT N. 26

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator MERCURI EUGENIO
Telethon grant N. GUP11001

Total budget € 203.300

Centres: 13 Duration (yrs): 2 ‘ Starting year: 2012

Partners ADELE D’AMICO, SONIA MESSINA,

LUISA POLITANO, FILIPPO M. SANTORELLI,
CLAUDIO BRUNO, PATRIZIA BOFFI,
MASSIMO CORBO, ELENA PEGORARO,
ANGELA LUCIA BERARDINELLI,

GIACOMO PIETRO COMI, ANTONELLA PINI,
ISABELLA MORONI
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DEVELOPMENT OF A REGISTRY AND A DATABASE FOR A NATION-
WIDE ITALIAN COLLABORATIVE NETWORK ON CONGENITAL
MUSCULAR DYSTROPHY

SVILUPPO DI UN DATA BASE SULLE DISTROFIE MUSCOLARI CON-
GENITE NEL CONTESTO DI UN NETWORK COLLABORATIVO NA-
ZIONALE PER RICOSTRUIRE ELEMENTI DI STORIA NATURALE DI
QUESTE MALATTIE

Mercuri Eugenio (1), Graziano Alessandra (1), Bianco Flaviana (1),
D’Amico Adele (2), Moroni Isabella (3), Messina Sonia (4), Bruno
Claudio (5), Pegoraro Elena (6), Mora Marina (3), Magri Francesca
(8), Battini Roberta (7), Berardinelli Angela (9), Moggio Maurizio
(8), Morandi Lucia (3), Pini Antonella (10), Minetti Carlo (5), Mon-
gini Tiziana (12), Tasca Giorgio (2), Gornji Ksenia (13), Comi Giaco-
mo (8), Villanova Marcello (14), Politano Luisa (11), Gualandi Fran-
cesca (15), Ferlini Alessandra (15), Muntoni Francesco (16), Santo-
relli Filippo (7), Bertini Enrico (3), Pane Marika (1)

(1) Departments of Paediatrics and Neurology, Catholic University,
Rome, Italy - Department of Child Neurology, Policlinico Gemelli,
Largo Gemelli 00168, Roma, Italy. Tel.: +39 06 30155340; fax: +39
06 30154363. E-mail address: mercuri@rm.unicatt.it

(2) Unit of Neuromuscular and Neurodegenerative Disorders. Dept
of Neurosciences, Bambino Gesu Children’s Hospital

(3) Pediatric Neurology and Neuromuscular Disease and Immunol-
ogy Unit Istituto Neurologico “Besta” Milan Italy

(4) Department of Neurosciences, Psychiatry and Anaesthesiology,
University of Messina, Messina, Italy

(5) Neuromuscular Disease Unit, G. Gaslini Institute, Genoa, Italy
(6) Department of Neurosciences, University of Padua, Padua, Italy
(7) Department of Developmental Neuroscience and Molecular
Medicine Neuromuscular Unit, Stella Maris Institute, Pisa, Italy
(8) Department of Neurological Sciences, IRCCS Ospedale Mag-
giore Policlinico, University of Milan, Italy

(9) Child Neurology and Psychiatry Unit, IRCCS “C. Mondino” Foun-
dation, University of Pavia, Italy

(10) Child Neurology and Psychiatry Unit, IRCCS Istituto delle
Scienze Neurologiche di Bologna, Bellaria Hospital, Bologna, Italy
(11) Cardiomiologia e Genetica Medica, Dipartimento di Medicina
Sperimentale, Seconda Universita di Napoli, Italy

(12) Neuromuscular Center, S.G. Battista Hospital, University of Turin
(13) Centro Nemo, Milan, Italy

(14) Neuromuscular Unit, Nigrisoli Hospital, Bologna, Italy

(15) Section of Medical Genetics, Department of Experimental and
Diagnostic Medicine, Ferrara, Italy

(16) Dubowitz Neuromuscular Centre, UCL Institute of Child
Health & Great Ormond Street Hospital for Children, London, UK

ABSTRACT N. 27

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator D’AMICO ADELE

Telethon grant N. GUP13004

Total budget € 267.100

Centres: 12 Duration (yrs): 2 ‘ Starting year: 2014
Partners EUGENIO MERCURI, GUJA ASTREA,

SONIA MESSINA, CLAUDIO BRUNO,

ELENA PEGORARO, ANGELA LUCIA BERARDINELLI,
GIACOMO PIETRO COMI, MARINA MORA,

ANTONELLA PINI, LUISA POLITANO,
FEDERICA RICCI

COMPLETE MOLECULAR CHARACTERIZATION OF PATIENTS AF-
FECTED BY CONGENITAL MUSCULAR DYSTROPHIES WITH ALPHA-
DYSTROGLYCAN DEFECT USING NEXT GENERATION SEQUENCING
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Centres: 13 Duration (yrs): 2 ‘ Starting year: 2014
Partners ENRICO SILVIO BERTINI, ROBERTA BATTINI,
ANGELA LUCIA BERARDINELLI, CLAUDIO BRUNO,
MARIA GRAZIA D’ANGELO, KSENIJA GORNI,
TIZIANA MONGINI, GIOVANNI BARANELLO,
ELENA PEGORARO, LUISA POLITANO,

SONIA MESSINA, ANTONELLA PINI

DEVELOPMENT OF AN ITALIAN CLINICAL NETWORK FOR SPINAL
MUSCULAR ATROPHY

CREAZIONE DI UNA RETE CLINICA ITALIANA PER L’ATROFIA MU-
SCOLARE SPINALE (SMA)

Mercuri Eugenio (1), Mazzone Elena (1), Messina Sonia (2), Berar-
dinelli Angela (3), Bruno Claudio (4), D’Angelo Grazia (5), Gorni
Ksenia (6), Mongini Tiziana (7), Morandi Lucia (8), Pegoraro Elena
(9), Battini Roberta (10), Politano Luisa (11), Pini Antonella (12),
Pane Marika (1), Bertini Enrico (13)

(1) Dipartimento di Scienze Pediatriche, Medico Chirurgiche e di
Neuroscienze dello Sviluppo - Universita Cattolica del Sacro Cuore,
Roma; Tel. +39-06/30155386; Email: eumercuri@gmail.com

(2) Centro NEMO Sud, Universita di Messina

(3) Istituto Gianna Gaslini, Genova

(4) IRCSS Fondazione Istituto Neurologico C. Mondino, Pavia

(5) IRCCS Eugenio Medea, Bosisio Parini

(6) Centro Clinico Nemo, Milano

(7) Universita di Torino

(8) IRCCS Fondazione Istituto Neurologico C. Besta, Milano

(9) Universita di Padova

(10) IRCCS Fondazione Stella Maris, Calambrone (Pisa)

(11) Seconda Universita di Napoli

(12) Universita di Bologna

(13) Ospedale Pediatrico Bambino Gesu, Roma

ABSTRACT N. 48
Telethon Research Projects - Neuromuscular Diseases
Principal Investigator COMI GIACOMO PIETRO
Telethon grant N. GGP10062
Total budget € 399.200
Centres: 1 Duration (yrs): 3 ‘ Starting year: 2010

DEVELOPMENT OF A THERAPEUTIC APPROACH FOR SPINAL MUS-
CULAR ATROPHY WITH RESPIRATORY DISTRESS (SMARD1) USING
HUMAN INDUCED PLURIPOTENT STEM CELL-DERIVED NEURAL
STEM CELLS AND MOTOR NEURONS

SVILUPPO DI UN APPROCCIO TERAPEUTICO PER L’ATROFIA MU-
SCOLARE SPINALE CON DISTRESS RESPIRATORIO DI TIPO 1
(SMARD1) MEDIATO DA CELLULE STAMINALI NEURONALI E MO-
TONEURONI DIFFERENZIATI DA CELLULE STAMINALI PLURIPO-
TENTI INDOTTE
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Simone Chiara, Nizzardo Monica, Rizzo Federica, Riboldi Giulietta,
Salani Sabrina, Bucchia Monica, Bresolin Nereo, Corti Stefania, Co-
mi Giacomo

Universita degli Studi di Milano, IRCCS Fondazione Ca’ Granda
Ospedeale Maggiore Policlinico, +39 02 55033817, fax 02
55033800, giacomo.comi@unimi.it

ABSTRACT N. 49

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator POLETTI ANGELO

Telethon grant N. GGP14039

Total budget € 244.700

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

MOTOR NEURON DEGENERATION IN SPINAL AND BULBAR MUS-
CULAR ATROPHY: MOLECULAR APPROACHES TO COUNTERACT
MUTANT ANDROGEN RECEPTOR NEUROTOXICITY

DEGENERAZIONE DEI MOTONEURONI! NELLA ATROFIA MUSCO-
LARE SPINALE E BULBARE. APPROCCI MOLECOLARI PER CONTRA-
STARE LA NEUROTOSSICITA DEL RECETTORE DEGLI ANDROGENI
MUTATO

Rusmini Paola (1,2,3), Giorgetti Elisa (1,2,4), Crippa Valeria (1,2,3),
Cristofani Riccardo (1,2,3), Cicardi Maria Elena (1,2,3), Meroni
Marco (1,2,3), Galbiati Mariarita (1,2,3), Poletti Angelo (1,2,3)

(1) Dipartimento di Scienze Farmacologiche e Biomolecolari, Universita
degli Studi di Milano - via Balzaretti 9, 20133 Milano (Italy) ph
+390250318215; fax +390250318204; e-mail: angelo.poletti@unimi.it
(2) Centro Interdipartimentale sulle Malattie Neurodegenerative
dell’Universita degli Studi di Milano

(3) Centro InterUniversitario sulle Malattie Neurodegenerative
Universita di Firenze, Roma “Tor Vergata”, Genova e Milano

(4) Department of Pathology, University of Michigan, Ann Arbor,
Michigan, USA

ABSTRACT N. 50

DTI - Neuromuscular Diseases
Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

PENNUTO MARIA
TCP12013

517.000

Duration (yrs): 5 ‘ Starting year: 2013

TARGETING AKT SIGNALING IN MUSCLE TO IDENTIFY NEW THERA-
PEUTIC STRATEGIES FOR SPINAL AND BULBAR MUSCULAR ATROPHY

RUOLO DEI SEGNALI INTRACELLULARI ATTIVATI NEL MUSCOLO
DALLA CINASI AKT NELLA PATOGENESI DELLA ATROFIA MUSCO-
LARE SPINALE E BULBARE

Milioto Carmelo (1), Rocchi Anna (2), Chivet Mathilde (1), Parodi
Sara (2,3), Armirotti Andrea (6), Urciolo Anna (4), Molon Sibilla (4),
Bonaldo Paolo (4), Giorgetti Elisa (7), Lieberman Andrew (7), Ver-
gani Lodovica (5), Soraru’ Gianni (5), Pennuto Maria (1)

(1) Dulbecco Telethon Institute Lab of Neurodegenerative Dis-
eases, CIBIO, University of Trento, Italy, - Via Sommarive 9, 38123
Trento, Italy Phone: Office +39 0461 285215 Phone: Lab +39 0461
283732 Fax: +39 0461 283937

(2) Department of Neuroscience and Brain Technologies, Istituto
Italiano di Tecnologia, Genoa, Italy

(3) Neurogenetics Branch, NINDS, NIH, Bethesda MD, US

(4) Department of Histology, Microbiology & Medical Biotechnolo-
gy, University of Padova, Padova, Italy

(5) Department of Neurosciences, University of Padova, Padova, Italy

(6) Drus Discovery Department, Istituto Italiano di Tecnologia,
Genoa, Italy
(7) Michigan University Medical School, USA

ABSTRACT N. 51

Telethon Research Projects - Neuromuscular Diseases
RONCHI DARIO

GEP14049

50.000

Duration (yrs): 1 ‘ Starting year: 2015

Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

PATIENT-SPECIFIC CELLULAR MODELS FOR SPINAL MUSCULAR
ATROPHY WITH PROGRESSIVE MYOCLONIC EPILEPSY: FROM
PATHOGENESIS TO THERAPEUTICS DEVELOPMENT FOR A NEG-
LECTED NEUROLOGICAL DISORDER

MODELLI CELLULARI PAZIENTE-SPECIFICI PER L’AMIOTROFIA SPI-
NALE CON MIOCLONO EPILESSIA PROGRESSIVA: DALLA PATOGE-
NESI ALLO SVILUPPO DI TERAPIE PER UNA MALATTIA NEUROLO-
GICA NEGLETTA

Ronchi Dario

Centro Dino Ferrari per le malattie neuromuscolari e neurodege-
nerative, via Francesco Sforza 35, Milano

ABSTRACT N. 52

Telethon Research Projects - Neuromuscular Diseases
VITA GIUSEPPE
GUP10008
170.300
Duration (yrs): 2 ‘ Starting year: 2011
LUCA PADUA, DAVIDE PAREYSON,
ANGELO SCHENONE , GIAN MARIA FABRIZI,

LUCIO SANTORO, FRANCO GEMIGNANI,
ALDO QUATTRONE

Principal Investigator
Telethon grant N.
Total budget €
Centres: 8

Partners

NOVEL OUTCOME MEASURES FOR CHARCOT-MARIE-TOOTH DISEASE

NUOVE MISURE DI OUTCOME NELLA MALATTIA DI CHARCOT-
MARIE-TOOTH

Vita Giuseppe (1,2), Padua Luca (3), Pareyson Davide (4), Scheno-
ne Angelo (5), Fabrizi Gian Maria (6), Santoro Lucio (7), Gemignani
Franco (8), Quattrone Aldo (9), Mazzeo Anna (1), Russo Massimo
(2), Stancanelli Claudia (1), Gentile Luca (1), Pazzaglia Costanza (3),
lacovelli Chiara (3), Simbolotti Chiara (3), Piscosquito Giuseppe (4),
Calabrese Daniela (4), Aiello Alessia (5), Bolla Simone (5), Cavallaro
Tiziana (6), Manganelli Fiore (7), Pisciotta Chiara (7), Vitetta Fran-
cesca (8), Contini Mara (8), Valentino Paola (9)

(1) Dipartimento di Neuroscienze, Universita di Messina, AOU Po-
liclinico “G. Martino”, Messina 98125 - Tel: 0902212793; Fax:
0902212789; vitag@unime.it

(2) Centro Clinico Nemo Sud, Messina

(3) Fondazione Don Carlo Gnocchi ONLUS, Centro Santa Maria del-
la Pace, Roma

(4) Fondazione IRCCS Istituto Neurologico “Carlo Besta”, Milano
(5) Dipartimento di Neuroscienze, Riabilitazione, Oftalmologia,
Genetica e Scienze Materno Infantili, Universita di Genova

(6) Dipartimento di Scienze Neurologiche e del Movimento, Uni-
versita di Verona

(7) Dipartimento di Neuroscienze e Scienze Riproduttive ed Odon-
tostomatologiche, Universita “Federico 11”7, Napoli

(8) Dipartimento di Neuroscienze, Universita di Parma

(9) Dipartimento di Scienze Mediche e Chirurgiche, Universita
“Magna Graecia”, Catanzaro
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ABSTRACT N. 53

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator FERRARIN MAURIZIO
Telethon grant N. GUP10010

Total budget € 283.775

Centres: 4 Duration (yrs): 3 ‘ Starting year: 2011

DAVIDE PAREYSON, LUCA PADUA,
MANUELA DIVERIO

Partners

DEVELOPMENT OF AN INSTRUMENTED MOVEMENT ANALYSIS
PROTOCOL FOR THE MULTI-TASKING ANALYSIS OF LOCOMOTOR
FUNCTIONS IN ADULT AND YOUNG PATIENTS WITH CHARCOT-
MARIE-TOOTH DISEASE: MULTICENTER STUDY TO CHARAC-
TERISE RELIABILITY AND RESPONSIVENESS

SVILUPPO DI UN PROTOCOLLO STRUMENTALE DI ANALISI DEL MO-
VIMENTO PER L’ANALISI MULTI-TASKING DELLE FUNZIONI LOCO-
MOTORIE NELLA MALATTIA DI CHARCOT-MARIE-TOOTH NELL’ETA
EVOLUTIVA E NELL’ADULTO: CARATTERIZZAZIONE DELLA RELIABI-
LITY E RESPONSIVENESS TRAMITE STUDIO MULTICENTRICO

Lencioni Tiziana (1), Rabuffetti Marco (1), Piscosquito Giuseppe
(2), Moroni Isabella (3), Pagliano Emanuela (3), Diverio Manuela
(4), Aiello Alessia (5), Beghi Ettore (6), Di Sipio Enrica (7), Padua Lu-
ca (7), Pazzaglia Costanza (7), Schenone Angelo (5), Pareyson Davi-
de (2), Ferrarin Maurizio (1)

(1) Biomedical Technology Department, IRCCS Foundation Don
Gnocchi Onlus, Milan - Via Capecelatro 66, 20148 Milano, Tel. +39 02
40308305, Fax. +39 02 4048919, E-mail: mferrarin@dongnocchi.it
(2) Unit of Clinic of Central and Peripheral Degenerative Neu-
ropathies, IRCCS Neurological Institute Besta, Milan

(3) Child Neurology Department, IRCCS Neurological Institute
Besta, Milan

(4) Polo Riabilitativo del Levante Ligure, Foundation Don Gnocchi
Onlus, Sarzana

(5) Department of Neuroscience, Rehabilitation, Ophthalmology,
Genetics, and Maternal Infantile Sciences, University of Genoa,
Genoa

(6) Lab. of Neurological Disorders, Institute for Pharmacological
Research Mario Negri, Milan

(7) Centro S. Maria della Pace, Foundation Don Gnocchi Onlus,
Rome

ABSTRACT N. 54

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator PAREYSON DAVIDE

Telethon grant N. GUP13006

Total budget € 292.000

Centres: 10 Duration (yrs): 2 ‘ Starting year: 2014
Partners ANGELO SCHENONE , GIAN MARIA FABRIZI,
STEFANO CARLO PREVITALI, ISABELLA ALLEGRI,
LUCA PADUA, LUCIO SANTORO,

ALDO QUATTRONE, GIUSEPPE VITA,

ISABELLA MORONI

CMT NATIONAL REGISTRY: TOWARDS DEFINITION OF STAN-
DARDS OF CARE AND CLINICAL TRIALS

REGISTRO NAZIONALE CMT: VERSO LA DEFINIZIONE DEGLI STAN-
DARD DI CURA E LE SPERIMENTAZIONI CLINICHE

Calabrese Daniela (1), Schenone Angelo (2), Fabrizi Gian Maria (3),
Santoro Lucio (4), Vita Giuseppe (5), Quattrone Aldo (6), Padua Lu-
ca (7), Previtali Stefano (8), Allegri Isabella (9), Filippini Graziella
(1), Pareyson Davide (1)

(1) IRCCS Besta Neurol. Inst. Milan - Via Giovanni Celoria 11 -
20133 Milano Tel 02.2394.3001 Fax 02.2394.2293 davide.parey-
son@istituto-besta.it

(2) DINOGMI Genoa Univ; IRRCS San Martino IST, Genoa

(3) Neurology Unit, Verona Univ.

(4) Federico Il Univ Neurological Sciences Dept, Naples

(5) Neurosciences Dept., Messina Univ. & Clinical Centre NEMO
SUD, Messina

(6) Magna Graecia Univ., Neurology Clinic & National Research
Council, Catanzaro

(7) Catholic University Neurosciences Dept. & Don Gnocchi Foun-
dation, Rome

(8) INSPE Neurology Dept. IRCCS San Raffaele Milano

(9) Neurosciences Dept., Parma University

ABSTRACT N. 55

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator BORTOLOZZI MARIO
Telethon grant N. GGP12269

Total budget € 341.400

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2013

STRUCTURAL AND FUNCTIONAL ANALYSIS OF SELECTED CON-
NEXIN32 MUTATIONS IMPLICATED IN THE PATHOGENESIS OF
THE X-LINKED FORM OF CHARCOT-MARIE-TOOTH DISEASE

ANALISI STRUTTURALE E FUNZIONALE DI PARTICOLARI MUTA-
ZIONI DELLA CONNESSINA 32 IMPLICATE NELLA PATOGENESI
DELLA FORMA X-LINKED DELLA MALATTIA DI CHARCOT-MARIE-
TOOTH

Carrer Andrea (2), Leparulo Alessandro (2,3), Crispino Giulia (2,3),
Ciubotaru Catalin (2,4), Zonta Francesco (3), Bortolozzi Mario (1,3)

(1) Venetian Institute of Molecular Medicine (VIMM), Via G.Orus 2,
35129, Padova; tel/fax.: 049-7923237/250; mario.bortolozzi@unipd.it
(2) Venetian Institute of Molecular Medicine (VIMM), Via G.Orus
2, 35129, Padova

(3) Universita di Padova, Dipartimento di Fisica e Astronomia, Via
Marzolo 8, 35131, Padova

(4) CNR - Istituto di Neuroscienze, viale G. Colombo 3, 35121, Pa-
dova

ABSTRACT N. 56

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator BRUZZONE SANTINA
Telethon grant N. GGP12002

Total budget € 115.500

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2012

ROLE OF PURINERGIC RECEPTORS IN MYELINATION: THERAPEU-
TIC IMPLICATIONS FOR TREATMENT OF THE PERIPHERAL NEU-
ROPHATY CHARCOT-MARIE-TOOTH 1A

RUOLO DEI RECETTORI PURINERGICI NELLA MIELINIZZAZIONE:
IMPLICAZIONI TERAPEUTICHE PER IL TRATTAMENTO DELLA NEU-
ROPATIA PERIFERICA CHARCOT-MARIE-TOOTH 1A

Sociali Giovanna (1), Davide Visigalli (2), Prukop Thomas (3), Cer-
vellini llaria (3), Zocchi Elena (1), Nobbio Lucilla (2), Schenone An-
gelo (2), Sereda Michael (3), Bruzzone Santina (1)

(1) Department of Experimental Medicine, Section of Biochem-
istry, and CEBR, University of Genova, Italy - Viale Benedetto XV, 1
16132 Genova tel 0103538161; fax 01035338162; email: santi-
na.bruzzone@unige.it

(2) Department of Neurosciences, Rehabilitation, Ophthalmology,
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Genetics and Mother and Child Sciences and CEBR, University of
Genova, ltaly

(3) Max Planck Institute of Experimental Medicine, Department of
Neurogenetics, Gottingen, Germany

ABSTRACT N. 57

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator D’ANTONIO MAURIZIO
Telethon grant N. GGP14147

Total budget € 314.300

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

PROTEIN MISFOLDING IN CHARCOT-MARIE-TOOTH DISEASE: TO-
WARDS THE DEVELOPMENT OF A THERAPEUTIC STRATEGY TAR-
GETING THE UNFOLDED PROTEIN RESPONSE

SCORRETTO RIPIEGAMENTO DELLE PROTEINE NELLA MALATTIA
DI CHARCOT-MARIE-TOOTH: VERSO LO SVILUPPO DI UNA STRA-
TEGIA TERAPEUTICA CHE MODULI LA RISPOSTA ALLE PROTEINE
NON NATIVE

Florio Francesca, Touvier Thierry, Ferri Cinzia, D’Antonio Maurizio

Division of Genetics and Cell Biology, San Raffaele Scientific Insti-
tute, Milan, Italy - Via Olgettina 58, 20132, Milan, Italy; phone:
02-26435307; fax: 02-26434767; email: dantonio.maurizio@hsr.it

ABSTRACT N. 58

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator BOLINO ALESSANDRA
Telethon grant N. GGP12017

Total budget € 253.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

PHOSPHOLIPID METABOLISM AND MEMBRANE TRAFFICKING IN
THE PATHOGENESIS OF CHARCOT-MARIE-TOOTH NEUROPATHIES

RUOLO DEI FOSFOLIPIDI E DEL TRAFFICO DI MEMBRANA NELLA
PATOGENESI DELLE NEUROPATIE DI CHARCOT-MARIE-TOOTH

Guerrero Valero Marta (1), Alberizzi Valeria (1), Simons Michael
(2), Bolino Alessandra (1)

(1) Human Inherited Neuropathies Unit, Division of Neuroscience,
San Raffaele Scientific Institute, Via Olgettina 60, 20132 Milan-
Italy - tel 0226434743; fax 0226435093; bolino.alessandra@hsr.it
(2) Max Planck Institute for Experimental Medicine, Goettingen,
Germany

ABSTRACT N. 59

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator TAVEGGIA CARLA

Telethon grant N. GGP14040

Total budget € 260.700

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

ROLE OF PROSTAGLANDIN D2 SYNTHASE IN PNS MYELINATION
AND REMYELINATION

RUOLO DELLA PROSTAGLANDINA D2 SINTASI NELLA MIELINIZZA-
ZIONE E NELLA RIMIELINIZZAZIONE

Trimarco Amelia (1), Forese Maria Grazia (1), Quattrini Angelo (2),
Bolino Alessandra (3), Taveggia Carla (1)

(1) Axo-Glial Interaction Unit, Division of Neuroscience and INSPE, San
Raffaele Scientific Institute - via Olgettina 60, 20132 Milano, ITALY tel:
02 264344309; fax: 02 26436164; e-mail: taveggia.carla@hsr.it

(2) Experimental Neuropathology Unit, Division of Neuroscience
and INSPE, San Raffaele Scientific Institute
(3) Human inherited Neuropathies Unit, Division of Neuroscience
and INSPE, San Raffaele Scientific Institute

ABSTRACT N. 60

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator CATTANEO ANTONINO
Telethon grant N. GGP11179

Total budget € 189.200

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

TOWARDS AN NGF-BASED THERAPY FOR HEREDITARY SENSORY
AND AUTONOMIC NEUROPATHIES IV AND V

SVILUPPO DI UNA TERAPIA A BASE DI NGF PER LE NEUROPATIE
EREDITARIE SENSORIE ED AUTONOME DI TIPO IV E V

Testa Giovanna (1), Pancrazi Laura (1), Capsoni Simona (1), Costa
Mario (2), Cattaneo Antonino (1)

(1) Laboratorio di Biologia, Scuola Normale Superiore, piazza dei Cava-
lieri 7, 56126 Pisa, 050509220, 0503153220, antonino.cattaneo@sns.it
(2) Istituto di Neuroscienze, CNR, Pisa

ABSTRACT N. 61

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator PALMIERI FERDINANDO
Telethon grant N. GGP11139

Total budget € 395.900

Centres: 4 Duration (yrs): 3 ‘ Starting year: 2011

COSTANZA LAMPERTI, PAOLO PINTON,
BARBARA MONTI

Partners

THE MITOCHONDRIAL ASPARTATE-GLUTAMATE CARRIER ISOFORM
1(AGC1) DEFICIENCY: IDENTIFICATION OF NEW PATIENTS AND GEN-
ERATION OF BRAIN CELL MODELS THAT REVEAL PROLIFERATION,
SURVIVAL AND POTENTIAL INTERCELLULAR CROSS-TALK DEFECTS

LA “DEFICIENZA DEL CARRIER MITOCONDRIALE DI ASPARTA-
TO/GLUTAMMATO ISOFORMA 1 (AGC1)”: IDENTIFICAZIONE DI
NUOVI PAZIENTI E GENERAZIONE DI MODELLI CELLULARI DI CER-
VELLO CHE RIVELANO POTENZIALI DIFETTI DI VITALITA, PROLIFE-
RAZIONE E COMUNICAZIONE INTERCELLULARE

Monti Barbara (6), Lasorsa Francesco Massimo (2), Pena-Altamira
Luis Emiliano (6), Pinton Paolo (5), Giorgi Carlotta (5), Giannuzzi
Giulia (1), Profilo Emanuela (1), Falk MarniJ. (3), Li Dong (4), Hako-
narson Hakon (3), Lamperti Costanza (7), Zeviani Massimo (7,8),
Palmieri Ferdinando (1,2)

(1) Department of Biosciences, Biotechnology and Biopharmaceutics,
University of the Studies of Bari Aldo Moro - Via E. Orabona, 4 70125
Bari - tel. 0805443323, FAX 0805442770, ferdinando.palmieri@uniba.it
(2) Institute of Biomembranes and Bioenergetics IBBE CNR Bari
(3) Division of Human Genetics, Department of Pediatrics, The
Children’s Hospital of Philadelphia and The Perelman School of
Medicine, Philadelphia, PA USA

(4) The Center for Applied Genomics, Abramson Research Center,
The Children’s Hospital of Philadelphia, Philadelphia, PA USA

(5) Department of Morphology, Surgery and Experimental Medi-
cine, Section of Pathology, Oncology and Experimental Biology and
LTTA center, University of Ferrara, Italy

(6) Department of Pharmacy and Biotechnology, University of
Bologna, Italy

(7) Unit of Molecular Neurogenetics, the Carlo Besta Institute of
Neurology IRCCS, Milan, Italy

(8) MRC Mitochondrial Biology Unit, Cambridge, UK
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ABSTRACT N. 62

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator SALVIATI LEONARDO
Telethon grant N. GGP13222

Total budget € 202.400

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2013

PATHOGENESIS OF PRIMARY AND SECONDARY COENZYME Q DE-
FICIENCY

PATOGENESI DEL DEFICIT PRIMARIO E SECONDARIO DI COENZIMA Q
Doimo Mara, Desbats Maria Andrea, Cerqua Cristina, Vaquez Fon-

seca Luis, Acosta Manuel J., Pertegato Vanessa, Morbidoni Valeria,
Zordan Roberta, Casarin Alberto, Trevisson Eva, Salviati Leonardo

Clinical Genetics Unit , Dept of Woman and Child Health, Univer-
sity of Padova. - IRP Citta della Spéeranza, C.so Stati Uniti 4 35127
Padova,Tel 0498216164, fax 0498211174, e-mail leonardo.salvia-
ti@unipd.itmail

ABSTRACT N. 63

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator GHEZZI DANIELE

Telethon grant N. GGP11011

Total budget € 388.600

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2011
RODOLFO COSTA, ILEANA FERRERO

Partners

MITMED: A MULTICENTER CONSORTIUM FOR THE IDENTIFICA-
TION AND CHARACTERIZATION OF NUCLEAR GENES RESPONSI-
BLE FOR HUMAN MITOCHONDRIAL DISORDERS

MITMED: UN CONSORZIO MULTICENTRICO PER L’IDENTIFICAZIO-
NE E LA CARATTERIZZAZIONE DI GENI NUCLEARI RESPONSABILI
DI MALATTIE MITOCONDRIALI UMANE

Melchionda Laura (1), Invernizzi Federica (1), Nasca Alessia (1),
Diodato Daria (1), Lamantea Eleonora (1), Marchet Silvia (1), Lam-
perti Costanza (1), Baruffini Enrico (2), Dallabona Cristina (2), Don-
nini Claudia (2), Goffrini Paola (2), Lodi Tiziana (2), Ferrero lleana
(2), De Pitta Cristiano (3), Da Re Caterina (3), Corra Samantha (3),
Zordan Mauro (3), Costa Rodolfo (3), Zeviani Massimo (1,4), Ghez-
zi Daniele (1)

(1) Unit of Molecular Neurogenetics, Foundation IRCCS Istituto
Neurologico “C. Besta” - via Temolo 4 Milano 20126 Italy; phone
+39-0223942627; FAX +39-0223942619; dghezzi@istituto-besta.it
(2) Department of Life Sciences, University of Parma, Parma, (3)
Department of Biology, University of Padova, Padova, (4) Mito-
chondrial Biology Unit-Medical Research Council, Cambridge, UK

ABSTRACT N. 64

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator SCORRANO LUCA
Telethon grant N. GGP14187
Total budget € 1.000.600
Centres: 4 Duration (yrs): 3 ‘ Starting year: 2014
Partners VALERIO CARELLI, PAOLO BERNARDI,
LEONARDO SALVIATI
MITCARE-2
MITCARE-2

Scorrano Luca (1,2), Carelli Valerio (3), Bernardi Paolo (4), Salviati
Leonardo (5)

(1) Dipartimento di Biologia, Universita di Padova

(2) Dulbecco-Telethon Institute, Venetian Institute of Molecular
Medicine

(3) Unit of Neurology, Department of Biomedical and NeuroMotor
Sciences (DIBINEM), University of Bologna

(4) Dipartimento di Scienze Biomediche, Universita di Padova

(5) Department of Woman and Child Health, Universita di Padova

ABSTRACT N. 65

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator VERGANI LODOVICA
Telethon grant N. GGP10145

Total budget € 161.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2010

ROLE OF MITOCHONDRIAL DYNAMIC AND AUTOPHAGY IN THE
SEGREGATION OF MUTANT MTDNA

RUOLO DELLA DINAMICA MITOCONDRIALE E DELLA AUTOFAGIA
NELLA SEGREGAZIONE DEL DNA MITOCONDRIALE MUTATO

Vergani Lodovica (1), Malena Adriana (1), Pantic Boris (1), Borgia
Doriana (1), Baracca Alessandra (2), Sgarbi Gialuca (2), Solaini Gian-
carlo (2), Sandri Marco (3,4,5), Spinazzola Antonella (6), Holt lan (6)

(1) Dip Neuroscienze NPSRR-Universita di Padova, Lab. Neuromu-
scolare c/o Centro Biomedico Pietro D’Abano, via Orus 2-35129
Padova-ltaly - Phone: +39 049 8216162, fax: +39 049 8216143-
email: lodovica.vergani@unipd.it

(2) Dip. di Scienze Biomediche e Neuromotorie Alma Mater-Uni-
versita di Bologna, Bologna, Italy

(3) Dip di Scienze Biomediche, University of Padova-Padova-Italy
(4) Dulbecco Telethon Institute, Venetian Institute of Molecular
Medicine, 35129 Padova, Italy

(5) Telethon Institute of Genetics and Medicine (TIGEM), 80131
Napoli, Italy

(6) MRC London, UK

ABSTRACT N. 66

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator BURATTI EMANUELE

Telethon grant N. GGP14192
Total budget € 268.600
Centres: 2 Duration (yrs): 3 ‘ Starting year: 2014

Partners ANDREA ELENA DARDIS

IDENTIFICATION OF NEW THERAPEUTIC AGENTS FOR THE TREAT-
MENT OF GLYCOGENOSIS TYPE 2 DUE TO THE COMMON SPLIC-
ING MUTATION C.-32-13T>G

IDENTIFICAZIONE DI NUOVE TERAPIE PER IL TRATTAMENTO DEL-
LA GLICOGENOSI DI TIPO 2 DOVUTA A UN DIFETTO DI SPLICING

Dardis Andrea (2), Goina Elisa (1), Zanin Irene (2), Stuani Cristiana
(1), Zampieri Stefania (2), Romano Maurizio (3,1), Buratti Emanue-
le (1)

(1) ICGEB - Padriciano 99, Trieste, 34149, Italia. Tel: 040-3757316,
Fax: 040-226555, e-mail: buratti@icgeb.org

(2) Ospedale Universitario “Santa Maria della Misericordia”, Udi-
ne, ltalia

(3) Universita degli Studi di Trieste
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ABSTRACT N. 67

Telethon Research Projects - Neuromuscular Diseases
Principal Investigator TOSCANO ANTONIO
Telethon grant N. GUP13013

Total budget € 203.250

Centres: 13 Duration (yrs): 2 ‘ Starting year: 2014
Partners TIZIANA MONGINI, CORRADO ANGELINI,
CLAUDIO BRUNO, MAURIZIO MOGGIO,
GABRIELE SICILIANO, PAOLA TONIN,
LORENZO MAGGI, ANDREA MARTINUZZI,
MASSIMILIANO FILOSTO, SERENELLA SERVIDEI,
MARIA ALICE DONATI, BRUNO BEMBI

BUILDING A NATION-WIDE ITALIAN COLLABORATIVE NETWORK
FOR MUSCLE GLYCOGENOSES: REGISTRY AND NATURAL HISTORY

SVILUPPO DI UNA RETE COLLABORATIVA ITALIANA PER LA RAC-
COLTA DEI PAZIENTI CON GLICOGENOSI MUSCOLARI (MDG):
CREAZIONE DI UN REGISTRO NAZIONALE E STUDIO DELLA STORIA
NATURALE DELLE MGD

Mongini Tiziana (2), Angelini Corrado (3), Bruno Claudio (4), Moggio
Maurizio (5), Siciliano Gabriele (6), Tonin Paola (7), Maggi Lorenzo (8),
Martinuzzi Andrea (9), Filosto Massimiliano (10), Servidei Serena (11),
Donati Alice (12), Bembi Bruno (13), Marrosu Gianni (14), Di lorio Giu-
seppe (15), Fiumara Agata (16), Ravaglia Sabrina (17), Massa Roberto
(18), Bertini Enrico (19), Di Muzio Antonio (20), Toscano Antonio (1)

(1) Dipartimento di Neuroscienze, Messina, UOC neurologia e Ma-
lattie Neuromuscolari AOU Policlinico di Messina via C. Valeria 1
98125 Messina 0902213500 atoscano@unime.it
(2) Universita di Torino

(3) Universita di Padova

(4) Istituto G. Gaslini, Genova

(5) Universita di Milano

(6) Universita di Pisa

(7) Universita di Verona

(8) Istituto C. Besta, Milano

(9) IRCCS Medea, Conegliano (TV)

(10) Spedali Civili, Brescia

(11) Universita Cattolica di Roma

(12) Ospedale Meyer, Firenze

(13) Universita di Udine

(14) ASP Cagliari

(15) Universita di Napoli

(16) Universita di Catania

(17) Universita di Pavia

(18) Universita tor Vergata, Roma

(19) Ospedale Bambin Gesu’, Roma

(20) Universita di Chieti

ABSTRACT N. 68

Telethon Research Projects - Neuromuscular Diseases

Principal Investigator ARCA MARCELLO

Telethon grant N. GGP14066

Total budget € 358.500

Centres: 5 Duration (yrs): 3 ‘ Starting year: 2015

Partners ELENA MARIA PEN‘NISI, DANIELA TAVIAN,
ANTONIO MUSARO, CORRADO ANGELINI

CLINICAL, MOLECULAR AND PATHOGENETIC STUDIES OF NEU-
TRAL LIPID STORAGE DISEASE (NLSD)

STUDIO DEGLI ASPETTI CLINICI E PATOGENETICI DELLE SINDROMI
DA ACCUMULO DI LIPIDI NEUTRI (NLSD)

Arca Marcello (1), Pennisi Elena (2), Angelini Corrado (3), Tavian
Daniela (4), Musaro Antonio (5)

(1) Dipartimento di Medicina Interna e Specialita Medica - Sapien-
za Universita di Roma, Policlinico Umberto |, Viale del Policlinico
155, Roma, Italy; tel.+39 0654451354; fax +39 064463534; email:
marcelloarca@libero.it

(2) Azienda Ospedaliera San Filippo Neri, Dipartimento di Neuro-
scienze, Divisione di Neurologia, Via Martinotti 20, 00135 Roma;
0633063054; elenapennisi@gmail.com

(3) IRCCS S.Camillo, via Alberoni 70, 35100 Lido Di Venezia; 049
/8216155; corrado.angelini@ospedalesancamillo.net

(4) CRIBENS, Universita Cattolica del Sacro Cuore, Piazza Buonarro-
ti, 30, 20145 Milano; +39 02 72348731, daniela.tavian@unicatt.it
(5) Dipartimento di Scienze Anatomiche, Istologiche, Medico Legali e del-
I’Apparato Locomotore, Sapienza Universita di Roma, Via Antonio Scar-
pa 14, 00161 Roma; +39 0649766956; antonio.musaro@uniromal.it
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ABSTRACT N. 69

Telethon Research Projects - Neurological Diseases

Principal Investigator D’AMATI GIULIA

Telethon grant N. GGP13097

Total budget € 218.500

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2013

ISOLATED DOMAINS OF AMINOACYL TRNA SYNTETHASES AS A
NOVEL THERAPEUTIC TOOL FOR MT TRNA MUTATION ASSOCIAT-
ED DISEASE

RUOLO TERAPEUTICO DELLE AMINOACIL TRNA SINTETASI NELLE
MALATTIE DA MUTAZIONI DEI TRNA MITOCONDRIALI

Perli Elena (1), Di Micco Patrizio (2), Fiorillo Annarita (2), Montana-
ri Arianna (3), Pisano Annalinda (1), Preziuso Carmela (1), Poser
Elena (2), Genovese llaria (1), Francisci Silvia (3), Frontali Laura (3),
Zeviani Massimo (4), Giordano Carla (1), Morea Veronica (2), Co-
lotti Gianni (2), d’Amati Giulia (1)

(1) Dip Scienze Radiologiche, Oncologiche e Anatomo Patologiche,
Sapienza, Universita di Roma - Policlinico Umberto |, Viale Regina
Elena 324, 00161, Tel 06 49973332, Fax 06 4461484, email: giu-
lia.damati@uniromal.it

(2) Istituto di Biologia e Patologia Molecolari, CNR, Dip. Scienze
Biochimiche, Sapienza, Universita di Roma

(3) Dip Biologia e Biotecnologie “Charles Darwin”, Sapienza, Uni-
versita di Roma

(4) Medical Research Council-Mitochondrial Biology Unit, Cam-
bridge, UK

ABSTRACT N. 70

Telethon Research Projects - Neurological Diseases

Principal Investigator CARELLI VALERIO

Telethon grant N. GGP11182

Total budget € 289.000

Centres: 4 Duration (yrs): 2 ‘ Starting year: 2011
PALMIRO CANTATORE, ADAMO PIO D’ADAMO,
ANDREA DAGA

SYSTEMATIC GENE HUNTING FOR NUCLEAR MODIFIERS IN
LEBER’S HEREDITARY OPTIC NEUROPATHY AND THEIR VALIDA-
TION IN MODEL SYSTEMS

Partners
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IDENTIFICAZIONE DEI GENI MODIFICATORI NUCLEARI NELLA
NEUROPATIA OTTICA EREDITARIA DI LEBER E LORO VALIDAZIONE
IN LINEE CELLULARI E ORGANISMI MODELLO

Cantatore Palmiro (2), d’Adamo Pio (3), Daga Andrea (4), Carelli
Valerio (1)

(1) Dipartimento di Scienze Biomediche e Neuromotorie, Univer-
sita di Bologna, Italia, IRCCS Istituto delle Scienze Neurologiche di
Bologna, Ospedale Bellaria, Padiglione G, Via Altura 3, 40139, Bo-
logna, ltalia, Tel. +39 051 4966747, email valerio.carelli@unibo.it
(2) Dipartimento di Bioscienze, Biotecnologie e Biofarmaceutica,
Universita degli Studi di Bari Aldo Moro, Bari, Italia

(3) Division of Medical Genetics, IRCCS Burlo Garofolo, University
of Trieste, Trieste, Italy

(4) IRCCS “E. Medea”, Conegliano Research Center, Conegliano TV, Italy

ABSTRACT N. 71

Telethon Research Projects - Neurological Diseases

Principal Investigator SCORRANO LUCA

Telethon grant N. GGP12162

Total budget € 371.500

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

EXTENDING THE OPTIC ATROPHY 1 DEPENDENT CRISTAE RE-
MODELING: FROM MODELS TO A RATIONALE FOR THERAPY OF
AUTOSOMAL DOMINANT OPTIC ATROPHY

IL RIMODELLAMENTO DELLE CRISTE CONTROLLATO DA OPA1:
DAI MODELLI ALLE BASI PER LA TERAPIA DELL’ATROFIA OTTICA
DOMINANTE

Scorrano Luca (1,2)
(1) Dipartimento di Biologia, Universita di Padova - Via G. Colombo
3, 35121 Padova, Italy, tel+390498276320, fax+390497923257,

email luca.scorrano@unipd.it
(2) Dulbecco-Telethon Institute, Istituto Veneto di Medicina Molecolare

ABSTRACT N. 72

DTI - Neurological Diseases

Principal Investigator SCORRANO LUCA

Telethon grant N. TCR12001

Total budget € 207.441

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2013

GENETIC DISEASES OF MITOCHONDRIAL SHAPE: INTEGRATED AP-
PROACHES TO UNDERSTAND PATHOGENESIS AND ESTABLISH
TREATMENTS

MALATTIE GENETICHE DELLA FORMA DEI MITOCONDRI: APPROC-
Cl INTEGRATI PER COMPRENDERNE LA PATOGENESI E DEFINIRNE
STRATEGIE TERAPEUTICHE

Scorrano Luca (1,2)

(1) Dulbecco-Telethon Institute, Venetian Institute of Molecular Me-
dicine - Via G. Colombo 3, 35121 Padova, Italy, tel+390498276320,
fax+390497923257, email luca.scorrano@unipd.it
(2) Dipartimento di Biologia, Universita di Padova

ABSTRACT N. 73

Telethon Research Projects - Neurological Diseases

Principal Investigator AMBROSINI ELENA
Telethon grant N. GEP14134

Total budget € 50.000

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2015

MEGALENCEPHALIC LEUKOENCEPHALOPATHY WITH SUBCORTI-
CAL CYSTS: STUDY OF MLC MOLECULAR PATHOGENESIS AND
IDENTIFICATION OF POTENTIAL THERAPEUTIC TARGETS USING
ASTROCYTES DERIVED FROM PATIENT INDUCIBLE PLURIPOTENT
STEM CELLS

LEUCOENCEFALOPATIA MEGALENCEFALICA CON CISTI SUBCORTI-
CALI: STUDIO DELLA PATOGENESI MOLECOLARE E IDENTIFICA-
ZIONE DI BERSAGLI TERAPEUTICI MEDIANTE LA GENERAZIONE DI
ASTROCITI DIFFERENZIATI DA CELLULE STAMINALI PLURIPOTENTI
INDOTTE DERIVATE DA PAZIENTI

Lanciotti Angela (1), Brignone Maria Stefania (1), Catacuzzeno Lui-
gi (2), Visentin Sergio (1), Mallozzi Cinzia (1), Macchia Gianfranco
(1), Pessia Mauro (2), Bertini Enrico (3), Ambrosini Elena (1)

(1) Dept. Cell Biology and Neuroscience, Istituto Superiore di San-
ita, Rome - Viale Regina Elena 299 Roma - Tel. 06/49902037 — E-
mail: elena.ambrosini@iss.it

(2) Dept. of Chemistry, Biology and Biotechnology/University of
Perugia

(3) Dept. of Neuromuscular Disorders/ Pediatric Hospital Bambino
GesU (OPBG), Rome

ABSTRACT N. 74

Telethon Research Projects - Neurological Diseases

Principal Investigator FORNASARI DIEGO MARIA
MICHELE

Telethon grant N. GGP13055

Total budget € 185.900

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2013

NEW APPROACHES TO THE MOLECULAR PATHOGENESIS OF
CCHS: IMPLICATIONS FOR THERAPEUTIC STRATEGIES

STUDIO DEI MECCANISMI MOLECOLARI NELLA PATOGENESI DEL-
LA SINDROME DI ONDINE PER LO SVILUPPO DI NUOVE STRATE-
GIE TERAPEUTICHE

Di Lascio Simona (1), Belperio Debora (1), Moncini Silvia (1), Maroli An-
nalisa (1), Benfante Roberta (2), Fornasari Diego Maria Michele (1,2)

(1) Dipartimento di Biotecnologie Mediche e Medicina Traslazio-
nale, Universita degli Studi di Milano, Milano - via Vanvitelli 32,
20129 Milano tel: 02 503 16960; Fax: 02 503 17132; diego.forna-
sari@unimi.it

(2) CNR - Istituto di Neuroscienze, Milano

ABSTRACT N. 75

Telethon Research Projects - Neurological Diseases

Principal Investigator GASPARINI LAURA

Telethon grant N. GGP10184

Total budget € 420.700

Centres: 3 ‘ Duration (yrs): 3 ‘ Starting year: 2010

CLINICAL, NEURORADIOLOGICAL AND MOLECULAR INVESTIGA-
TION OF ADULT-ONSET AUTOSOMAL DOMINANT LEUKODYSTRO-
PHY (ADLD): DISSECTION OF LAMIN B1-MEDIATED PATHOPHYSI-
OLOGICAL MECHANISMS IN CELLULAR AND MOUSE MODELS

LEUCODISTROFIA AUTOSOMICA DOMINANTE DELL’ETA ADULTA:
STUDIO TRASLAZIONALE DEI MECCANISMI GENETICI, MOLECO-
LARI E CELLULARI DI MALATTIA MEDIATI DALLA PROTEINA LA-
MIN B1 E CORRELAZIONE CON PARAMETRI CLINICI E NEURORA-
DIOLOGICI

Cortelli Pietro (2), Brusco Alfredo (3), Brussino Alessandro (3),
Giorgio Elisa (3), Antonorakis Stylianos, E. (4), Pennacchio Lea (5),
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Spielman Malte (6), Di Gregorio Eleonora (7), Capellari Sabina (2),
Bartoletti-Stella Anna (2), Terlizzi Rosanna (2), Parchi Piero (2), Li-
guori Rocco (2), Zanigni Stefano (9), Tonon Caterina (9), Lodi Raf-
faele (9), Vaula Giovanna (8), Contestabile Andrea (1), Mahajani
Sameehan (1), Giacomini Caterina (1), Gasparini Laura (1)

(1) Dept. Neuroscience and Brain Technologies, Istituto Italiano di
Tecnologia, Via Morego 30, 16163 Genova, Italy, Tel +39 010
71781 519; Fax +39 010 71781 230; email; laua.gasparini@iit.it
(2) IRCCS Istituto delle Scienze Neurologiche di Bologna, UOC Clini-
ca Neurologica, Ospedale Bellaria, Dept. of Biomedical and Neuro-
motor Sciences, University of Bologna, Bologna

(3) Dept of Medical Sciences, University of Torino, Torino, Italy

(4) University of Geneva Medical School, Department of Genetic
Medicine and Development, 1211, Geneva, Switzerland

(5) Genomics Division, MS 84-171, Lawrence Berkeley National La-
boratory, Berkeley, CA 9472, USA

(6) Institute for Medical Genetics and Human Genetics, Charité -
Universitatsmedizin Berlin, Berlin, Germany

(7) A.O. Citta della Salute e della Scienza, S.C.D.U. Medical Gene-
tics, 10126, Torino, ltaly

(8) AQ Citta della Salute e della Scienza, Dept of Neurology, Torino, Italy
(9) Functional MR Unit, Policlinico S. Orsola — Malpighi, Dept. Of
Biomedical and Neuromotor Sciences, University of Bologna,
Bologna

ABSTRACT N. 76

Telethon Research Projects - Neurological Diseases

Principal Investigator BALESTRINO MAURIZIO
Telethon grant N. GEP13109

Total budget € 49.980

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2014

A NOVEL STRATEGY TO DELIVER GLUCOSE TO THE BRAIN UNDER
CONDITIONS OF GLUCOSE TRANSPORTER DEFICIENCY

INDIVIDUAZIONE DI UNA TERAPIA FARMACOLOGICA PER LA MA-
LATTIA DI DE VIVO O SINDROME DA DEFICIT DEL TRASPORTATO-
RE DEL GLUCOSIO

Garbati Patrizia (1), Millo Enrico (2), Salis Annalisa (2,3), Adriano
Enrico (1), Damonte Gianluca (2), Balestrino Maurizio (1)

(1) Dipartimento di Neuroscienze, Riabilitazione, Oftalmologia,
Genetica e Scienze Materno-Infantili (DiINOGMI), Universita di Ge-
nova - Largo Paolo Daneo 3, 16132 Genova - Italia Tel. 0103537078
Fax 0103537080 Mail mbalestrino@neurologia.unige.it

(2) Center of Excellence for Biomedical Research, Universita di Genova
(3) Dipartimento di Scienze della Terra dell’Ambiente e della Vita
(DISTAV), Universita di Genova

ABSTRACT N. 77

Telethon Research Projects - Neurological Diseases

Principal Investigator CRESTANI MAURIZIO
Telethon grant N. GEP14129

Total budget € 49.900

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2015

NOVEL PHARMACOLOGICAL APPROACHES TO INCREASE KETONE
BODIES AVAILABILITY IN GLUT1 DEFICIENCY SYNDROME

NUOVI APPROCCI FARMACOLOGICI PER AUMENTARE I LIVELLI DI
CORPI CHETONICI NEI PAZIENTI CON DEFICIT DEL TRASPORTATO-
RE GLUT1

Longo Raffaella, Ferrari Alessandra, Fiorino Erika, Fidone Alessan-
dra, Crestani Maurizio

“Giovanni Galli” Laboratory of Biochemistry and Molecular Biology
of Metabolism-Mass Spectrometry - Dipartimento di Scienze Far-
macologiche e Biomolecolari (DiSFeB), Universita degli Studi di Mi-
lano, via Balzaretti 9, 20133, Milano -Phone: +39 02 50318393/1 -
Fax: +39 02 50318391 - e-mail: Maurizio.Crestani@unimi.it

ABSTRACT N. 78

Telethon Research Projects - Neurological Diseases
ORLACCHIO ANTONIO
GGP10121

345.000

Duration (yrs): 2 ‘ Starting year: 2010

FILIPPO M. SANTORELLI, MARCO SERI,
ORSETTA ZUFFARDI

Principal Investigator
Telethon grant N.
Total budget €
Centres: 4

Partners

IDENTIFICATION OF NEW DISEASE-CAUSING GENES IN HEREDI-
TARY SPASTIC PARAPLEGIA

IDENTIFICAZIONE DI NUOVI GENI-MALATTIA NELLA PARAPLEGIA
SPASTICA EREDITARIA

Lo Giudice Temistocle (1), Di Lullo Martina (1), Montecchiani Cele-
ste (1), Mearini Marzia (1), Casella Antonella (1), Carosi Laura (1),
Lombardi Federica (1), Babalini Carla (1), D’Aloia Maria Michela (1),
Montieri Pasqua (1), Gaudiello Fabrizio (1), Miele Marialuisa (1),
Tessa Alessandra (2), Nesti Claudia (2), Pippucci Tommaso (3), Ma-
gini Pamela (3), Baptista Julia Pereira (3), Ciccone Roberto (4), Vetro
Annalisa (4), Nuzzo Angelo (4), Limongelli Ivan (4), Zuffardi Orsetta
(4), Seri Marco (3), Santorelli Filippo Maria (2), Orlacchio Antonio (1)

(1) Laboratorio di Neurogenetica, CERC-IRCCS Santa Lucia, Roma;
Dipartimento di Medicina dei Sistemi, Universita di Roma “Tor Ver-
gata”, Roma - Laboratorio di Neurogenetica, CERC-IRCCS Santa Lu-
cia, Via del Fosso di Fiorano 64, 00143 Roma. Tel: 06-501703308;
fax: 06-501703312; email: a.orlacchio@hsantalucia.it

(2) Laboratorio di Medicina Molecolare e Neurogenetica delle Ma-
lattie Neurodegenerative, Dipartimento di Medicina Molecolare,
IRCCS Stella Maris, Calambrone (Pisa)

(3) Dipartimento di Scienze Mediche e Chirurgiche, Universita di
Bologna, Bologna

(4) Dipartimento di Medicina molecolare, Universita di Pavia, Pavia

ABSTRACT N. 79

Telethon Research Projects - Neurological Diseases

Principal Investigator DAGA ANDREA

Telethon grant N. GGP11189

Total budget € 306.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

MODELS OF ATLASTIN FUNCTION AND DYSFUNCTION

MODELLI DI FUNZIONE E DISFUNZIONE DI ATLASTINA

Misticoni Giulia (1), Pendin Diana (2), Daga Andrea (1)

(1) Istituto Scientifico E. Medea - Largo Meneghetti 2, Padova; tel
0498275778; fax: 0498275011; email: andrea.daga@gmail.com

(2) CNR, Neuroscience Institute University of Padova, Department
of Biomedical Sciences Viale G. Colombo, 3 35131 Padova

ABSTRACT N. 80

Telethon Research Projects - Neurological Diseases

Principal Investigator D’ADDA DI FAGAGNA FABRIZIO
Telethon grant N. GGP12059

Total budget € 210.600

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012
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THE ROLE OF TRANSCRIPTION IN THE CONTROL OF ATM ACTIVA-
TION

IL RUOLO DELLA TRASCRIZIONE NEL CONTROLLO DELL’ATTIVA-
ZIONE DI ATM

Michelini Flavia (1), Sharma Sheetal (1), Vitelli Valerio (1), Gioia
Ubaldo (1), D’Adda Di Fagagna Fabrizio (1,2)

(1) IFOM, the FIRC Institute of Molecular Oncology, Via Adamello
16 - 20139 Milan - ITALY, tel. 02574303227, fax 02574303088, E-
mail: fabrizio.dadda@ifom.eu

(2) Istituto di Genetica Molecolare, National Research Council, Via
Abbiategrasso 207 - 27100 Pavia - ITALY, tel. 03825461, fax
0382422286, E-mail: fabrizio.dadda@igm.cnr.it

ABSTRACT N. 81

Telethon Research Projects - Neurological Diseases

Principal Investigator FOIANI MARCO

Telethon grant N. GGP12171

Total budget € 331.500

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

MODEL SYSTEMS TO IDENTIFY GENES AND FACTORS IN THE SIG-
NAL TRANSDUCTION PATHWAY DEFECTIVE IN ATAXIA TELANG-
IECTASIA PATIENTS

SISTEMI MODELLO PER IDENTIFICARE GENI E FATTORI NEI PRO-
CESSI MOLECOLARI DIFETTIVI NEI PAZIENTI DI ATAXIA TELAN-
GIECTASIA

Ferrari Elisa, Kidiyoor Gururaj, Foiani Marco

IFOM, the FIRC Institute of Molecular Oncology, Via Adamello, 16 -
20139 Milan, Italy - Tel: +39 02 574303238 - Fax: +39 02 574303231
marco.foiani@ifom.eu

ABSTRACT N. 82

Telethon Research Projects - Neurological Diseases

Principal Investigator COSTANZO VINCENZO
Telethon grant N. GGP13071

Total budget € 283.800

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2013

UNDERSTANDING ATM DEPENDENT CONTROL OF CELLULAR ME-
TABOLISM

CAPIRE IL CONTROLLO DEL METABOLISMO CELLULARE DA PARTE
DIATM

Costanzo Vincenzo, Vinciguerra Maria

IFOM, istituto FIRC di Oncologia Molecolare, Via Adamello 16, Mi-
lano, 20139, 02 574303231

ABSTRACT N. 83

Telethon Research Projects - Neurological Diseases

Principal Investigator DELIA DOMENICO

Telethon grant N. GGP14164

Total budget € 445.690

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2014
LORENZO MAGRASSI

Partners

DETERMINANTS OF NEURODEGENERATION IN ATAXIA TELANG-
IECTASIA

DETERMINANTI DELLA NEURODEGENERAZIONE NELL’ATASSIA
TELANGIECTASIA

Carlessi Luigi, Corti Alessandro, Delia Domenico

Fondazione IRCCS Istituto Nazionale Tumori, DOSMM, Via Amadeo
42, 20133 Milano, Italy - (02-23902641-Domenico.Delia@istituto-
tumori.mi.it)

ABSTRACT N. 84

Telethon Research Projects - Neurological Diseases

Principal Investigator TESTI ROBERTO

Telethon grant N. GGP11102

Total budget € 373.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

INVESTIGATING NEW THERAPEUTIC APPROACHES TO FRIEDRE-
ICH’S ATAXIA

STUDIO DI NUOVE STRATEGIE TERAPEUTICHE PER L’ATASSIA DI
FRIEDREICH

Rufini Alessandra (1,2), Fortuni Silvia (1,2), Benini Monica (1), Ca-
vallo Francesca (1), Condo Ivano (1), De Martino Gabriella (1), In-
cani Ottaviano (1), Massaro Damiano Sergio (1), Alfedi Giulia (1),
Alaimo Giorgia (1), Di Venere Almerinda (3), Malisan Florence (1),
Serio Dario (1), Testi Roberto (1,2)

(1) Laboratory of Signal Transduction, Department of Biomedi-
cine and Prevention, University of Rome “Tor Vergata”, Italy -
Laboratory of Signal Transduction, Department of Biomedicine
and Prevention, University of Rome “Tor Vergata”, Via Montpel-
lier 1, 00133, Rome, Italy, tel 06 72596503, roberto.testi@uniro-
ma2.it
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dia (3), Guadagno Noemi A (3), Lupo Giuseppe (3), Carucci Nicoletta
(3), Timpano Valentina (3), Miranda Elena (3), Bolognesi Martino (1)

(1) Dipartimento di Bioscienze, Universita di Milano, Via Celoria
26, Milano, ltalia

(2) Istituto di Biofisica, CNR, Palermo, Italia

(3) Dipartimento di Biologia e biotecnologie Charles Darwin, Uni-
versita la Sapienza, Roma, Italia

ABSTRACT N. 103

Telethon Research Projects - Neurological Diseases
DI FEDE GIUSEPPE
GGP10120
502.400

Duration (yrs): 3 ‘ Starting year: 2010
GIUSEPPE DI FEDE, LUISA DIOMEDE

Principal Investigator

Telethon grant N.
Total budget €
Centres: 2

Partners

BAD GENE, GOOD GENE: A RECESSIVE APP MUTATION CAN BE
BOTH. NEW THERAPEUTIC PERSPECTIVE FOR ALZHEIMER'’S DIS-
EASE BASED ON AN ABETA VARIANT WITH DOMINANT-NEGA-
TIVE EFFECT ON AMYLOIDOGENESIS

NUOVE PROSPETTIVE TERAPEUTICHE PER LA MALATTIA DI
ALZHEIMER BASATE SU UNA VARIANTE DI ABETA CHE INIBISCE
L’AMILOIDOGENESI

Diomede Luisa (2), Catania Marcella (1), Romeo Margherita (2),
Morbin Michela (1), Gobbi Marco (2), Maderna Emanuela (1), Mo-
da Fabio (1), Palamara Luisa (1), Colombo Laura (2), Rossi Alessan-
dro (2), Cagnotto Alfredo (2), Salmona Mario (2), Tagliavini Fabri-
zio (1), Di Fede Giuseppe (1)

(1) U.O. Neurology V - Neuropathology, Fondazione IRCCS “Carlo
Besta” Neurological Institute, Milan, Italy - Dr. Giuseppe di Fede,
Laboratorio di Genetica e Biochimica delle Demenze, Fondazione
IRCCS “Carlo Besta” Neurological Institute, Via Amadeo 42,
20133 Milano, Tel. +390223944583, fax +390223944711, email:
gdifede@istituto-besta.it

(2) Department of Molecular Biochemistry and Pharmacology, Isti-
tuto di Ricerche Farmacologiche IRCCS “Mario Negri”, Milan, Italy
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ABSTRACT N. 104

Telethon Research Projects - Neurological Diseases
BARTESAGHI RENATA
GGP12149
296.400

Duration (yrs): 3 ‘ Starting year: 2012
LAURA CALZA, JACOPO MAGISTRETTI

Principal Investigator
Telethon grant N.
Total budget €
Centres: 3

Partners

PREVENTIVE THERAPY OF MENTAL RETARDATION IN DOWN SYN-
DROME BY A NOVEL GAMMA-SECRETASE INHIBITOR: FOCUS ON
APP-DEPENDENT MECHANISMS IN NEURODEVELOPMENT

TERAPIA PREVENTIVA DEL RITARDO MENTALE NELLA SINDROME
DI DOWN CON UN NUOVO INIBITORE DELLA GAMMA-SECRETASI:
MECCANISMI APP-DIPENDENTI NELLO SVILUPPO DEL SISTEMA
NERVOSO

Giacomini Andrea (1), Raspanti Alessandra (2), Magistretti Jacopo
(2), Calza Laura (3), Bartesaghi Renata (1)

(1) Department of Biomedical and Neuromotor Sciences, University
of Bologna, Italy. - Piazza di Porta San Donato 2, 40126 Bologna, Tel.
0512091727 - Fax 0512091737 - e-mail renata.bartesaghi@unibo.it

(2) Department of Biology and Biotechnology “L. Spallanzani”, Uni-

(2) Department of Biology and Biotechnologies, University of Pavia
(3) Institute of Biochemistry, Christian Albrechts University of Kiel

ABSTRACT N. 107

DTI - Neurological Diseases

Principal Investigator MARTELLO GRAZIANO
Telethon grant N. TCP13013

Total budget € 517.000

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2014

DISSECTING THE MOLECULAR FUNCTION OF MUTANT HUNT-
INGTIN WITH STEM CELLS

CARATTERIZZARE A LIVELLO MOLECOLARE L’ATTIVITA DI HUN-
TINGTIN MUTATA UTILIZZANDO CELLULE STAMINALI

Ferlazzo Giorgia, Carbognin Elena, Martello Graziano
Dipartimento di Medicina Molecolare, Universita di Padova - Com-
plesso Vallisneri - Viale Colombo 3, 35131 Padova. - tel: +39 049

8276088 fax: +39 049 8276079 email: graziano.martello@unipd.it
GMartello@Dti.Telethon.it

ABSTRACT N. 108

versity of Pavia, Italy Telethon Research Projects - Neurological Diseases

(3) Health .Sciences and Technologies. - Inferdepartmental Center Principal Investigator AROSIO PAOLO

for Industrial Research (HST-ICIR), University of Bologna, Italy Telethon grant N. GGP10099

ABSTRACT N. 105 Total budget € 585.800

Centres: 5 Duration (yrs): 3 ‘ Starting year: 2010

Telethon Research Projects - Neurological Diseases Partners OTTAVIO CREMONA, MARCO GIORGIO,
Principal Investigator CATTANEO ELENA FABIO GROHOVAZ, SONIA LEVI
Telethon grant N. GGP12122
Total budget € 192.000 ANIMAL MODELS OF NEUROFERRITINOPATHIES FOR THE STUDY
Centres: 1 Duration (yrs): 2 ‘ Starting year: 2012 OF THE ROLE OF IRON IN NEURODEGENERATION

IMPACT OF REDUCED GLIAL-DERIVED CHOLESTEROL IN HUNT-
INGTON'’S DISEASE

IMPATTO DELLA MINOR PRODUZIONE DI COLESTEROLO DI ORI-
GINE GLIALE NELLA MALATTIA DI HUNTINGTON

Valenza Marta (1), Di Paolo Eleonora (1), Marullo Manuela (1), Cesana
Elisabetta (2), Zuccato Chiara (1), Biella Gerardo (2), Cattaneo Elena (1)

(1) Department of Biosciences and Centre for Stem Cell Research,
Universita degli Studi di Milano (Italy) - via Viotti 3/5, 20133 Mila-
no; tel: 02-50325840; elena.cattaneo@unimi.it

(2) Department of Biology and Biotechnology “Lazzaro Spallanza-
ni”, University of Pavia, Pavia

ABSTRACT N. 106

Telethon Research Projects - Neurological Diseases

Principal Investigator ZUCCATO CHIARA

Telethon grant N. GGP13053

Total budget € 180.900

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2013

ROLE OF ADAM10 IN HUNTINGTON’S DISEASE

IL RUOLO DI ADAM10 NELLA MALATTIA DI HUNTINGTON
Battaglia Elisa (1), Conforti Paola (1), Talpo Francesca (2), Saftig
Paul (3), Biella Gerardo (2), Cattaneo Elena (1), Zuccato Chiara (1)

(1) Department of Biosciences and Center for Stem Cell Research,
Universita degli Studi di Milano - Via Viotti 3/5 20133 Milano (Italy)
phone: +39 02 50325839 fax: +39 02 50325843 email: chiara.zuc-
cato@unimi.it

MODELLI ANIMALI DI NEUROFERRITINOPATIE PER LO STUDIO
DEL RUOLO DEL FERRO NELLA NEURODEGENERAZIONE

Cremona Ottavio (2), Giorgio Marco (3), Grohovaz Fabio (2), Levi
Sonia (2), Arosio Paolo (1)

(1) Laboratorio di Biologia Molecolare, Dipartimento di Medicina
Molecolare e Traslazionale, Univesrita di Brescia - Viale Europa 11,
25123 Brescia, tel. 030-3717303/1, fax: 030-3717305, email: pao-
lo.arosio@unibs.it

(2) Universita Vita-Salute & San Raffaele Scientific Institute, Via Ol-
gettina 58, 20132 Milano

(3) Dipartimento di Oncologia Sperimentale, Istituto Europeo di
Oncologia, Via Adamello, 16 -20139 Milano

ABSTRACT N. 109

Telethon Research Projects - Neurological Diseases

Principal Investigator LEVI SONIA

Telethon grant N. GGP11088

Total budget € 502.400

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2011
SONIA LEVI, DARIO FINAZZI, VALERIA TIRANTI

Partners

THE ROLE OF IRON AND MITOCHONDRIA IN THE PATHOGENESIS
OF PANTOTHENATE KINASE ASSOCIATED NEURODEGENERATION
(PKAN): DEVELOPMENT OF NEW NEURONAL CELLULAR SYSTEMS
AND ANALYSIS OF A MOUSE MODEL

RUOLO DEL FERRO E DEI MITOCONDRI NELLA PATOGENESI DELLA
NEURODEGENERAZIONE ASSOCIATA A PANTOTENATO CHINASI
(PKAN): SVILUPPO DI NUOVI MODELLI CELLULARI NEURONALI E
ANALISI DI UN MODELLO DI MALATTIA MURINO
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Santambrogio Paolo (2), Guaraldo Michela (3), Dusi Sabrina (4),
Colombelli Cristina (4), Aoun Manar (4), Finazzi Dario (5), Tiranti
Valeria (4), Levi Sonia (1)

(1) University Vita-Salute San Raffaele, Milano and Division of Neu-
roscience, San Raffaele Scientific Institute, Milano - Via Olgettina
58, Milano, Italy, 0226434755, 0226434844, levi.sonia@hsr.it

(2) Division of Neuroscience, San Raffaele Scientific Institute, Milano
(3) University Vita-Salute San Raffaele, Milano

(4) IRCCS Foundation Neurological Institute Carlo Besta, Milano
(5) Universita di Brescia, Brescia; Italy

ABSTRACT N. 110

Telethon Research Projects - Neurological Diseases

Principal Investigator DE FRANCESCHI LUCIA
Telethon grant N. GGP13005

Total budget € 185.800

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2013

ANALYSIS OF LYN CORE SIGNALING MACHINERY IN NEUROACAN-
THOCYTOSIS

ANALISI FUNZIONALE DEL SISTEMA LYN RELATO NELLA NEURO-
ACANTOCITOSI

lupo Francesca (1), Tibaldi Elena (2), Matte’ Alessandro (1), Bruna-
ti AnnaMaria (2), Siciliano Angela (1), Danek Adrian (3), Walker
Ruth H (4), Hermann Andreas (5), De Franceschi Lucia (1)

(1) Department of Medicine, University of Verona; Policlinico GB Rossi,
P.Le L. Scuro, 10; 37134 Verona +390458124918; +390458027473;
lucia.defranceschi@univr.it

(2) Department of Department of Biochemstry, University of Pado-
va, Padova; Padova, Italy

(3) Department of Neurology, Ludwig-Maximilians-Universitat,
Munich, Germany

(4) Department of Neurology, James J Peters VAMC, Bronx, New
York, and Mount Sinai School of Medicine, New York, USA

(5) Department of Neurology, Dresden University of Technology
and German Centre for Neurodegenerative Disease (DZNE), Dres-
den,Germany

ABSTRACT N. 111

Telethon Research Projects - Neurological Diseases

Principal Investigator CHIEREGATTI EVELINA
Telethon grant N. GGP10109

Total budget € 187.500

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2010

PATHOGENETIC MECHANISMS OF FAMILIAL PARKINSON’S DIS-
EASE: WT AND A30P ALPHA-SYNUCLEINS AFFECT THE STRUC-
TURE OF MICROFILAMENTS AND INTERMEDIATE FILAMENTS.
PATHWAYS AND EFFECTS ON CYTOSKELETAL DYNAMICS

MECCANISMI PATOGENETICI DEL MORBO DI PARKINSON FAMI-
LIARE: ALPHA-SYNUCLEINA E LA SUA FORMA MUTATA A30P AGl-
SCONO SULLA STRUTTURA DEI MICROFILAMENTI E DEI FILAMEN-
TI INTERMEDI. VIE DI SEGNALAZIONE ED EFFETTI SULLE DINAMI-
CHE CITOSCHELETRICHE

Emanuele Marco (1), Ronzitti Giuseppe (1,2), Bellani Serena (3),
Bucci Giovanna (4,5), Mescola Andrea (6), Leo Damiana (1), Tilve
Sharada (1), Canale Claudio (6), Difato Francesco (1), Gainetdinov
Raul (1,7), Mochida Sumiko (8), Stephens Gary (4), Valtorta Flavia
(3), Chieregatti Evelina (1)

(1) Department of Neuroscience and Brain Technologies, Istituto Ital-

iano di Tecnologia, via Morego 30, 16163, Genova, Italy - +39-010-
71781740, fax: +39-010-71781230, email: evelina.chieregatti@iit.it
(2) Genethon, Evry, 91000 France

(3) Division of Neuroscience, San Raffaele Scientific Institute and
Vita-Salute University, 20132 Milano, Italy

(4) School of Pharmacy, University of Reading, Whiteknights,
Reading, RG6 6AJ, UK

(5) Department of Physics, University of Oxford, Oxford, OX1 3PU, UK
(6) Department of Nanophysics, Istituto Italiano di Tecnologia,
16163, Genova, Italy

(7) Skolkovo Institute of Science and Technology Skolkovo,
Moscow region, 143025 and Faculty of Biology and Soil Science, St.
Petersburg State University, St. Petersburg, 199034, Russia

(8) Department of Physiology, Tokyo Medical University, 6-1-1
Shinjuku, Tokyo 160-8402, Japan

ABSTRACT N. 112

Telethon Research Projects - Neurological Diseases

Principal Investigator VALENTE ENZA MARIA
Telethon grant N. GGP10140

Total budget € 180.000

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2010

PINK1, MUTATED IN AUTOSOMAL RECESSIVE PARKINSON’S DIS-
EASE, INTERACTS WITH THE PROAUTOPHAGIC PROTEIN BECLIN1
AND ITS ANTIAPOPTOTIC PARTNER BCL-XL: UNRAVELING THE
SIGNIFICANCE OF THESE INTERACTIONS AT THE CROSSROAD OF
MULTIPLE NEUROPROTECTIVE PATHWAYS

PINK1, UNA PROTEINA MUTATA NELLA MALATTIA DI PARKIN-
SON A TRASMISSIONE AUTOSOMICA RECESSIVA, INTERAGISCE
CON LA PROTEINA PROAUTOFAGICA BECLIN1 E CON IL SUO
PARTNER ANTIAPOPTOTICO BCL-XL: CARATTERIZZAZIONE DEL
RUOLO NEUROPROTETTIVO DI QUESTE INTERAZIONI ATTRAVER-
SO LA REGOLAZIONE DI MULTIPLE VIE CELLULARI

Gelmetti Vania (1), Torosantucci Liliana (1), De Rosa Priscilla (1), Arena
Giuseppe (1), Romagnoli Alessandra (3), Di Rienzo Martina (3,5), Pia-
centini Mauro (3,5), Fimia Gianmaria (3,4), Valente Enza Maria (1,2)

(1) IRCCS Casa Sollievo della Sofferenza, CSS-Mendel Institute - via-
le Regina Margherita 261 - 00198 Rome, Italy. Tel +39 06 4416
0537, fax +39 06 4416 0548, email: e.valente@css-mendel.it

(2) Section of Neurosciences, Dept. of Medicine and Surgery, Uni-
versity of Salerno, Salerno, Italy

(3) National Institute for Infectious Diseases “Lazzaro Spallanzani”
IRCCS

(4) Dept. of Biological and Environmental Sciences and Technolo-
gies (DiSTeBA), University of Salento, Lecce, Italy

(5) Dept. of Biology, University of Rome ‘Tor Vergata’, Rome, Italy

ABSTRACT N. 113

Telethon Research Projects - Neurological Diseases

Principal Investigator GOLDWURM STEFANO
Telethon grant N. GGP11164

Total budget € 94.500

Centres: 3 Duration (yrs): 2 ‘ Starting year: 2011
JOHN LANDERS, STEFANO DUGA

Partners

IDENTIFICATION OF RECESSIVE GENES CAUSATIVE FOR PARKIN-
SON’S DISEASE USING EXOME SEQUENCING

IDENTIFICAZIONE DI GENI RECESSIVI CHE PROVOCANO LA MALAT-
TIA DI PARKINSON TRAMITE SEQUENZA COMPLETA DELL’ESOMA

Duga Stefano (3), Landers John (2), Tesei Silvana (1), Cilia Roberto
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(1), Siri Chiara (1), Asselta Rosanna (3), Solda Giulia (3), Rimoldi Va-
leria (3), Pezzoli Gianni (1), Goldwurm Stefano (1)

(1) Parkinson Institute, Istituti Clinici di Perfezionamento, Milan,
Italy. - Via Bignami 1, 20126, Mlano, tel +39 02 57993319; Fax +39
02 5799 3468; email: goldwurm@parkinson.it

(2) University of Massachusetts Medical School, Worcester, Mas-
sachusetts, USA

(3) Humanitas University, Rozzano (Milan), Italy

ABSTRACT N. 114

Telethon Research Projects - Neurological Diseases
GREGGIO ELISA

GGP12237

350.000

Duration (yrs): 3 ‘ Starting year: 2012

GIOVANNI PICCOLI, FRANCO ONOFRI,
MICHELE MORARI

Principal Investigator
Telethon grant N.
Total budget €
Centres: 4

Partners

FUNCTION AND DYSFUNCTION OF THE PARKINSON'’S DISEASE KI-
NASE LRRK2 AT THE PRE-SYNAPTIC SITE

FUNZIONE E DISFUNZIONE A LIVELLO PRESINAPTICO DI LRRK2, UNA
PROTEINA CHINASI ASSOCIATA ALLA MALATTIA DI PARKINSON

Civiero Laura (1), Cirnaru Maria-Daniela (2), Marte Antonella (3),
Longo Francesco (4), Russo Isabella (1), Belluzzi Elisa (1), Gonnelli
Adriano (1), Bubacco Luigi (1), Morari Michele (4), Onofri Franco
(3), Piccoli Giovanni (2), Greggio Elisa (1)

(1) Department of Biology, University of Padova, Via Ugo Bassi
58/B, 35131, Padova, Italy. Tel: +39 0498276244, Fax: +39
0498276300, email: elisa.greggio@unipd.it

(2) Division of Neuroscience, San Raffaele Scientific Institute and
Vita-Salute University, Milan, Italy

(3) Department of Experimental Medicine, University of Genova,
Genova, ltaly

(4) Department of Medical Sciences, Section of Pharmacology,
University of Ferrara, Ferrara, Italy

ABSTRACT N. 115

Telethon Research Projects - Neurological Diseases

Principal Investigator FORLONI GIANLUIGI
Telethon grant N. GGP10208

Total budget € 237.200

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2011

BENEDETTO IGNAZIO ROITER,
FABRIZIO TAGLIAVINI

Partners

FATAL FAMILIAL INSOMNIA: PREVENTIVE TREATMENT WITH
DOXYCYCLINE OF AT RISK INDIVIDUALS

INSONNIA FATALE FAMILIARE: TRATTAMENTO PREVENTIVO CON
DOXICICLINA IN SOGGETTI A RISCHIO GENETICO DI MALATTIA

Forloni Gianluigi (1), Tettamanti Mauro (1), Lucca Ugo (1), Albane-
se Yasmin (1), Chiesa Roberto (1), Erbetta Alessandra (2), Villani
Flavio (2), Redaelli Veronica (2), Tagliavini Fabrizio (2), Artuso Vla-
dimiro (3), Roiter Ignazio (3)

(1) Dipartimento di Neuroscienze, Istituto di Ricerche Farmacolo-
giche “Mario Negri”, Via La Masa 19, 20156 Milano, Italy
Tel.02.39014462; Fax 0239001916

(2) Fondazione IRCCS - Istituto Neurologico “Carlo Besta”, Milano,
Italy

(3) Dipartmento di Medicina Interna, Unita Operativa di Medicina,
Oderzo - ASL 9 Treviso ASL 9 Treviso, Italy

ABSTRACT N. 116

Telethon Research Projects - Neurological Diseases

Principal Investigator MATTEOLI MICHELA
Telethon grant N. GGP12115

Total budget € 374.800

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2012
ROBERTO CHIESA

Partners

MUTANT PRION PROTEIN IMPAIRS DELIVERY OF VOLTAGE GAT-
ED CALCIUM CHANNELS TO THE PRESYNAPTIC MEMBRANE:
MECHANISMS OF NEUROTOXICITY AND POTENTIAL THERAPEU-
TIC STRATEGIES

LA PROTEINA PRIONICA MUTATA IMPEDISCE L’INSERZIONE DI
CANALI PER IL CALCIO VOLTAGGIO-DIPENDENTI NELLA MEMBRA-
NA PRESINAPTICA: ANALISI DEI MECCANISMI DI NEUROTOSSI-
CITA E POTENZIALI STRATEGIE TERAPEUTICHE

Morini Raffaella (1), Restelli Elena (2), Ghirardini Elsa (1), Senatore
Assunta (2), Pozzoli Manuela (2), Bertani llaria (2), Chiesa Roberto
(2), Matteoli Michela (1)

(1) IRCCS Humanitas Research Institute, 20089 Rozzano (M), Italy.
- Laboratory of Pharmacology and Brain Pathology,IRCCS Humani-
tas Research Institute, via Manzoni 56, 20089 Rozzano (Ml), Italy.
Tel: 0282245202, michela.matteoli@humanitasresearch.it

(2) IRCCS - Mario Negri Institute for Pharmacological Research,
20156 Milano, Italy

ABSTRACT N. 117

DTI - Neurological Diseases

Principal Investigator CHIESA ROBERTO

Telethon grant N. TCR08005

Total budget € 800.000

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2009

CELLULAR MECHANISMS OF SYNAPTIC DYSFUNCTION IN INHER-
ITED PRION DISEASES

MECCANISMI CELLULARI DI DISFUNZIONE SINAPTICA NELLE MA-
LATTIE DA PRIONI FAMILIARI

Bouybayoune Ihssane (1), Mantovani Susanna (1), Del Gallo Fede-
rico (2), Bertani llaria (1), Restelli Elena (1), Comerio Liliana (1), Ta-
pella Laura (1), Baracchi Francesca (2), Fernandez-Borges Natalia
(3), Mangieri Michela (4), Bisighini Cinzia (1), Beznoussenko Galina
v (5), Paladini Alessandra (1), Balducci Claudia (1), Micotti Edoardo
(1), Forloni Gianluigi (1), Castilla Joaquin (3), Fiordaliso Fabio (1),
Tagliavini Fabrizio (4), Imeri Luca (2), Chiesa Roberto (1)

(1) IRCCS - Istituto di Ricerche Farmacologiche Mario Negri - Via G.
La Masa 19 20156 Milano, Italy Tel. 0239014428, e-mail: rober-
to.chiesa@marionegri.it

(2) Universita degli Studi di Milano, Italy

(3) CIC bioGUNE, Parque Tecnoldgico de Bizkaia, Spain

(4) IRCCS - Istituto Neurologico Carlo Besta, Milano, Italy

(5) IFOM - FIRC Istituto di Oncologia Molecolare, Milano, Italy

ABSTRACT N. 118

Telethon Research Projects - Neurological Diseases

Principal Investigator LANDSBERGER NICOLETTA
Telethon grant N. GGP10032

Total budget € 398.600

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2010
SILVIA SODDU

Partners

48




NEUROLOGICAL DISEASES

MECP2 PHOSPHORYLATION AND RELATED KINASES IN RETT SYN-
DROME AND EARLY INFANTILE EPILEPTIC ENCEPHALOPATHY 2

RUOLO DELLA FOSFORILAZIONE DI MECP2 E DELLE CHINASI IM-
PLICATE NELLA SINDROME DI RETT E NELL’ENCEFALOPATIA EPI-
LETTICA INFANTILE PRECOCE-2

La Montanara Paolo (2), Rusconi Laura (2), Barbiero Isabella (2),
Tramarin Marco (2), Kilstrup-Nielsen Charlotte (2), Landsberger Ni-
coletta (1,2)

(1) Division of Neuroscience, San Raffaele Scientific Institute, Via
Olgettina 58, 20132 Milano - Tel.: 02-26436278; email: landsberg-
er.nicoletta@hsr.it

(2) Department of Theoretical and Applied Sciences, Section of
Biomedical Research, University of Insubria, Busto Arsizio

ABSTRACT N. 119

Telethon Research Projects - Neurological Diseases

Principal Investigator BROCCOLI VANIA

Telethon grant N. GGP11110

Total budget € 349.700

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2011
ALESSANDRA RENIERI

Partners

MOLECULAR BASES AND IN VITRO MODELING OF CDKL5 DE-
PENDENT INFANTILE NEUROLOGICAL DISORDERS

BASI MOLECOLARI E MODELLI CELLULARI DELLE MALATTIE NEU-
ROLOGICHE INFANTILI CAUSATE DA MUTAZIONI DEL GENE CDKL5
Ricciardi Sara (1,2), Stefanelli Gilda (1,3), Scarongella Helena (1),
Biffo Stefano (2), Broccoli Vania (1)

(1) San Raffaele Scientific Institute, Via Olgettina 58, 20132 Milan

(2) INGM, Fondazione Istituto Nazionale Genetica Molecolare, Milan
(3) Department of Theoretical and Applied Sciences, Division of
Biomedical Research, University of Insubria, Busto Arsizio

ABSTRACT N. 120

Telethon Research Projects - Neurological Diseases

Principal Investigator

CIANI ELISABETTA

Telethon grant N.

GGP11147

458.700

Total budget €
Centres: 4

Duration (yrs): 3 ‘ Starting year: 2011

LAURA CALZA, TOMMASO PIZZORUSSO,
GIOVANNI PERINI

MECHANISMS UNDERLYING NEURODEVELOPMENTAL ALTER-
ATIONS IN A MOUSE MODEL OF CDKLS DISORDER

MECCANISMI ALLA BASE DELLE ALTERAZIONI CEREBRALI NEL DI-
SORDINE CDKL5

De Franceschi Marianna (1), Pizzorusso Tommaso (2,3), Della Sala
Grazia (3), Giustetto Maurizio (4), Pizzo Riccardo (4), Calza Laura
(6), Sivilia Sandra (6), Perini Giovanni (5), Ciani Elisabetta (1)

Partners

(1) Dipartimento di Scienze Biomediche e Neuromotorie, Univer-
sita di Bologna - DIBINEM, Piazza di Porta San Donato 2, 40126 Bo-
logna, tel 051 2091773, fax 051 2091737, email: elisabetta.cia-
ni@unibo.it

(2) Instituto di Neuroscience CNR, Pisa

(3) Dipartimento NEUROFARBA, Universita di Firenze

(4) Dipartimento di Neuroscience, Universita di Torino

(5) Dipartimento di Farmacia e Biotecnologie, Universita di Bologna
(6) Dipartimento di Scienze Mediche e Chirurgiche, Universita di
Bologna

ABSTRACT N. 121

Telethon Research Projects - Neurological Diseases

Principal Investigator SALA CARLO

Telethon grant N. GGP11095

Total budget € 429.000

Centres: 4 Duration (yrs): 3 ‘ Starting year: 2012

Partners ALEXANDER DITYATEV, VANIA BROCCOLI,
MAURIZIO GIUSTETTO

IDENTIFICATION OF NEURONAL ALTERATIONS UNDERLYING SHANK3
MUTATIONS AND THEIR RESCUE BY GENETIC/PHARMACOLOGICAL
THERAPIES IN ANIMAL MODELS AND PATIENTS’ DERIVED IPS CELLS

CARATTERIZZAZIONE DELLE ALTERAZIONI NEURONALI INDOTTE
DALLE MUTAZIONI DI SHANK3 E SVILUPPO DI APPROCCI TERA-
PEUTICI FARMACOLOGICI E GENETICI UTILIZZANDO MODELLI
ANIMALI E CELLULE IPS DEI PAZIENTI

Verpelli Chiara (1), Vicidomini Cinzia (1), Mossa Adele (1), Sch-
meisser Michael J. (2), Scalmani Paolo (3), Ponzoni Luisa (4), Sala
Mariaelvina (4,1), Mantegazza Massimo (3), Bockers Tobias M. (2),
Broccoli Vania (5), Giustetto Maurizio (6), Morello Noemi (6),
Dityatev Alexander (7), Sala Carlo (1)

(1) CNR Istituto di Neuroscienze - Via Vanvitelli 32 - 20129 Milano
- Tel. 0250317096 - Fax 0250317132 - Email c.sala@in.cnr.it

(2) Institute for Anatomy and Cell Biology, Ulm University, Ulm,
Germany

(3) Dipartimento di Neurofisiopatogia, Fondazione Instituto Neu-
rologico Carlo Besta, Milano

(4) BIOMETRA Universita degli Studi di Milano, Milano

(5) Division of Neuroscience, Fondazione Centro San Raffaele del
Monte Tabor, Milano

(6) Dipartimento di Anatomia, Farmacologia e Medicina Legale,
Universita di Torino e Istituto Nazionale di Neuroscienze, Torino
(7) Dipartimento di Neuroscienze Fondazione Istituto Italiano di
Tecnologia, Genova

ABSTRACT N. 122

Telethon Research Projects - Neurological Diseases

Principal Investigator

CHERUBINI ENRICO

Telethon grant N.

GGP11043

385.600
Duration (yrs): 3 ‘ Starting year: 2011
ANDREA BARBERIS

Total budget €
Centres: 2

Partners

MECHANISMS UNDERLYING ALTERED GABAERGIC SIGNALING IN THE
HIPPOCAMPUS OF TRANSGENIC MICE CARRYING THE HUMAN R451C
MUTATION OF THE NLG3 GENE: AN ANIMAL MODEL OF AUTISM

MECCANISMI ALLA BASE DI UNA ALTERATA TRASMISSIONE GA-
BAERGICA NELL’IPPOCAMPO DI TOPI TRANSGENICI PORTATORI
DELLA MUTAZIONE UMANA R451C NEL GENE CODIFICANTE LA
NLG3: UN MODELLO ANIMALE DI AUTISMO

Barberis Andrea (1), Bialowas Andrzej Jan (2), Cellot Giada (2),
Cherubini Enrico (2,3), Petrini Enrica Maria (1), Ruggeri Federica
(2), Stancheva Stefka (1), Wiera Grzegorz (2), Zacchi Paola (2)

(1) Department of Neuroscience and Brain Technologies, The Ital-
ian Institute of Technology, Via Morego 30, 16163 Genova, ltaly. -
Enrico Cherubini, SISSA, Via Bonomea 265, 34136 Trieste, Italy.
Tel: 040-3787704; Fax: 040-3787702; E-mail: cher@sissa.it

(2) Department of Neuroscience, International School for Ad-
vanced Studies (SISSA), Via Bonomea 265, 34136 Trieste, Italy

(3) European Brain Research Institute (EBRI), Via del Fosso di Fio-
rano 64, 00143 Roma, Italy
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ABSTRACT N. 123

Telethon Research Projects - Neurological Diseases

Principal Investigator SICCA FEDERICO

Telethon grant N. GGP11188

Total budget € 384.300

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2011
MAURO PESSIA, ELENA AMBROSINI

Partners

ROLE OF ASTROCYTIC INWARDLY-RECTIFYING K CHANNELS IN
THE PATHOGENESIS OF AUTISM SPECTRUM DISORDERS WITH
SUSCEPTIBILITY TO SEIZURES (AUTISM-EPILEPSY PHENOTYPE)

RUOLO DEI CANALI RETTIFICATORI DI INGRESSO DEL K+ ASTROCI-
TARI NELLA PATOGENESI DEI DISTURBI DELLO SPETTRO AUTISTI-
CO CON SUSCETTIBILITA ALLE CRISI EPILETTICHE (FENOTIPO AUTI-
SMO-EPILESSIA)

Ambrosini Elena (2), Pessia Mauro (3), Apicella Fabio (1), Baldini
Sara (1), Brignone Maria Stefania (2), Conti Valerio (4), D’Adamo
Maria Cristina (3), Grottesi Alessandro (5), Guerrini Renzo (4,1),
Lanciotti Angela (2), Marchese Maria (1), Moro Francesca (1), Na-
politano Carlo (6), Priori Silvia (6), Santorelli Filippo Maria (1), Tan-
credi Raffaella (1), Valvo Giulia (1), Sicca Federico (1)

(1) Clinical Neurophysiology and Neurogenetics Laboratories, De-
partment of Developmental Neuroscience, IRCCS Stella Maris
Foundation - Via dei Giacinti 2, Calambrone, 56128, Pisa - Italy -
Phone number: +39050886234, Fax number: +39050886247,
email: federico.sicca@fsm.unipi.it

(2) Department of Cell Biology and Neuroscience, Istituto Superi-
ore di Sanita, Rome

(3) Department of Internal Medicine - Section of Human Physiolo-
gy, University of Perugia, Perugia

(4) Pediatric Neurology Unit, University Hospital A. Meyer, Florence
(5) Computational Medicine and Biology Group, CASPUR, Rome
(6) Molecular Cardiology, IRCCS Salvatore Maugeri Foundation, Pavia

ABSTRACT N. 124

Telethon Research Projects - Neurological Diseases

MORONI ANNA

GEP14137

49.500

Duration (yrs): 1 ‘ Starting year: 2015

Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

STRUCTURAL AND FUNCTIONAL STUDIES OF HCN1 CHANNEL MU-
TATIONS CAUSING EARLY INFANTILE EPILEPTIC ENCEPHALOPATHY
STUDIO STRUTTURALE E FUNZIONALE DELLE MUTAZIONI DEI CA-
NALI HCN1 RESPONSABILI DI ENCEFALOPATIA EPILETTICA INFAN-
TILE PRECOCE

Alfieri Andrea, Porro Alessandro, Moroni Anna

Dipartimento di Bioscienze - Universita degli Studi di Milano, via
Celoria 23, 20133 Milano - Tel. +39-0250314826 - Email: anna.mo-
roni@unimi.it

ABSTRACT N. 125

Telethon Research Projects - Neurological Diseases

Principal Investigator CIRANNA LUCIA

Telethon grant N. GGP13145

Total budget € 329.921

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2013

MARIA VINCENZA CATANIA,
MARCELLO LEOPOLDO

Partners

ACTIVATION OF SEROTONIN TYPE 7 (5-HT7) RECEPTORS AS A
NOVEL THERAPEUTIC STRATEGY IN FRAGILE X SYNDROME

UNA NUOVA STRATEGIA TERAPEUTICA PER LA SINDROME DEL
CROMOSOMA X FRAGILE BASATA SU NUOVE MOLECOLE ATTI-
VANTI | RECETTORI 5-HT7 PER LA SEROTONINA

Costa Lara (2), Sardone Lara Maria (1), Spatuzza Michela (3), Bo-
naccorso Carmela Maria (4), D’Antoni Simona (3), Puzzo Daniela
(1), Gulisano Walter (1), Leopoldo Marcello (5), Lacivita Enza (5),
Catania Maria Vincenza (3,4), Ciranna Lucia (1)

(1) Dipartimento di Scienze Biomediche e Biotecnologiche, Univer-
sita di Catania, Italia - Viale A. Doria 6, Edificio 2, Citta Universita-
ria, 95125 Catania; tel 095 7384111, fax 095 7384217,
ciranna@unict.it

(2) Dipartimento di Medicina Clinica e Sperimentale, Universita di
Messina, Italia

(3) Istituto di Scienze Neurologiche, CNR, Catania, Italia

(4) Laboratorio di Neurobiologia, IRCCS Oasi Maria Santissima,
Troina (EN), Italia

(5) Dipartimento di Farmacia, Universita di Bari, Italia

ABSTRACT N. 126

Telethon Research Projects - Neurological Diseases

Principal Investigator BOZZETTI MARIA GIUSEPPINA
Telethon grant N. GGP14181

Total budget € 203.400

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

DROSOPHILA MELANOGASTER AS A MODEL TO STUDY THE ROLE
OF THE FRAGILE X MENTAL RETARDATION PROTEIN IN THE
GENOME STABILITY PATHWAY MEDIATED BY PIRNAS

DROSOPHILA MELANOGASTER COME MODELLO PER STUDIARE IL
RUOLO DELLA PROTEINA FMRP, COINVOLTA NELLA SINDROME
DELL’X FRAGILE NELLA STABILITA GENOMICA MEDIATA DAI PIRNA

Specchia Valeria (1), Laneve Pietro (2), Massari Serafina (1), Die-
bold Celine (3), Friscini Antonella (1), Giangrande Angela (3), Boz-
zetti Maria Giuseppina (1)

(1) Dipartimento di Scienze e Tecnologie Biologiche ed Ambientali
(DiSTeBA) -Universita del Salento - Via Monteroni 165, 73100 Lec-
ce Telefono: 0832 298681, Fax: 0832 298626, email: maria.bozzet-
ti@unisalento.it

(2) Center for Life NanoScience, Istituto Italiano di Tecnologia, Rome
(3) Institut de Génétique et de Biologie Moléculaire et Cellulaire, II-
Ikirch-Strasbourg

ABSTRACT N. 127

Telethon Research Projects - Neurological Diseases

Principal Investigator CALEO MATTEO

Telethon grant N. GGP11116

Total budget € 348.600

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2011
Partners CLAUDIA LODOVICHI, MARIA PASSAFARO

ROLE OF OLIGOPHRENIN-1 IN CIRCUIT FORMATION AND FUNC-
TION IN A MOUSE MODEL OF X-LINKED MENTAL RETARDATION
SVILUPPO E FUNZIONE DEI CIRCUITI NEURONALI IN UN MODELLO
DI RITARDO MENTALE ASSOCIATO AL CROMOSOMA X

Allegra Manuela (1), Spalletti Cristina (1,2), Azzimondi Stefano (1),
Redolfi Nelly (3,4), Galla Luisa (3,4), Murru Luca (5), Vignoli Beatri-
ce (6), Canossa Marco (6), Passafaro Maria (5), Lodovichi Claudia
(3,4), Caleo Matteo (1)
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(1) CNR Neuroscience Institute - via G. Moruzzi 1, 56124 Pisa (Italy);
Tel.: 050-3153195, Fax: 050-3153220, e-mail: caleo@in.cnr.it

(2) Istituto di Scienze della Vita, Scuola Superiore Sant’Anna, Pisa, Italy
(3) CNR Neuroscience Institute, Padua, Italy

(4) VIMM, Padua, Italy

(5) CNR Neuroscience Institute, Milan, Italy

(6) Dipartimento di Farmacia e Biotecnologie, Bologna, Italy

ABSTRACT N. 128

Telethon Research Projects - Neurological Diseases

Principal Investigator PASSAFARO MARIA
Telethon grant N. GGP12097

Total budget € 255.400

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2012
PATRIZIA D’ADAMO

Partners

ANALYSIS OF NEURONAL ALTERATIONS ASSOCIATED TO TM4SF2
MUTATIONS AND THEIR RESCUE BY GENETIC AND PHARMACO-
LOGICAL THERAPIES

ANALISI DELLE ALTERAZIONI NEURONALI ASSOCIATE A MUTA-
ZIONI NEL GENE TMA4SF2 E RIPRISTINO MEDIANTE TERAPIE GENE-
TICHE E FARMACOLOGICHE

Folci Alessandra (1), Murru Luca (1), Vezzoli Elena (2), Bianchi Ve-
ronica (3), Bassani Silvia (1), D’Adamo Patrizia (3), Francolini Mau-
ra (1,2), Passafaro Maria (1)

(1) CNR Neuroscience Institute, Via Vanvitelli, N°32, 20129 Milan,
Italy, - tel. 0250316973, fax 0250317132, m.passafar@in.cnr.it

(2) Universita degli Studi di Milano — Dept. of Medical Biotechno-
logy and Translational Medicine, Milano Italy

(3) DTI at San Raffaele Scientific Institute, Milan, Italy

ABSTRACT N. 129

Telethon Research Projects - Neurological Diseases

Principal Investigator DE CURTIS IVAN

Telethon grant N. GGP12126

Total budget € 284.800

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

ROLE OF RHO FAMILY GTPASES DURING NEURONAL DEVELOPMENT

RUOLO DELLE GTPASI DELLA FAMIGLIA RHO DURANTE LO SVI-
LUPPO NEURONALE

Macco Romina (1), Pennucci Roberta (1), Talpo Francesca (2), To-
noli Diletta (1), Castoldi Valerio (1), Cursi Marco (1), Leocani Letizia
(1), Biella Gerardo (2), D’Adamo Patrizia (1), de Curtis Ivan (1)

(1) Neuroscience Division, San Raffaele Scientific Institute and San
Raffaele University - Cell Adhesion Unit, Neuroscience Division,
San Raffaele Scientific Institute and San Raffaele University, via Ol-
gettina, 58 - 20132 Milano; tel:0226434828; Fax: 02 2643 4844; e-
mail: decurtis.ivan@hsr.it

(2) Dept of Biology and Biotechnology, Universita di Pavia, Pavia

ABSTRACT N. 130

DTI - Neurological Diseases

Principal Investigator D’ADAMO PATRIZIA
Telethon grant N. TCR11002

Total budget € 235.567

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

ANALYSIS OF RAB39B ROLE IN X-LINKED INTELLECTUAL DISABILITY

ANALISI DEL RUOLO DI RAB39B NEL RITARDO MENTALE ASSO-
CIATO AL CROMOSOMA X

Mignogna Maria Lidia (1,2), Fjeldskaar Fatiha (2), Fanelli Francesca
(3), Raimondi Francesco (3), Mapelli Lisa (4), Bassani Silvia (4), Pas-
safaro Maria (4), Esteban José A. (5), Huganir Richard (6), Gatti Sil-
via (2), D’Adamo Patrizia (1)

(1) Dulbecco Telethon Institute at San Raffaele Scientific Institute,
Division of Neuroscience, Milan - via Olgettina 58, 20132 Milan,
Italy-tel 0226434604; fax 0226434844; p.dadamo@hsr.it

(2) F. Hoffmann-La Roche AG, pRED Pharma Research & Early De-
velopment, DTA Neuroscience, CH4070 Basel, Switzerland

(3) Dulbecco Telethon Institute at Department of Life Sciences,
University of Modena and Reggio Emilia, 41125 Modena, Italy

(4) Dulbecco Telethon Institute at CNR Institute of Neuroscience,
Department of BIOMETRIA, University of Milan, 20129 Milan, Italy
(5) Centro de Biologia Molecular Severo Ochoa, Consejo Superior
de Investigaciones Cientificas/Universidad Auténoma de Madrid,
Madrid 28049, Spain

(6) Department of Neuroscience and Howard Hughes Medical In-
stitute, Johns Hopkins University School of Medicine, Baltimore,
Maryland 21205, USA

ABSTRACT N. 131

Telethon Research Projects - Neurological Diseases

Principal Investigator TESTA GIUSEPPE

Telethon grant N. GEP14115

Total budget € 49.900

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2015

THE CHROMATIN BASIS OF NEUROLOGIC DYSFUNCTION IN THE
SWI/SNF-RELATED AUTISM SYNDROME

LE BASI EPIGENETICHE DELLE ALTERAZIONI NEUROLOGICHE NEL-
LA SINDROME AUTISTICA CORRELATA AL COMPLESSO SWI/SNF

Gabriele Michele, Testa Giuseppe

Istituto Europeo di Oncologia, Dipartimento di Oncologia speri-
mentale - Via Giuseppe Ripamonti, 435, 20141 Milano - Tel.
02/94375105 - Email: giuseppe.testa@ieo.eu

ABSTRACT N. 132

Telethon Research Projects - Neurological Diseases

Principal Investigator CHINI BICE

Telethon grant N. GGP12207

Total budget € 136.300

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2012

OXYTOCIN ANALOGS IN PRADER-WILLI SYNDROME: NEW TOOLS
TO INVESTIGATE AND TREAT SOCIAL AND COGNITIVE AUTISTIC-
LIKE SYMPTOMS

ANALOGHI DELL’OSSITOCINA NELLA SINDROME DI PRADER-WIL-
LI: NUOVI STRUMENTI PER LO STUDIO ED IL TRATTAMENTO DEI
DISTURBI COMPORTAMENTALI DI TIPO AUTISTICO

Busnelli Marta (1,2), Leonzino Marianna (1,2), Kleinau Gunnar (3),
Muttenthaler Markus (5), Flavia Antonucci (1,2), Claudia Verderio
(1), Daniela Braida (2,1), Mariaelvina Sala (2,1), Manning Maurice
(4), Bellini Tommaso (2), Chini Bice (1)

(1) CNR Istituto di Neuroscienze, via Vanvitelli 32, Milano, 02
50316958, 02 50317132, b.chini@in.cnr.it

(2) UNIMI, Dipartimento di Biotecnologie Mediche e Medicina Tra-
slazionale, Milano, Italy
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(3) Institute of Experimental Pediatric Endocrinology, Charité-Uni-
versitatsmedizin Berlin, Berlin, Germany

(4) Dept. of Biochemistry and Cancer Biology, University of Toledo,
Toledo, OH, USA

(5) Institute for Research in Biomedicine Barcelona, 08028 Barce-
lona, Spain

ABSTRACT N. 133

Telethon Research Projects - Neurological Diseases

RENIERI ALESSANDRA
GGP09117

293.100

‘ Starting year: 2009

Principal Investigator

Telethon grant N.
Total budget €
Centres: 2

Duration (yrs): 3
VANIA BROCCOLI

Partners

CONGENITAL RETT SYNDROME: CELLULAR AND MOUSE MODELS
FOR THE STUDY OF FOXG1 IMPACT ON FOREBRAIN NEUROGENESIS

SINDROME DI RETT CONGENITA: MODELLI CELLULARI E MURINI
PER LO STUDIO DEL RUOLO DI FOXG1 NELLA NEUROGENESI

Meloni llaria (1), Amabile Sonia (1), Patriarchi Tommaso (1), Frul-
lanti Elisa (2), Massimino Luca (3), Costa Mario (4), Broccoli Vania
(3), Renieri Alessandra (1,2)

(1) Medical Genetics, University of Siena, Siena, Italy - Policlinico
Le Scotte, Viale Bracci 2, 53100 Siena; Phone: 0577 233303; Fax:
0577 233325; e-mail: alessandra.renieri@unisi.it

(2) Genetica Medica, Azienda Ospedaliera Universitaria Senese,
Siena, Italy

(3) San Raffaele Scientific Institute, Dibit, 20132 Milano, Italy

(4) Institute of Neuroscience, Italian National Research Council, Pi-
sa, Italy

ABSTRACT N. 134

Telethon Research Projects - Neurological Diseases

RATTO GIAN MICHELE
GGP13187

537.900

Duration (yrs): 3 ‘ Starting year: 2013

LAURA CANCEDDA, CLAUDIA LODOVICHI,
CARLO SALA

Principal Investigator
Telethon grant N.
Total budget €
Centres: 4

Partners

UNRAVELLING THE RETT SYNDROME: EFFECTS OF MECP2 MUTA-
TIONS ON SYNAPTIC FUNCTION

CAPIRE | MECCANISMI CELLULARI ALLA BASE DELLA SINDROME DI RETT

Ratto Gian Michele (1,2), Cancedda Laura (3), Lodovichi Claudia
(4,5), Sala Carlo (6), Verpelli Chiara (6)

(1) Istituto Nanoscienze CNR. - Piazza San Silvestro 12. Pisa. Tel:
050 509417 email gianmichele.ratto@sns.it

(2) Scuola Normale Superiore, Pisa

(3) Istituto Italiano di Tecnologia, Genova

(4) Istituto di Neuroscienze CNR, Padova

(5) Venetian Institute of Molecular Medicine, Padova

(6) Istituto di Neuroscienze CNR, Milano

ABSTRACT N. 135

Telethon Research Projects - Neurological Diseases

NEW STRATEGIES TO TARGET HYPER-EXCITABILITY IN RETT SYNDROME

NUOVE STRATEGIE PER CONTRASTARE L’IPER-ECCITABILITA PRO-
PRIA DELLA SINDROME DI RETT

Rusconi Francesco, Grillo Barbara, Toffolo Emanuela, Ponzoni Lui-
sa, Sala Mariaelvina

Dept. Medical Biotechnology and Translational Medicine, Univer-
sity of Mllan, Via Viotti 5, 20133 Milano. Phone:39-0250315859,
fax: 39-0250315864; email: elena.battaglioli@unimi.it

ABSTRACT N. 136

Telethon Research Projects - Neurological Diseases

Principal Investigator ZUFFARDI ORSETTA
Telethon grant N. GGP13060

Total budget € 91.600

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2013

RING 14 SYNDROME: TOWARD A DETAILED GENOTYPE-PHENO-
TYPE CORRELATION

RING 14 SYNDROME: TOWARD A DETAILED GENOTYPE-PHENO-
TYPE CORRELATION

Novara Francesca (1), Rinaldi Berardo (1), Baldo Chiara (2), Giorda
Roberto (3), Zuffardi Orsetta (1)

(1) Universita degli Studi di Pavia, Dipartimento di Medicina Molecolare -
Via Forlanini 14, 27100 Pavia, tel. 0382-987733, email: zuffardi@unipv.it
(2) E.O. Ospedale Galliera, Laboratorio di Genetica, Via A.Volta 6,
Genova

(3) Laboratorio di Biologia Molecolare, Istituto Scientifico “E. Me-
dea”, IRCCS, V. Don L. Monza 20, Bosisio Parini (LC)

ABSTRACT N. 137

Telethon Research Projects - Neurological Diseases

Principal Investigator TINTI LAURA

Telethon grant N. GEP13108

Total budget € 31.400

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2014

IN VITRO FEASIBILITY STUDY OF A PROTEIN REPLACEMENT THER-
APY FOR METHYLMALONIC ACIDEMIA WITH HOMOCYSTINURIA
CBLC TYPE: DELIVERY OF RECOMBINANT HUMAN MMACHC PRO-
TEINS INTO PRIMARY FIBROBLASTS FROM CBLC PATIENTS

STUDIO DI FATTIBILITA PER LO SVILUPPO IN VITRO DI UNA TERA-
PIA ENZIMATICA SOSTITUTIVA MIRATA AL TRATTAMENTO DEL-
L’ACIDURIA METILMALONICA CON OMOCISTINURIA DI TIPO CBLC

Salvini Laura (1), Tinti Cristina (1), Giordano Cinzia (1), Chiariello
Mario (2), La Marca Giancarlo (3), Donati Alice (3), Tinti Laura (1)

(1) Fondazione Toscana Life Sciences - via Fiorentina 1 53100 Sie-
na tel:+39 0577 231219, fax:+39 0577 43444, |.tinti@toscanalife-
sciences.org

(2) Istituto di Fisiologia Clinica, Sezione di Siena, Consiglio Nazio-
nale delle Ricerche (CNR)

(3) Ospedale Pediatrico Meyer, Firenze

ABSTRACT N. 138

Telethon Research Projects - Neurological Diseases

Principal Investigator

BATTAGLIOLI ELENA

Principal Investigator

BIFULCO MAURIZIO

Telethon grant N. GGP14074 Telethon grant N. GEP14111
Total budget € 132.500 Total budget € 50.000
Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014 Centres: 1 Duration (yrs): 1 ‘ Starting year: 2015
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ROLE OF UNPRENYLATED 2’,3’-CYCLIC-NUCLEOTIDE 3’-PHOSPHO-
DIESTERASE IN THE MOLECULAR MECHANISMS RESPONSIBLE
FOR NEUROINFLAMMATION AND NEUROLOGICAL IMPAIR-
MENTS IN MEVALONATE KINASE DEFICIENCY

RUOLO DELLA DIFETTIVA PRENILAZIONE DELLA 2’,3’- NUCLEOTIDE CI-
CLICO 3’-FOSFODIESTERASI NEI MECCANISMI MOLECOLARI RESPON-
SABILI DELLA NEUROINFIAMMAZIONE E DELLE ALTERAZIONI NEURO-
LOGICHE NELLA SINDROME DA DEFICIT DI MEVALONATO CHINASI

Bifulco Maurizio

Dipartimento di Medicina e Chirurgia, Universita degli Studi di Sa-
lerno, Via Salvatore Allende, Baronissi (SA)

ABSTRACT N. 139

Telethon Research Projects - Neurological Diseases

Principal Investigator ALESSIO MASSIMO
Telethon grant N. GEP14102

Total budget € 49.940

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2015

THERAPEUTIC POTENTIAL OF CERULOPLASMIN ADMINISTRA-
TION IN ACERULOPLASMINEMIA

POTENZIALE TERAPEUTICO DELLA SOMMINISTRAZIONE DI CERU-
LOPLASMINA IN ACERULOPLASMINEMIA

Zanardi Alan (1), Brambilla Riccardo (2), Politi Letterio Salvatore
(3), David Samuel (4), Alessio Massimo (1)

(1) Proteome Biochemistry Unit, San Raffele Scientific Institute,
Milano, Italy - Email: alessio.massimo@hsr.it

(2) Molecular Genetics Behaviour Unit, San Raffele Scientific Insti-
tute, Milano, Italy

(3) Mouse Clinic, San Raffele Scientific Institute, Milano, Italy

(4) Centre for Research in Neuroscience, The Research Institute of
the McGill University Health Centre, Montreal (Quebec) Canada

ABSTRACT N. 140

Telethon Research Projects - Neurological Diseases

Principal Investigator GIANSANTI MARIA GRAZIA
Telethon grant N. GEP14076

Total budget € 50.000

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2015

A DROSOPHILA MODEL FOR STUDYING NEUROLOGICAL DEFECTS
ASSOCIATED WITH CONGENITAL DISORDER OF GLYCOSYLATION
TYPE IIE

LA DROSOPHILA COME SISTEMA MODELLO PER LO STUDIO DEI
DIFETTI NEUROLOGICI ASSOCIATI ALLA MALATTIA COG7-CDG

Giansanti Maria Grazia

Dipartimento Di Biologia E Biotecnologia - Universita La Sapienza, Ro-
ma; Piazzale A. Moro 5, Email: mariagrazia.giansanti@uniromal.it

ABSTRACT N. 141

Telethon Research Projects - Neurological Diseases

Principal Investigator PALMIERI LUIGI

Telethon grant N. GEP14141

Total budget € 43.000

Centres: 1 ‘ Duration (yrs): 1 ‘ Starting year: 2015

MOLECULAR AND CELLULAR UNDERPINNINGS OF THE NEURO-
LOGICAL PHENOTYPES ASSOCIATED TO MITOCHONDRIAL CIT-

RATE CARRIER (SLC25A1) DEFICIENCY

BASI MOLECOLARI E CELLULARI DEL FENOTIPO NEUROLOGICO
ASSOCIATO AL DIFETTO DEL CARRIER MITOCONDRIALE DEL CI-
TRATO (SLC15A1)

Scarcia Pasquale (1), Lasorsa Massimo (2), Porcelli Vito (1), Di
Schiavi Elia (3), Palmieri Luigi (1,2)

(1) Dipartimento di Bioscienze, Biotecnologie e Biofarmaceutica -
Universita degli Studi di Bari Aldo Moro, via E. Orabona n.4, 70125
Bari - Tel. 080/5442771 - Email: luigi.palmieri@uniba.it

(2) Istituto di Biomembrane e Bioenergetica (IBBE), CNR

(3) Istituto di Bioscienze e Biorisorse (IBBR), CNR

ABSTRACT N. 142

Telethon Research Projects - Neurological Diseases
Principal Investigator PERCUDANI RICCARDO

Telethon grant N.

GGP13149

Total budget €
Centres: 2

328.600
Duration (yrs): 3 ‘ Starting year: 2013
MARIA PIA RASTALDI

Partners

DEVELOPMENT OF AN URICOLYTIC TREATMENT FOR HPRT-DEFI-
CIENCY IN ANIMAL MODELS

SVILUPPO DI UNA TERAPIA ENZIMATICA PER LA SINDROME DI LE-
SCH-NYHAN

Corsini Romina (1), Zennaro Cristina (4), Ronda Luca (3), Paredi
Gianluca (6), Corbelli Alessandro (2), Zarattini Paola (5), Zanotti
Giuseppe (7), Bettati Stefano (3), Rastaldi Maria Pia (2), Percudani
Riccardo (1)

(1) Dipartimento di Bioscienze, Universita di Parma, Parco area
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6475870 - zifarelli@ge.ibf.cnr.it

ABSTRACT N. 165

Telethon Research Projects - Neurological Diseases

Telethon Research Projects - Neurological Diseases

Principal Investigator PLEVANI PAOLO Principal Investigator CATTANEO LUIGI

Telethon grant N. GGP11003 Telethon grant N. GEP13004

Total budget € 295.300 Total budget € 41.500

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011 Centres: 1 Duration (yrs): 1 ‘ Starting year: 2014

THE ROLE OF RNASEH2 IN THE PATHOGENESIS OF AICARDI-
GOUTIERES SYNDROME

BRAIN MAPPING OF THE CORTICAL REPRESENTATION OF FACIAL
MOVEMENTS IN PATIENTS WITH CONGENITAL FACIAL PALSY UN-
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DERGOING SURGICAL PROCEDURES OF FACIAL ANIMATION

STUDIO DEI MECCANISMI DI CONTROLLO CEREBRALE DEI MOVI-
MENTI FACCIALI IN PAZIENTI CON SINDROME DI MOEBIUS DOPO
L’INTERVENTO DI ANIMAZIONE FACCIALE

Cattaneo Luigi (1), Barchiesi Guido (1), Ferri Andrea (2), Bianchi
Bernardo (2)

(1) Centro Interdipartimentale Mente/Cervello, Universita di Tren-
to - Via delle Regole 101, 38123 Trento. 0461802743. luigi.catta-
neo@unitn.it

(2) Unita Operativa di Chirurgia Maxillo-Facciale, Azienda Ospeda-
liero-Universitaria di Parma
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ABSTRACT N. 166

Telethon Research Projects - Other Genetic Diseases

Principal Investigator NICOLIS SILVIA KIRSTEN
Telethon grant N. GGP12152

Total budget € 210.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

IDENTIFICATION AND FUNCTIONAL CHARACTERIZATION OF MO-
LECULAR TARGETS OF THE SOX2 TRANSCRIPTION FACTOR IN HU-
MAN INHERITED BRAIN DISEASE: AN APPROACH THROUGH SOX2
CONDITIONAL KNOCKOUT IN MOUSE

IDENTIFICAZIONE E CARATTERIZZAZIONE FUNZIONALE DEI BER-
SAGLI MOLECOLARI DEL FATTORE TRASCRIZIONALE SOX2 NELLA
MALATTIA GENETICA DEL CERVELLO: UN APPROCCIO MEDIANTE
ABLAZIONE CONDIZIONALE DI SOX2 NEL TOPO

Mercurio Sara (1), Favaro Rebecca (1), Bertolini Jessica (1), Barone
Cristiana (1), Bottes Sara (1), Gesuita Lorenzo (1), Del Vecchio Si-
mona (1), Alberti Chiara (1), Fuca Elisa (2), Leto Ketty (2), Zhang Yu-
bo (3), Wei Chia-Lin (3), Martynoga Ben (4), Guillemot Francois (4),
Vermunt Marit (5), Creyghton Menno (5), Bovolenta Paola (6), Ni-
colis Silvia (1)

(1) Dipartimento di Biotecnologie e Bioscienze, Universita di Mila-
no-Bicocca, piazza della Scienza 2, 20126 Milano, Italia - phone:
+39 02 64483339 email: silvia.nicolis@unimib.it

(2) Dipartimento di Neuroscienze e Istituto di Neuroscienze della
Fondazione Cavalieri-Ottolenghi, Universita di Torino, Torino, Italia
(3) DOE Joint Genome Institute, Walnut Creek, California, USA

(4) National Institute for Medical Research, London, UK

(5) Hubrecht Institute, Utrecht, the Netherlands

(6) Centro de Biologia Molecular “Severo Ochoa”, Universidad Au-
tonoma de Madrid

ABSTRACT N. 167

TIGEM - Other Genetic Diseases

Ilvana Trapani (1), Pasqualina Colella (1), Agostina Puppo (1), An-
drea Sommella (1), Carolina lodice (1), Giulia Cesi (1), Sonia de Si-
mone (1), Alberto Auricchio (1,2)

(1) Telethon Institute of Genetics and Medicine (TIGEM), Via Cam-
pi Flegrei 34, 80078 Pozzuoli (Naples), +39-081-6132228,
+39.081.5790919, auricchio@tigem.it

(2) Medical Genetics, Dept. of Translational Medicine, “Federico
II” University, Naples, Italy

ABSTRACT N. 168

TIGEM - Other Genetic Diseases

Principal Investigator BANFI SANDRO

Telethon grant N. TGM11SB2

Total budget € 500.000

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

MICRORNA-REGULATED GENE NETWORKS IN THE RETINA

IDENTIFICAZIONE DI NETWORK GENICI REGOLATI DA MICRORNA
NELLA RETINA UMANA

Karali Marianthi (1), Carrella Sabrina (1), Pizzo Mariateresa (1),
Barbato Sara (1), Bhat Rajeshwari S (1), Ambrosio Concetta (1),
Persico Maria (1), Marrocco Elena (1), Ferrari Stefano (2), Ponzin
Diego (2), Surace Enrico Maria (1), Black Graeme CM (3), di Ber-
nardo Diego (1), Conte Ivan (1), Banfi Sandro (1,4)

(1) Telethon Institute of Genetics and Medicine (TIGEM) - Via Cam-
pi Flegrei, 34 - 80078 Pozzuoli (NA), tel. 0816132200, email ban-
fi@tigem.it

(2) International Center for Ocular Physiopathology, The Veneto
Eye Bank Foundation, Venice

(3) Institute of Human Development, Faculty of Medical and Hu-
man Sciences, University of Manchester, Manchester, UK

(4) Dipartimento di Biochimica, Biofisica e Patologia Generale, Se-
conda Universita degli Studi di Napoli (SUN), Naples

ABSTRACT N. 169

Telethon Research Projects - Other Genetic Diseases

Principal Investigator SANTORO MASSIMO
Telethon grant N. GGP10195

Total budget € 338.800

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2010

METABOLIC AND REDOX STATE FUNCTIONS OF UBIAD1, A GENE
PRODUCT ASSOCIATED TO SCHNYDER CRYSTALLINE CORNEAL
DYSTROPHY

CARATTERIZZAZIONE MOLECOLARE E METABOLICA DI UBIAD1,
UN NUOVO PRODOTTO GENICO COINVOLTO NELLA DISTROFIA
DEL CRISTALLINO DI SCHNYDER

Panieri Emiliano, Santoro Massimo M.

Molecular Biotechnology Center, University of Torino, Torino

Principal Investigator AURICCHIO ALBERTO ABSTRACT N. 170
Telethon grant N. TGM11MT1
Total budget € 450.000 Telethon Research Projects - Other Genetic Diseases
Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011 Principal Investigator SIMONELLI FRANCESCA
Telethon grant N. GGP10199
OVERCOMING THE CHALLENGE OF LARGE GENE TRANSFER FOR Total budget € 221.800
THE THERAPY OF INHERITED PHOTORECEPTOR DISEASES Centres: 1 ‘ Duration (yrs): 3 ‘ Starting year: 2011

SUPERARE | LIMITI DEL TRASFERIMENTO ALLA RETINA DI GENI DI
GRANDI DIMENSIONI PER LA CURA DI MALATTIE EREDITARIE A
CARICO DEI FOTORECETTORI

A SAFETY AND EFFICACY STUDY IN SUBJECTS WITH LEBER CON-
GENITAL AMAUROSIS (LCA) USING ADENO-ASSOCIATED VIRAL
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VECTOR TO DELIVER THE GENE FOR HUMAN RPE65 TO THE RETI-
NAL PIGMENT EPITHELIUM (RPE) [AAV2-HRPE65V2-301]: TREAT-
MENT AND FOLLOW UP OF 3 ITALIAN PATIENTS

STUDIO DI SICUREZZA ED EFFICACIA IN SOGGETTI CON AMAURO-
SI CONGENITA DI LEBER (ACL) TRAMITE VETTORE ADENO-ASSO-
CIATO PER TRASFERIRE IL GENE RPE65 UMANO NELL’EPITELIO
PIGMENTATO DELLA RETINA (EPR): TRATTAMENTO E FOLLOW-
UP DI 3 PAZIENTI ITALIANI

Testa Francesco (1), Rossi Settimio (1), Auricchio Alberto (2), Me-
lillo Paolo (1), Simonelli Francesca (1)

(1) Clinica Oculistica, Dipartimento Multidisciplinare di Specialita
Medico-Chirurgiche ed Odontoiatriche, Via Pansini,5 Ed. 15, Napo-
li, 081 7704501, 081 7704501, franctes@tin.it

(2) Telethon Institute of Genetics and Medicine (TIGEM), Pozzuoli
(NA), Italy

ABSTRACT N. 171

TIGEM - Other Genetic Diseases
Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

FRANCO BRUNELLA
TGM11CB3

500.000

Duration (yrs): 5 ‘ Starting year: 2011

CILIA AND HUMAN DISEASES: INSIGHTS FROM THE OFD TYPE |
SYNDROME

MALATTIE GENETICHE ASSOCIATE A DISFUNZIONE CILIARE: TUT-
TO QUELLO CHE POSSIAMO IMPARARE DALLA SINDROME ORO-
FACIO-DIGITALE DI TIPO |

laconis Daniela (1), Morleo Manuela (1), Filomena Massa (1), Ma-
ria Monti (2), Tammaro Roberta (1), van Koppen Arianne (3), Ven-
ditti Rossella (1), Indrieri Alessia (1), Chiaravalli Marco (4), Cozzoli-
no Flora (2), Pucci Piero (2), De Matteis Maria Antonietta (1), Bo-
letta Alessandra (4), Belcastro Vincenzo (1), di Bernardo Diego (1),
Giles Rachel (3), Pende Mario (5), Amato Roberto (1), Franco Bru-
nella (1,6)

(1) Telethon Institute of Genetics and Medicine (TIGEM), Italy - Via
Campi Flegrei 34, 80078, Pozzuoli (NA), Italy, franco@tigem.it; tel
0816132215, fax 0815609877

(2) Dipartimento di Scienze Chimiche and CEINGE Biotecnologie
Avanzate, Universita di Napoli, Federico Il

(3) Department of Nephrology and Hypertension, University Med-
ical Center Utrecht, the Netherlands

(4) Division of Genetics and Cell Biology, Dibit, San Raffaele Scien-
tific Institute, Milan, Italy

(5) Institut National de la Santé et de la Recherche Médicale (IN-
SERM) U1151, Institut Necker Enfants Malades, Université Paris
Descartes, Sorbonne Paris Cité, Paris, France

(6) Department of Medical Translational Sciences, University of
Naples “Federico 117, Naples, Italy

ABSTRACT N. 172

Telethon Research Projects - Other Genetic Diseases
Principal Investigator FANELLI FRANCESCA
Telethon grant N. GGP11210

Total budget € 361.900

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2011
VALERIA MARIGO

Partners

INTEGRATED IN SILICO, IN VITRO, AND IN VIVO STUDIES TO-
WARDS THE DESIGN OF MOLECULES WITH THERAPEUTIC POTEN-
TIAL FOR RETINITIS PIGMENTOSA

STUDI INTEGRATI IN SILICO, IN VITRO ED IN VIVO VERSO LA PRO-
GETTAZIONE DI POTENZIALI AGENTI TERAPEUTICI PER LA RETINI-
TE PIGMENTOSA

Fanelli Francesca (1), Felline Angelo (2), Behnen Petra (2), Marigo
Valeria (2)

(1) Dipartimento di Scienze della Vita, Universita di Modena e Reg-
gio Emilia, via Campi 183, 41125 Modena; Tel:059 2055114; Fax:
059 373543; e-mail: fanelli@unimo.it

(2) Dipartimento di Scienze della Vita, Universita di Modena e Reg-
gio Emilia

ABSTRACT N. 173

Telethon Research Projects - Other Genetic Diseases
LANZANI GUGLIELMO
GGP12033
296.200

Duration (yrs): 2 ‘ Starting year: 2012
FABIO BENFENATI, SILVIA BISTI

Principal Investigator
Telethon grant N.
Total budget €
Centres: 3

Partners

DEVELOPMENT AND APPLICATION OF OPTO-NEURAL PROSTHET-
IC DEVICES AS A THERAPEUTIC APPROACH FOR RETINITIS PIG-
MENTOSA

SVILUPPO DI INTERFACCE BIO-ORGANICHE FOTOVOLTAICHE E
LORO APPLICAZIONE COME PROTESI RETINICHE PER LA CURA
DELLA RETINITE PIGMENTOSA

Lanzani Guglielmo (1), Benfenati Fabio (2), Bisti Silvia (3), Ghezzi
Diego (2), Antognazza Maria Rosa (1), Maccarone Rita (3), Mete
Maurizio (4), Pertile Grazia (4)

(1) Department of Physics, Politecnico di Milano and Center for
NanoScience and Technology@PoliMi, Istituto Italiano di Tecnolo-
gia, Milano, Italy - Piazza Leonardo da Vinci 32; 20133 Milano (tel.
02-23999877; fax 02-23996126; email guglielmo.lanzani@iit.it)
(2) Department of Neuroscience and Brain Technologies, Istituto
Italiano di Tecnologia, Genova, Italy

(3) Dipartimento di Tecnologie Biomediche, Universita dell’Aquila,
L’Aquila, Italy

(4) UO Oculistica, Ospedale S. Cuore-Don Calabria, Negrar, Italy

ABSTRACT N. 174

Telethon Research Projects - Other Genetic Diseases
PERTILE GRAZIA
GGP14022
322.300

Duration (yrs): 2 ‘ Starting year: 2014
FABIO BENFENATI

Principal Investigator
Telethon grant N.
Total budget €
Centres: 2

Partners

DEVELOPMENT AND IMPLANT OF THE PHOTOVOLTAIC ARTIFI-
CIAL RETINA IN THE PIG WITH PHOTORECEPTOR DEGENERATION:
TOWARDS THE HUMAN PHASE-1 EXPERIMENTATION

SVILUPPO ED IMPIANTO DELLA RETINA ARTIFICIALE FOTOVOL-
TAICA NEL MAIALE CON DEGENERAZIONE DEI FOTORECETTORI:
ULTIMO STADIO VERSO LA SPERIMENTAZIONE NELL’'UOMO

Pertile Grazia (1), Benfenati Fabio (2), Lanzani Guglielmo (3), Bacci
Maria Laura (4), Ghezzi Diego (2), Bisti Silvia (5), Antognazza Maria
Rosa (3), Mete Maurizio (1)

(1) Department of Ophthalmology, Ospedale S. Cuore-Don Cala-
bria, Negrar, via Don Sempreboni 5, 37024 Negrar (VR) (tel 045
6014629; fax 045 6013026; email grazia.pertile@sacrocuore.it)
(2) Department of Neuroscience and Brain Technologies, Istituto
Italiano di Tecnologia, Genova, Italy
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(3) Center for NanoScience and Technology@PoliMi, Istituto Italia-
no di Tecnologia, Milano, Italy

(4) Unita ASA, Department of Veterinary Medical Sciences, Univer-
sity of Bologna, Bologna, Italy

(5) Department of Biomedical Technologies, L’Aquila University,
L’Aquila, Italy

ABSTRACT N. 175

Telethon Research Projects - Other Genetic Diseases
MARIGO VALERIA
GGP14180

216.700

Duration (yrs): 3 ‘ Starting year: 2014

Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

EXPLORING PEDF AS THERAPEUTIC AGENT FOR RETINITIS PIG-
MENTOSA

IL PEDF COME AGENTE TERAPEUTICO PER LA RETINITE PIGMENTOSA

Comitato Antonella (1), Subramanian Preeti (2), Kenealey Jason
(2), Becerra Patricia S. (2), Marigo Valeria (1)

(1) Department of Life Sciences, University of Modena and Reggio
Emilia

(2) National Institute of Health, National Eye Institute, USA

ABSTRACT N. 176

TIGEM - Other Genetic Diseases
Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

SURACE ENRICO
TGM11MT2

290.000

Duration (yrs): 5 ‘ Starting year: 2011

EFFICACY AND SAFETY OF TRANSCRIPTIONAL REPRESSORS AS
BIOTHERAPEUTICS FOR THE TREATMENT OF AUTOSMAL DOMI-
NANT RETINITIS PIGMENTOSA (ADRP)

EFFICACIA E SICUREZZA DI REPRESSORI TRASCRIZIONALI UTILIZ-
ZATI COME AGENTI TERAPEUTICI PER IL TRATTAMENTO DELLA
RETINITE PIGMENTOSA AUTOSOMICA DOMINANTE (ADRP)

Botta Salvatore (1), Marrocco Elena (1), de Prisco Nicola (1), Curion
Fabiola (1), Sofia Martina (1), Renda Mario (1), Bacci Maria Laura (2),
Rossi Settimio (3), Simonelli Francesca (3), Surace Enrico Maria (1,4)

(1) Enrico Maria Surace - Telethon Institute of Genetics and Medi-
cine (TIGEM), Via Campi Flegrei 34 - 800780 - Pozzuoli (NA), Italy
(2) Dipartimento di Scienze Mediche Veterinarie Universita di Bo-
logna, Ozzano dell’Emilia (BO)

(3) Seconda Universita di Napoli (SUN)

(4) Dept. of Translational Medicine, “Federico II” University, Napoli

ABSTRACT N. 177

Telethon Research Projects - Other Genetic Diseases
Principal Investigator DUGA STEFANO

Telethon grant N. GGP11177

Total budget € 345.000

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2011
Partners UMBERTO AMBROSETTI, LUCA DEL GIACCO

MICS-BASED APPROACHES FOR THE IDENTIFICATION OF NOVEL
INHERITED NON-SYNDROMIC SENSORINEURAL HEARING LOSS-
RELATED GENES

APPROCCI “OMICI” PER L’IDENTIFICAZIONE DI NUOVI GENI RE-
SPONSABILI DI SORDITA NON SINDROMICA NEUROSENSORIALE
EREDITARIA

Solda Giulia (1,2), Robusto Michela (1,2), Asselta Rosanna (1,2),
Ghilardi Anna (3), Castorina Pierangela (4), Chiereghin Chiara (1,2),
Primignani Paola (5), Ambrosetti Umberto (4), Del Giacco Luca (3),
Duga Stefano (1,2)

(1) Humanitas University, Via Manzoni 113, 20089 Rozzano (Milan)
- Italy; email: stefano.duga@hunimed.eu; tel.: 02.82245204

(2) Dipartimento di Biotecnologie Mediche e Medicina Traslazio-
nale, Universita degli Studi di Milano, Milano

(3) Dipartimento di Bioscienze, Universita degli Studi di Milano,
Milano

(4) Laboratorio di Genetica Medica e UO Audiologia, Fondazione
IRCCS, Ospedale Maggiore Policlinico, Mangiagalli e Regina Elena,
Milan

(5) S.0. Genetica Medica, Ospedale Niguarda Ca Granda, Milan

ABSTRACT N. 178

Telethon Research Projects - Other Genetic Diseases

Principal Investigator MAMMANO FABIO
Telethon grant N. GGP13114

Total budget € 399.300

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2013

INNER EAR CONNEXINS: ROLE IN HEARING ACQUISITION AND
DFNB1 PATHOPHYSIOLOGY

PATOGENESI DELLA SORDITA EREDITARIA: RUOLO DELLE CON-
NESSINE NELL’ORECCHIO INTERNO PER LO SVILUPPO DEL SENSO
DELL’UDITO

Zorzi Veronica (1,2), Crispino Giulia (1,2), Ceriani Federico (1,2),
Carrer Andrea (1,2), Scimemi Pietro (3), Mammano Fabio (1,2,4)
(1) Istituto Veneto di Medicina Molecolare, Padova, Via G. Orus 2,
35129 Padova; Tel. 049 7923 231; Fax 049 7923266; email: fa-
bio.mammano@unipd.it

(2) Universita di Padova, Dipartimento di Fisica a Astronomia, Padova
(3) Universita di Padova, Dipartimento Di Neuroscienze Scienze
Npsrr, Padova

(4) CNR, Istituto di Biologia Cellulare e Neurobiologia, Montero-
tondo

ABSTRACT N. 179

Telethon Research Projects - Other Genetic Diseases
Principal Investigator SERI MARCO

Telethon grant N. GGP13082

Total budget € 299.000

Centres: 3 Duration (yrs): 2 ‘ Starting year: 2013
PATRIZIA NORIS, ANNA SAVOIA

Partners

COMBINING NEXT GENERATION SEQUENCING WITH CLINICAL
STUDIES TO UNRAVEL NOVEL INHERITED THROMBOCYTOPENIAS
AFFECTING HALF OF THE PATIENTS

IDENTIFICAZIONE DI NUOVI GENI COINVOLTI NELL’INSORGENZA
DI PIASTRINOPENIE EREDITARIE TRAMITE TECNOLOGIE DI SE-
QUENZIAMENTO DI ULTIMA GENERAZIONE

Seri Marco (1), Bottega Roberta (2), Marconi Caterina (1), Fale-
schini Michela (3), Baj Gabriele (4), Cagioni Claudia (5), Pecci Ales-
sandro (5), Pippucci Tommaso (1), Palombo Flavia (1), Balduini
Carlo L. (5), Savoia Anna (2,3), Noris Patrizia (5)

(1) Department of Medical and Surgical Sciences, Medical Genetics
Unit, S. Orsola-Malpighi Hospital, University of Bologna, Bologna,
Italy, Via Massarenti 9 — Pav. 11, 40138, Bologna Phone 0039 051-
2088421, Fax 0039 051-2088416, e-mail marco.seri@unibo.it
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(2) Institute for Maternal and Child Health — IRCCS Burlo Garofolo,
Trieste, Italy

(3) Department of Medical Sciences, University of Trieste, Trieste,
Italy

(4) Department of Life Sciences, University of Trieste, Trieste, Italy
(5) Department of Internal Medicine, University of Pavia-IRCCS
Policlinico San Matteo Foundation, Pavia, Italy

ABSTRACT N. 180

Telethon Research Projects - Other Genetic Diseases
Principal Investigator DIANZANI IRMA

Telethon grant N. GGP13177

Total budget € 473.100

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2013
FABRIZIO LORENI

Partners

RESCUE OF DIAMOND-BLACKFAN ANEMIA HAPLOINSUFFICIENCY
BY KNOCK-UP OF THE DEFICIENT PROTEIN

CORREZIONE DELLA CARENZA DI GLOBULI ROSSI NELL’ANEMIA DI
DIAMOND-BLACKFAN TRAMITE UNA NUOVA TECNICA MOLECO-
LARE A BASE DI RNA

Aspesi Anna (1), Pavesi Elisa (1), Parrella Sara (1), Macri Serena (1),
Merlin Simone (1), Salmi Silvia (1), Chiesa Andrea (1), Cotella Die-
go (1), D’Amico Silvia (2), Sagar Vinay (2), Aria Valentina (2), Juli
Giada (2), Garelli Emanuela (3), Ramenghi Ugo (3), Santoro Claudio
(1), Follenzi Antonia (1), Loreni Fabrizio (2), Dianzani Irma (1)

(1) Dipartimento di Scienze della Salute, Univ. Piemonte Orientale,
Via Solaroli 17, 28100 Novara, tel: 0321-660544, fax: 0321-
6620421, irma.dianzani@med.unipmn.it

(2) Dipartimento di Biologia, Univ. Tor Vergata, Roma

(3) Dipartimento di Scienze della Sanita Pubblica e Pediatriche,
Univ. Torino

ABSTRACT N. 181

Telethon Research Projects - Other Genetic Diseases
Principal Investigator LA VOLPE ADRIANA
Telethon grant N. GGP11076

Total budget € 457.800

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2012
Partners MARIA CIARAMELLA, ANNA SAVOIA

NEW PHARMACOLOGICAL TARGETS IN FANCONI ANEMIA
NUOVI BERSAGLI FARMACOLOGICI NELL’ANEMIA DI FANCONI
Adamo Adele (2), Santonicola Pamela (2), Germoglio Marcello (2),
La Volpe Adriana (1), Vettone Antonella (2), Valenti Anna (2), Pe-
rugino Giuseppe (2), Ciaramella Maria (2), Faleschini Michela (3),
Bottega Roberta (3), De Rocco Daniela (3), Savoia Anna (3)

(1) Institute of Biosciences and BioResources - Via Pietro Castellino
111, 80131, Naples, Italy tel. +390816132366 fax +390816132646
adriana.lavolpe@ibbr.cnr.it

(2) Institute of Biosciences and BioResources, Naples, Italy

(3) IRCCS Burlo Garofolo, Universita degli Studi di Trieste

ABSTRACT N. 182

Telethon Research Projects - Other Genetic Diseases

Principal Investigator

FOLLENZI ANTONIA

Telethon grant N. GGP09280
Total budget € 125.400
Centres: 1 Duration (yrs): 3 ‘ Starting year: 2009

THERAPEUTIC ROLES OF HEALTHY DONOR HUMAN LIVER SINU-
SOIDAL ENDOTHELIAL CELLS (LSEC), BONE MARROW OR CORD
BLOOD-DERIVED CELLS IN HEMOPHILIA A

POTENZIALI EFFETTI TERAPEUTICI DELLE CELLULE UMANE ENDO-
TELIALI DEI SINUSOIDI EPATICI, DEL MIDOLLO OSSEO E DEL SAN-
GUE DI CORDONE NELL’EMOFILIA A

Zanolini Diego (1), Merlin Simone (1), Feola Maria (1), Ranaldo Ga-
briella (1), Zaffaroni Mauro (2), Ferrero Alessandro (3), Valente
Guido (4), Prat Maria (1), Follenzi Antonia (1)

(1) Universita del Piemonte Orientale, Dip di Scienze della Salute,
Novara, Italia - Via Solaroli 17, 28100 Novara. Tel 0321-660674, an-
tonia.follenzi@med.unipmn.it

(2) Azienda Ospedaliera Universitaria Maggiore della Carita, SCDU
Pediatria, Novara, Italia

(3) Azienda Ospedaliera Mauriziano, SC Chirurgia Generale ed On-
cologica, Torino, Italia

(4) Universita del Piemonte Orientale, dip di Medicina Translazio-
nale, Novara, Italia

ABSTRACT N. 183

Telethon Research Projects - Other Genetic Diseases

Principal Investigator

FALLARINO FRANCESCA

Telethon grant N.

GGP14042

Total budget €

132.600

Centres: 1 ‘ Duration (yrs): 2 ‘ Starting year: 2014

INSTALLING FVIII-SPECIFIC TOLERANCE IN HEMOPHILIA A VIA
TRYPTOPHAN CATABOLITES AND ARYL HYDROCARBON RECEP-
TOR (AHR) ACTIVATION

INDUZIONE DELLA TOLLERANZA VERSO LA PROTEINA RFVIII NEL-
L’EMOFILIA A ATTRAVERSO METABOLITI DEL TRIPTOFANO E
L’ATTIVAZIONE DEL RECETTORE AHR

Matino Davide (2), Gargaro Marco (2), lorio Alfonso (3), Puccetti
Paolo (2), Fallarino Francesca (1)

(1) Francesca Fallarino, Dept. of Experimental Medicine - Piazzale
Gambuli, Polo Sant’Andrea delle Fratte, Perugia, Tel 075-5858242,
email: flifnc@tin.it.

(2) Dept. of Experimental Medicine,Piazzale Gambuli, Polo
Sant’Andrea delle Fratte, Perugia

(3) Clinical Epidemiology and Biostatistics McMaster University
Hamilton, ON Canada 905 525 9140

ABSTRACT N. 184

Telethon Research Projects - Other Genetic Diseases
Principal Investigator PINOTTI MIRKO

Telethon grant N. GGP14190

Total budget € 270.300

Centres: 2 Duration (yrs): 2 ‘ Starting year: 2014
FRANCO PAGANI

Partners

DEVELOPMENT OF A RNA-BASED THERAPEUTIC APPROACH FOR
HEMOPHILIA B CAUSED BY EXON-SKIPPING MUTATIONS

SVILUPPO DI UN NUOVO APPROCCIO TERAPEUTICO PER L’EMO-
FILIA B CAUSATA DA MUTAZIONI CHE CAUSANO SALTO DELL’E-
SONE MEDIANTE MODULAZIONE DEL PROCESSAMENTO DI RNA
MESSAGGERO

Balestra Dario (1), Dal Mas Andrea (2), Rogalska Malgorzata Ewa
(2), Barbon Elena (1), Scalet Daniela (1), Donadon Irving (1), Ferra-
rese Mattia (1), Bussani Erica (2), Pianigiani Giulia (2), Ferraresi
Paolo (1), Branchini Alessio (1), Bovolenta Matteo (1), Baroni Mar-
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cello (1), Mattioli Chiara (2), Pagani Franco (2), Pinotti Mirko (1)

(1) Dipartimento di Scienze della Vita e Biotecnologie, Universita di
Ferrara, Via Fossato di Mortara 74, 44121 Ferrara, Italy. Tel. 0532-
424424; Fax. 0532 424484; e-mail: pnm@unife.it

(2) International Centre for Genetic Engineering and Biotechnolo-
gy, Trieste, Italy

ABSTRACT N. 185

OSR-TIGET - Other Genetic Diseases

Principal Investigator NALDINI LUIGI

Telethon grant N. TGT11D03

Total budget € 1.100.300

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

LIVER-DIRECTED LENTIVIRAL GENE THERAPY PROVIDES STABLE
BENEFIT IN HEMOPHILIA B DOGS WITHOUT EVIDENCE OF GENO-
TOXICITY IN SENSITIZED MOUSE MODELS

LA TERAPIA GENICA DIRETTA AL FEGATO CON VETTORI LENTIVI-
RALI PRODUCE BENEFICI CLINICI IN CANI AFFETTI DA EMOFILIA B
SENZA EVIDENZE DI GENOTOSSICITA IN MODELLI MURINI SENSI-
BILIZZATI

Cantore Alessio (1,2), Ranzani Marco (1,2), Bartholomae Cynthia
(3), Volpin Monica (1,2), Della Valle Patrizia (4), Sanvito Francesca
(5), Sergi Sergi Lucia (1), Gallina Pierangela (1), Benedicenti Fabri-
zio (1), Bellinger Dwight (6), D’Angelo Armando (4), VandenDries-
sche Thierry (7), Schmidt Manfred (3), Nichols Timothy (6), Monti-
ni Eugenio (1), Naldini Luigi (1,2)

(1) San Raffaele Telethon Institute for Gene Therapy, Via Olgettina
58, Milan, Italy, Phone: +39 02 2643 4681. Fax: +39 02 2643 4621.
E-mail: naldini.luigi@hsr.it

(2) Vita Salute San Raffaele University, Milan, Italy

(3) German Cancer Research Center, Heidelberg, Germany

(4) Coagulation Service, San Raffaele Scientific Institute, Milan,
Italy

(5) Pathology Unit, San Raffaele Scientific Institute, Milan, Italy
(6) University of North Carolina, Chapel Hill, USA

(7) Free University of Brussels, Brussels, Belgium

ABSTRACT N. 186

Telethon Research Projects - Other Genetic Diseases

Principal Investigator BIFFO STEFANO

Telethon grant N. GGP10012

Total budget € 263.400

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

MODULATION OF EUKARYOTIC INITIATION FACTOR 6 ACTIVITY
AS A THERAPEUTIC TOOL IN RIBOSOME-BASED DISEASE

MODULAZIONE DELLA ATTIVITA DEL FATTORE DI INIZIO 6 (EIF6) E
SUO UTILIZZO TERAPEUTICO NELLE MALATTIE A CAUSA RIBOSO-
MALE

Pesce Elisa (1), Miluzio Annarita (1), Peluso Ivana (2), Russo Arian-
na (1,4), Medina Diego (2), Rommens Johanna (3), Biffo Stefano
(1,4), Calamita Piera (1)

(1) INGM, Istituto Nazionale Genetica Molecolare “Romeo ed Enri-
ca Invernizzi”, Milan, Italy - Via Francesco Sforza 35, 20122, Mila-
no, Italy, Fax 39 02 00660216, Tel 39 02 00660304, biffo@ingm.org
(2) TIGEM, Napoli, Italy

(3) Sick Children Hospital, Toronto, Canada

(4) Dip. Bioscienze, University of Milan, Italy

ABSTRACT N. 187

Telethon Research Projects - Other Genetic Diseases

Principal Investigator TOLOSANO EMANUELA
Telethon grant N. GGP12082

Total budget € 180.800

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2012

THERAPEUTIC STRATEGIES TO AMELIORATE HEME-DRIVEN TIS-
SUE OXIDATIVE INJURY IN SICKLE CELL ANEMIA

STRATEGIE TERAPEUTICHE VOLTE AD ALLEVIARE IL DANNO OSSI-
DATIVO INDOTTO DALL’EME NELL’ANEMIA FALCIFORME

Vinchi Francesca, Ingoglia Giada, Chiabrando Deborah, Fiorito Ve-
ronica, Mercurio Sonia, Petrillo Sara, Tolosano Emanuela

Dept. Molecular Biotechnology and Health Sciences, via Nizza 52,
10126 Torino, Italy

ABSTRACT N. 188

OSR-TIGET - Other Genetic Diseases

Principal Investigator FERRARI GIULIANA
Telethon grant N. TGT11C02

Total budget € 736.200

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

HUMAN HEMATOPOIETIC CD34 CELLS ISOLATED FROM DIFFER-
ENT SOURCES: EXPLORING THEIR BIOLOGY FOR FUTURE CLINICAL
PERSPECTIVES

CELLULE EMATOPOIETICHE UMANE CD34 ISOLATE DA DIVERSE
FONTI: CARATTERIZZAZIONE BIOLOGICA E MOLECOLARE PER
UNA FUTURA PROSPETTIVA CLINICA

Lidonnici Maria Rosa (1), Aprile Annamaria (1), Frittoli Marta (2), Man-
delli Giacomo (1), Gentner Bernhard (1,2), Bellio Laura (3), Cassinerio
Elena (4), Zanaboni Laura (4), Rossini Silvano (3), Cappellini Maria Do-
menica (4), Ciceri Fabio (2), Marktel Sarah (2), Ferrari Giuliana (1,5)

(1) San Raffaele-Telethon Institute for Gene Therapy (HSR-TIGET),
Milan, Italy - Via Olgettina, 58, 20132 Milano; phone 02-26434705,
fax 02-26434668; g.ferrari@hsr.it

(2) Hematology and Bone Marrow Transplantation Unit, San Raf-
faele Scientific Institute, Milan, Italy

(3) Immunohematology and Transfusion Medicine Unit, San Raf-
faele Scientific Institute, Milan, Italy

(4) Universita di Milano, Ca Granda Foundation IRCCS, Milan, Italy
(5) Universita Vita-Salute San Raffaele, Milan, Italy

ABSTRACT N. 189

Telethon Research Projects - Other Genetic Diseases
UDA MANUELA
GGP13246
262.800
Duration (yrs): 2 ‘ Starting year: 2013
PAOLO MOI, ANDREA ANGIUS

Principal Investigator
Telethon grant N.
Total budget €
Centres: 3

Partners

POST GWAS FUNCTIONAL CHARACTERIZATION OF BCL11A LO-
CUS TOWARD THE DEVELOPMENT OF A TREATMENT FOR R-THA-
LASSEMIA

CARATTERIZZAZIONE FUNZIONALE DEL GENE BCL11A, VOLTA AL-
LO SVILUPPO DI UNA NUOVA TERAPIA PER LA CURA DELLA BETA-
TALASSEMIA

Caria Cristian Antonio (1), Anedda Francesca (1), Danjou Fabrice Fa-
brice (1), Loi Alessia (1), Asunis Isadora (1), Fancello Tatiana (1), Per-
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seu Luciana (1), Manunza Laura (2), Usala Gianluca (1), Desogus
Alessia (1), Vacca Claudia (1), Sanna Sonia (1), Marini Maria Giusep-
pina (1), Sidore Carlo (1), Pala Mauro (1), Berutti Riccardo (3), Ristal-
di Maria Serafina (1), Busonero Fabio (1), Cusano Roberto (3), Satta,
Stefania (2), Demartis, Francarosa (2), Maccioni Liliana (2), Goncalo
Abecasis (4), Schlessinger David (5), Angius Andrea (1,3), Moi Paolo
(2), Cucca Francesco (1,6), Sanna Serena (1), Uda Manuela (1)

(1) Istituto di Ricerca Genetica e Biomedica (IRGB), Consiglio Na-
zionale delle Ricerche (CNR), Cittadella Universitaria di Monserra-
to, SS 554 bivio per Sestu, Monserrato, Cagliari, Italy; Tel
0706754620; Fax 07064652; email manuela.uda@irgb.cnr.it;

(2) Clinica Pediatrica 2a, Dipartimento di Scienze Biomediche e
Biotecnologie, Universita di Cagliari, Ospedale Regionale Microci-
temie ASL8, Cagliari, Italy

(3) Centro di Ricerca, Sviluppo e Studi Superiori in Sardegna(CRS4)
Parco Scientifico e tecnologico della Sardegna, Pula, Italy

(4) Center for Statistical Genetics, Department of Biostatistics, Uni-
versity of Michigan, Ann Arbor, Michigan, USA

(5) Laboratory of Genetics, National Institute on Aging, Baltimore,
Maryland, USA

(6) Dipartimento di Scienze Biomediche, Universita di Sassari, Sas-
sari, Italy

ABSTRACT N. 190

Telethon Research Projects - Other Genetic Diseases

Principal Investigator RISTALDI MARIA SERAFINA
Telethon grant N. GGP14065

Total budget € 166.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

VALIDATION OF THE HUMAN DELTA GLOBIN GENE AS A THERA-
PEUTIC TARGET FOR BETA THALASSEMIA AND SICKLE CELL DISEASE

VALIDAZIONE DEL GENE DELTA GLOBINICO UMANO QUALE TARGET
TERAPEUTICO PER LA BETA TALASSEMIA E L’ANEMIA FALCIFORME
Porcu Susanna, Simbula Michela, Marongiu Maria Franca, Manchinu
Francesca, Perseu Luciana, Daniela Poddie, Maria Serafina Ristaldi

IRGB/CNR, Cittadella Universitaria Di Monserrato SS554 Km 4,5,
09042 Monserrato (CA), tel. 0706754592, fax 0706754652, mail ri-
staldi@irgb.cnr.it

ABSTRACT N. 191

OSR-TIGET - Other Genetic Diseases

Principal Investigator FERRARI GIULIANA
Telethon grant N. TGTGSK04

Total budget € 3.674.545

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

PRECLINICAL SAFETY EVALUATION OF GENE THERAPY MEDICI-
NAL PRODUCTS: TUMORIGENICITY, TOXICOLOGY AND BIODIS-
TRIBUTION GLP STUDIES TO SUPPORT A BETA-THALASSEMIA
GENE THERAPY CLINICAL TRIAL

VALUTAZIONE PRECLINICA DELLA BIOSICUREZZA DI PRODOTTI
MEDICINALI BASATI SU TERAPIA GENICA: STUDI GLP DI TUMORI-
GENICITA, TOSSICITA E BIODISTRIBUZIONE PER L’APPLICAZIONE
CLINICA DELLA TERAPIA GENICA DELLA BETA-TALASSEMIA

Paleari Ylenia (1,3), Lidonnici Maria Rosa (1), Tiboni Francesca (1),
Rossi Claudia (1), Mandelli Giacomo (1), Vezzoli Michela (1), Aprile
Annamaria (1), Montini Eugenio (1), Calabria Andrea (1), Sanvito
Francesca (2), Cristofori Patrizia (4), Ferrari Giuliana (1,3)

(1) San Raffaele-Telethon Institute for Gene Therapy (HSR-TIGET),

Milan, Italy - Via Olgettina, 58, 20132 Milano; phone 02-26434705,
fax 02-26434668; g.ferrari@hsr.it

(2) San Raffaele Scientific Institute, Milan, Italy

(3) Vita-Salute San Raffaele University, Milan, Italy

(4) Glaxo Smith Kline, R&D, Ware, UK

ABSTRACT N. 192

Telethon Research Projects - Other Genetic Diseases

Principal Investigator BALDUINI CARLO LUIGI
Telethon grant N. GGP10089

Total budget € 371.000

Centres: 4 Duration (yrs): 3 ‘ Starting year: 2011
SILVERIO PERROTTA, MARCO SERI, ANNA SAVOIA

Partners

A NEW GENE FOR INHERITED THROMBOCYTOPENIAS: CLINICAL,
PATHOGENETIC AND PHARMACOLOGICAL STUDIES

UN NUOVO GENE RESPONSABILE DI PIASTRINOPENIA EREDITA-
RIA: STUDI CLINICI, PATOGENETICI E FARMACOLOGICI

Seri Marco (2), Savoia Anna (3), Perrotta Silverio (4), Pecci Ales-
sandro (1), Marconi Caterina (2), Gnan Chiara (3), Noris Patrizia
(1), Magini Pamela (2), Faleschini Michela (3), Pippucci Tommaso
(2), Balduini Alessandra (5), Balduini Carlo L. (1)

(1) Dipartimento di Medicina Interna, Fondazione IRCCS Policlinico
San Matteo-Universita di Pavia, piazzale Golgi, 27100 Pavia, tel
0382 502183, fax 0382 526223, email c.balduini@smatteo.pv.it
(2) Dipartimento di Scienze Mediche Chirurgiche, Policlinico
Sant’Orsola-Malpighi, Universita di Bologna, Bologna

(3) Dipartimento di Scienze Mediche, Universita di Trieste, Trieste
(4) Dipartimento di Pediatria, Seconda Universita di Napoli, Napoli
(5) Dipartimento di Medicina Molecolare, Universita di Pavia, Pavia

ABSTRACT N. 193

Telethon Research Projects - Other Genetic Diseases

Principal Investigator DI VIRGILIO FRANCESCO
Telethon grant N. GGP11014

Total budget € 190.000

Centres: 1 ‘ Duration (yrs): 3 ‘ Starting year: 2011

THE P2X7 RECEPTOR/ADENOSINE-GENERATION SYSTEM: A NOVEL
TARGET FOR THE THERAPY OF AUTOINFLAMMATORY DISEASES

IL SISTEMA RECETTORE P2X7/ADENOSINA: UN NUOVO BERSA-
GLIO PER LA TERAPIA DELLE MALATTIE AUTOINFIAMMATORIE

Sarti Alba Clara (1), Franceschini Alessia (1), Salaro Erica (1), Falzo-
ni Simonetta (1), Ciancio Giovanni (2), Govoni Marcello (2), Di Vir-
gilio Francesco (1)

(1) Dipartimento di Morfologia, Chirurgia e Medicina Sperimenta-
le, Sezione di Patologia, Oncologia e Biologia Sperimentale, Uni-
versita degli Studi di Ferrara, Via Borsari 46, 44121, Ferrara (Italy).
Tel: 0532 455353; Fax: 0532 455351; email: fdv@unife.it

(2) Dipartimento di Scienze Mediche, Sezione di Reumatologia, Ar-
cispedale S. Anna, Cona, Ferrara, Italy

ABSTRACT N. 194

Telethon Research Projects - Other Genetic Diseases
Principal Investigator GATTORNO MARCO
Telethon grant N. GGP14144

Total budget € 377.200

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2014
ANNA RUBARTELLI

Partners
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CRYOPYRIN ASSOCIATED PERIODIC SYNDROMES (CAPS): INVES-
TIGATIONS ON PATIENTS BLOOD CELLS AND IN A KNOCK-IN
MOUSE MODEL TO EXPLOIT NOVEL APPROACHES FOR THE MOD-
ULATION OF THE NLRP3 INFLAMMASOME

SINDROME PERIODICA ASSOCIATA A DEFICIT DI CRIOPIRINA (CA-
PS): STUDI SU CELLULE PRIMARIE DI PAZIENTI E SU UN MODELLO
ANIMALI PER IDENTIFICARE NUOVI APPROCCI TERAPAUTICI PER
LA MODULAZIONE DEL NLRP3 INFLAMMASOMA

Gattorno Marco (1), Sonia Carta (2), Arinna Bertoni (1), Federica
Penco (1), Rosa Lavieri (2), Sabrina Chiesa (1), Anna Rubartelli (2)

(1) UO Pediatria 2, Istituto Gaslini - Via Gaslini 5, 16145, Genova.
010 56362793, fax: 010 4211018, email: marcogattorno@os-
pedale-gaslini.ge.it

(2) Cell Biology Unit, IRCCS San Martino IST, Genova

ABSTRACT N. 195

Telethon Research Projects - Other Genetic Diseases
Principal Investigator GIACCA MAURO

Telethon grant N. GGP11068

Total budget € 204.600

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

TOWARDS BETTER AAV GENE THERAPY: WHOLE GENOME SIRNA
AND MICRORNA HIGH THROUGHPUT SCREENING FOR THE IDEN-
TIFICATION OF THE MOLECULAR DETERMINANTS GOVERNING
AAV VECTOR TRANSDUCTION, VECTOR PRODUCTION AND VEC-
TOR-INDUCED GENE CORRECTION

VERSO UNA PIU EFFICACE TERAPIA GENICA CON VETTORI AAV;
SCREENING AD ALTA PROCESSIVITA PER L’IDENTIFICAZIONE DEI
DETERMINANTI MOLECOLARI CHE REGOLANO LA TRASDUZIONE
DA AAV, LA PRODUZIONE DEI VETTORI E LA CORREZIONE GENICA

Zentilin Lorena, Mano Miguel, Ippodrino Rudy, Zacchigna Serena,
Backovic Ana, Giacca Mauro

International Center for Genetic Engineering and Biotechnology
(ICGEB), Padriciano 99, 34149 Trieste, Italia, Tel. +39.040.3757324,
Fax +39.040.226555, E-mail: giacca@icgeb.org

ABSTRACT N. 196

OSR-TIGET - Other Genetic Diseases

Principal Investigator MONTINI EUGENIO
Telethon grant N. TGT11D01

Total budget € 731.850

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

IMPROVING SAFETY OF LENTIVIRAL GENE TRANSFER

MIGLIORANDO LA BIOSICUREZZA DEL TRASFERIMENTO GENICO
CON VETTORI LENTIVIRALI

Cesana Daniela, Volpin Monica, Calabria Andrea, Spinozzi Giulio,
Brasca Stefano, Benedicenti Fabrizio, Rudilosso Laura, Gallina Pie-
rangela, Tenderini Erika, Montini Eugenio

San Raffaele Telethon Institute for Gene Therapy, Via Olgettina 58,
201132 Milano, Tel: +39 02 26434069; montini.eugenio@hsr.it

ABSTRACT N. 197

OSR-TIGET - Other Genetic Diseases

Principal Investigator RONCAROLO MARIA GRAZIA
Telethon grant N. TGT11EO01

Total budget € 954.350

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

LIVER-DIRECTED GENE TRANSFER FOR THE INDUCTION OF ANTI-
GEN-SPECIFIC TOLERANCE: MECHANISM AND THERAPEUTIC AP-
PLICATIONS

INDUZIONE DI TOLLERANZA AG-SPECIFICA ATTRAVERSO IL TRA-
SFERIMENTO GENICO NEL PARENCHIMA EPATICO: MECCANISMO
E APPLICAZIONI

Annoni Andrea (1), Cantore Alessio (1), Akbarpour Mahzad (1),
Naldini Luigi (1,2), Roncarolo Maria Grazia (1,2)

(1) San Raffaele Telethon Institute for Gene Therapy (HSR-TIGET), Di-
vision of Regenerative Medicine, Stem Cells and Gene Therapy, IRCCS
San Raffaele Scientific Institute, Via Olgettina 58, 20132 Milan, Italy
(2) Vita e Salute University, Milan, Italy

ABSTRACT N. 198

OSR-TIGET - Other Genetic Diseases

Principal Investigator GREGORI SILVIA

Telethon grant N. TGT11E02

Total budget € 710.650

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

CELL THERAPY STRATEGIES FOR TOLERANCE INDUCTION IN HU-
MANS

STRATEGIE DI TERAPIA CELLULARE PER INDUZIONE DELLA TOLLE-
RANZA IMMUNOLOGICA

Amodio Giada (1), Andolfi Grazia (1), Locafaro Grazia (1), Comi Mi-
chela (1), Russo Fabio (1), Roncarolo Maria Grazia (1,2), Gregori Sil-
via (1)

(1) San Raffaele Telethon Institute for Gene therapy (HSR-TIGET),
Division of Regenerative Medicine, Stem Cells and Gene Therapy,
IRCCS San Raffaele Scientific Institute - Via Olgettina 58, 20132 Mi-
lan, Italy

(2) Vita-Salute San Raffaele University, Milan, Italy

ABSTRACT N. 199

OSR-TIGET - Other Genetic Diseases

Principal Investigator AIUTI ALESSANDRO
Telethon grant N. TGT11C01

Total budget € 739.000

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

TRACKING AND MODELING OF HSC CLONAL DYNAMICS BY VEC-
TOR MARKING

STUDIO DELLE DINAMICHE CLONALI DELLE CELLULE STAMINALI
EMATOPOIETICHE E MODELLI DI EMATOPOIESI UMANA MEDIAN-
TE L’ANALISI DELLE INTEGRAZIONI VIRALI

Luca Biasco (1), Francesca Dionisio (1,2), Danilo Pellin (3), Sa-
mantha Scaramuzza (1), Serena Scala (1), Luca BassoRicci (1), Cri-
stina Baricordi (1), Stefania Giannelli (1), Victor Neduva (4), David J
Dow (4), Andrea Calabria (1), Paola Vicard (5), Ernst Wit (6), Euge-
nio Montini (1), Clelia Di Serio (2,3), Luigi Naldini (1,2), Alessandro
Aiuti (1,7)

(1) San Raffaele Telethon Institute for Gene Therapy (TIGET), Divi-
sion of Regenerative Medicine Stem cells and Gene Therapy, IRCCS
San Raffaele Scientific Institute, Via Olgettina, 58 20132, Milan, Italy
email: aiuti.alessandro@hsr.it tel:02-2643-4875 fax:02-2643-4668
(2) Univ. Vita-Salute San Raffaele, Milano, Italy

(3) CUSSB, Universita Vita-Salute, Milan Italy

(4) Molecular and Cellular Technologies, GlaxoSmithKline, Steve-
nage Herts, UK

(5) Univ. degli studi Roma Tre, Rome Italy
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(6) Univ. of Groningen Faculty of Mathematics and Natural Sci-
ences, Groningen, NE
(7) Univ. of Rome “Tor Vergata”, Rome, Italy

ABSTRACT N. 200

OSR-TIGET - Other Genetic Diseases

Principal Investigator KAJASTE RUDNITSKI ANNA
Telethon grant N. TGT11D04

Total budget € 286.357

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2014

DISSECTING LENTIVIRUS-HOST INTERACTIONS TO IMPROVE
GENE TRANSFER

STUDIO DELLE INTERAZIONI LENTIVIRUS-OSPITE PER MIGLIORA-
RE IL TRASFERIMENTO GENICO

Petrillo Carolina (1), Piras Francesco (1), Riba Michela (2), Matafo-
ra Vittoria (3), Lazarevic Dejan (2), Cittaro Davide (2), Stupka Elia
(4), Bachi Angela (3), Naldini Luigi (1), Kajaste-Rudnitski Anna (1)

(1) San Raffaele Telethon Institute for Gene Therapy, Milan, Italy -
Via Olgettina 58, Milan, Italy, Tel. +390226436546, fax
+390226434668/4621, e-mail: kajaste.anna@hsr.it

(2) San Raffaele Center for Translational Genomics and Bioinfor-
matics, Milan, Italy

(3) FIRC Institute of Molecular Oncology Foundation (IFOM), Mi-
lan, Italy

(4) Neu-Ulm, Bayern, Germany

ABSTRACT N. 201

OSR-TIGET - Other Genetic Diseases

Principal Investigator LOMBARDO ANGELO
Telethon grant N. TGT11D05

Total budget € 316.142

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2014

PERMANENT EPIGENETIC SILENCING OF HUMAN GENES BY TRAN-
SIENT DELIVERY OF ARTIFICIAL TRANSCRIPTIONAL REPRESSORS

SILENZIAMENTO PERMANENTE EPIGENETICO DI GENI UMANI
TRAMITE ESPRESSIONE TRANSIENTE DI REPRESSORI TRASCRIZIO-
NALI ARTIFICIALI

Amabile Angelo (2,3), Migliara Alessandro (2,3), Di Tomaso Tiziano
(2), Biffi Mauro (2), Firrito Claudia (2), Naldini Luigi (2,3), Lombar-
do Angelo (1)

(1) San Raffaele Telethon Institute for Gene Therapy and Vita Salute
San Raffaele University, Milan, Italy - Via Olgettina 58, 20132 Milan,
ITALY; Tel: 0226435680 Fax: 0226434621; lombardo.angelo@hsr.it
(2) San Raffaele Telethon Institute for Gene Therapy, Milan, Italy
(3) Vita Salute San Raffaele University, Milan, Italy

ABSTRACT N. 202

Farinelli Giada (1), Chiriaco Maria (2), Capo Valentina (1), Zonari
Erika (1), Migliavacca Maddalena (1), Jofra-Hernandez Raisa (1),
Scaramuzza Samantha (1), Di Matteo Gigliola (2), Sergi Sergi Lucia
(1), Kajaste-Rudnitski Anna (1), Trono Didier (3), Grez Manuel (4),
Rossi Paolo (2), Bragonzi Alessandra (5), Rossi Alice (5), Ranucci Se-
rena (5), Finocchi Andrea (2), Naldini Luigi (1,6), Gentner Bernhard
(1), Aiuti Alessandro (1,6)

(1) San Raffaele Telethon Institute for Gene Therapy (TIGET), IRCCS
San Raffaele Scientific Institute, Milan, Italy - Via Olgettina 58
20132 Milano Italy Tel. +390226436324; Fax +390226434668; e
mail: alessandro.aiuti@hsr.it

(2) Department of Pediatrics, Children’s hospital Bambino Gesu
and University of Rome Tor Vergata School of medicine, Rome,
Italy

(3) Ecole Polytechnique Federale de Lausanne, Lausanne, Switzer-
land

(4) Georg-Speyer Haus, Frankfurt, Germany

(5) Infection and Cystic Fibrosis Unit, IRCCS San Raffaele Scientific
Institute, Milan, Italy

(6) “Vita-Salute” S. Raffaele University, Milan, Italy

ABSTRACT N. 203

Telethon Research Projects - Other Genetic Diseases

Principal Investigator BALDARI COSIMATT.
Telethon grant N. GGP11021

Total budget € 264.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

THE INTRAFLAGELLAR TRANSPORT SYSTEM, A NOVEL REGULA-
TOR OF IMMUNE SYNAPSE ASSEMBLY: FUNCTIONAL DISSECTION
IN T-CELL ANTIGEN RECEPTOR TRAFFICKING AND ASSESSMENT AS
DISEASE TARGET IN COMMON VARIABLE IMMUNODEFICIENCY

IL SISTEMA DI TRASPORTO INTRAFLAGELLARE NEI LINFOCITI T:
DISSEZIONE FUNZIONALE NEL TRASPORTO DEL RECETTORE DEL-
L’ANTIGENE E VALUTAZIONE QUALE BERSAGLIO DELLA MALAT-
TIA NELL'IMMUNODEFICIENZA COMUNE VARIABILE

Finetti Francesca (1), Patrussi Laura (1), Onnis Anna (1), Galgano
Donatella (1), Gottardo Marco (1), Cassioli Chiara (1), Spano Stefa-
nia (2), Galan Jorge (2), Pazour Gregory J (3), Baldari Cosima T (1)

(1) Department of Life Sciences, University of Siena, Siena, Italy - via
A. Moro, 2 53100 Siena tel +39 0577 234400 fax +39 0577234476
baldari@unisi.it

(2) Section of Microbial Pathogenesis, Yale University School of
Medicine, New Haven, USA

(3) Program in Molecular Medicine, University of Massachusetts
Medical School, Worcester, USA

ABSTRACT N. 204

Telethon Research Projects - Other Genetic Diseases

OSR-TIGET - Other Genetic Diseases

Principal Investigator AIUTI ALESSANDRO
Telethon grant N. TGTGSKO06
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Corallino Salvatore (1), Iwai Leo K. (2), Huang Paul H. (2), Sacco
Francesca (1), Casatgnoli Luisa (1), Cesareni Gianni (1,3)

(1) Department of Biology, University of Rome Tor Vergata, Via
della ricerca scientifica, 00133 Rome, Italy

(2) Protein Networks Team, Division of Cancer Biology, Institute of
Cancer Research, London SW3 6JB, United Kingdom

(3) IRCCS Fondazione Santa Lucia, 00143, Rome, Italy

ABSTRACT N. 245

Telethon Research Projects - Other Genetic Diseases
Principal Investigator TARTAGLIA MARCO
Telethon grant N. GGP13107

Total budget € 225.400

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2013

MOLECULAR BASES OF NOONAN SYNDROME AND RELATED DIS-
ORDERS

BASI MOLECOLARI DELLA SINDROME DI NOONAN E DI MALATTIE
GENETICHE CORRELATE

Flex Elisabetta (1), Martinelli Simone (1), Pantaleoni Francesca (1),
Motta Maria Letizia (1), Stellacci Emilia (1), Cordeddu Viviana (1),
Ciolfi Andrea (1), Bruselles Alessandro (1), Pannone Luca (1), Pao-
lacci Stefano (1), Caputo Viviana (2), Dhandapany Perundurai (3),
Zampino Giuseppe (4), Digilio Maria Cristina (5), Melis Daniela (6),
Selicorni Angelo (7), Mazzanti Laura (8), Rossi Cesare (9), Lepri
Francesca (5), De Luca Alessandro (10), Ferrero Giovanni B (11),
Clementi Maurizio (12), Zenker Martin (13), Dallapiccola Bruno (5),
Gelb Bruce D (3), Cave’ Helene (14), Ahmadian M Reza (15), Tarta-
glia Marco (1)

(1) Istituto Superiore di Sanita, Rome - Dipartimento di Ematolo-
gia, Oncologia e Medicina Molecolare, Istituto Superiore di Sanita,
Viale Regina Elena, 299 - 00161 Roma. Tel: 0649902569, Fax:
0649902850, Email: mtartaglia@iss.it

(2) Universita “La Sapienza”, Rome

(3) Mount Sinai School of Medicine, New York

(4) Universita Cattolica del Sacro Cuore, Rome

(5) Ospedale Bambino Gesu, Rome

(6) Universita “Federico II”, Naples

(7) Universita di Milano Bicocca, Monza

(8) Policlinico S. Orsola-Malpighi, Bologna

(9) Universita di Bologna, Bologna

(10) Istituto Mendel-IRCCS ““Casa Sollievo della Sofferenza’”, Rome
(11) Universita di Torino, Turin

(12) Universita di Padova, Padua

(13) Institute of Human Genetics, University Hospital, Magdeburg

(14) Hopital Robert Debre’, Paris

(15) Heinrich-Heine University Medical Center, Dusseldorf

ABSTRACT N. 246

Telethon Research Projects - Other Genetic Diseases

Principal Investigator POLO SIMONA LAURA ANNA
Telethon grant N. GEP13069

Total budget € 49.950

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2014

EVALUATING THE ROLE OF UBIQUITIN AND ENDOCYTOSIS IN
GITELMAN SYNDROME

STUDIO DEI MECCANISMI MOLECOLARI ALLA BASE DELLA SIN-
DROME DI GITELMAN

Fajner Valentina (1), Maspero Elena (1), Polo Simona (1,2)

(1) IFOM, Fondazione Istituto FIRC di Oncologia Molecolare, Via
Adamello 16, 20139, Milan, Italy tel +39 02 574303242, fax +39 02
574303231, simona.polo@ifom.eu

(2) Dipartimento di Medicina, Chirurgia ed Odontoiatria, Univer-
sita degli Studi di Milano, Via di Rudini 8, 20122 Milan, Italy

ABSTRACT N. 247

Telethon Research Projects - Other Genetic Diseases
Principal Investigator COTECCHIA SUSANNA
Telethon grant N. GGP13227

Total budget € 302.300

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2013
FRANCESCA FANELLI

Partners

GAIN-OF-FUNCTION MUTATIONS OF THE V2 VASOPRESSIN RE-
CEPTOR IN NEPHROGENIC SYNDROME OF INAPPROPRIATE AN-
TIDIURESIS (NSIAD): MOLECULAR CHARACTERIZATION AND IN
SILICO IDENTIFICATION OF POTENTIAL THERAPEUTIC AGENTS

MUTAZIONI ATTIVANTI DEL RECETTORE V2 DELLA VASOPRESSI-
NA NELLA SINDROME NEFROGENICA DA ANTIDIURESI NON AP-
PROPRIATA (NSIAD): CARATTERIZZAZIONE MOLECOLARE ED
IDENTIFICAZIONE IN SILICO DI POTENZIALI AGENTI TERAPEUTICI

Cotecchia Susanna (1), Fanelli Francesca (2), Costa Tommaso (3),
Vezzi Vanessa (3), Valenti Giovanna (1), Tamma Grazia (1), Ranieri
Marianna (1)

(1) Dipartimento di Bioscienze, Biotecnologie e Biofarmaceutica,
Universita degli Studi di Bari “Aldo Moro”, Via Orabona 4, 70126
Bari, tel +39-080-5543333, susanna.cotecchia@uniba.it

(2) Dipartimento di Scienze della Vita, Universita di Modena e Reg-
gio Emilia, Modena

(3) Istituto Superiore di Sanita, Roma

ABSTRACT N. 248

Telethon Research Projects - Other Genetic Diseases

Principal Investigator BRESIN ELENA

Telethon grant N. GGP11201

Total budget € 271.500

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

GENETIC BASIS OF STEROID RESISTANT NEPHROTIC SYNDROME
AND IMPLICATIONS FOR THERAPY

BASI GENETICHE DELLA SINDROME NEFROSICA STEROIDO-RESI-
STENTE E IMPLICAZIONI PER LA TERAPIA

Bresin Elena, Mele Caterina, Paraskevas latropoulos, Maranta Ra-

74




OTHER GENETIC DISEASES

mona, Breno Matteo, Alberti Marta, Cassis Paola, Remuzzi Giusep-
pe, Noris Marina

IRCCS - Istituto di Ricerche Farmacologiche “Mario Negri”, Clinical
Research Center for Rare Diseases “Aldo e Cele Dacco”, Via Ca-
mozzi 3, 24020, Ranica, Bergamo, Italy tel 0039 035 4535327 fax
0039 035 4535377, e-mail elena.bresin@marionegri.it

ABSTRACT N. 249

Telethon Research Projects - Other Genetic Diseases

Principal Investigator PUSCH MICHAEL

Telethon grant N. GGP12008

Total budget € 226.700

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

MOLECULAR MECHANISMS OF TRANSPORT, SMALL LIGAND
MODULATION, AND SUBUNIT INTERACTION OF CHLORIDE
TRANSPORTING CLC PROTEINS INVOLVED IN HUMAN GENETIC
DISEASES

MECCANISMI MOLECOLARI RIGUARDANTI IL TRASPORTO, LA RE-
GOLAZIONE DA PARTE DI PICCOLI LIGANDI E L’INTERAZIONE CON
ALTRE SUBUNITA DELLE PROTEINE CLC COINVOLTE IN MALATTIE
GENETICHE UMANE

Gradogna Antonella, Fiore Michele, Zanardi llaria, Zifarelli Giovan-
ni, Pusch Michael

Istituto di Biofisica, CNR - Via De Marini 6, 16149 Genova, Tel.
0106475330, Fax 0106475500, pusch@ge.ibf.cnr.it

ABSTRACT N. 250

TIGEM - Other Genetic Diseases

Principal Investigator DE MATTEIS MARIA
ANTONIETTA

Telethon grant N. TGM11CB1

Total budget € 300.000

Centres: 1 Duration (yrs): 5 Starting year: 2011

DISSECTING THE MOLECULAR MECHANISMS UNDERLYING EN-
DOCYTIC DYSFUNCTIONS INDUCED BY MUTATIONS IN OCRL AND
CLC5 TO IDENTIFY CORRECTORS FOR LOWE SYNDROME AND
DENT DISEASE

DEFINIZIONE DEI MECCANISMI MOLECOLARI ALLA BASE DELLE
DISFUNZIONI DELLA VIA ENDOCITICA INDOTTA DA MUTAZIONI
DEI GENI OCRL E CLC5 ALLO SCOPO DI IDENTIFICARE CORRETTORI
FARMACOLOGICI PER LA SINDROME DI LOWE E PER LA MALAT-
TIA DI DENT

De Leo Maria Giovanna, Staiano Leopoldo, Polishchuk Elena, Di
Tullio Giuseppe, Medina Diego, Ballabio Andrea, De Matteis Maria
Antonietta

Telethon Institute of Genetics and Medicine (TIGEM), Via Campi
Flegrei 34, 80078 Pozzuoli (Napoli), ITALY. Phone +39 081
6132361; fax. +39 081 5609877

ABSTRACT N. 251

Telethon Research Projects - Other Genetic Diseases

Principal Investigator RAMPOLDI LUCA

Telethon grant N. GGP14263

Total budget € 419.200

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

MOLECULAR MECHANISMS OF PATHOGENESIS AND PRECLINICAL

TREATMENT IN RENAL DISORDERS ASSOCIATED WITH UROMOD-
ULIN MUTATIONS

MECCANISMI MOLECOLARI DI PATOGENESI E TERAPIA IN UN
MODELLO PRECLINICO DI MALATTIE RENALI ASSOCIATE A MUTA-
ZIONI DI UROMODULINA

Schaeffer Céline (1), Trudu Matteo (1), Brunati Martina (1), Crea-
tore Anna (1), Pasqualetto Elena (1), Scolari Francesco (2), Rastaldi
Maria Pia (3), Devuyst Olivier (4), Rampoldi Luca (1)

(1) Molecular Genetics of Renal Disorders Unit, Division of Genet-
ics and Cell Biology, San Raffaele Scientific Institute - Via Olgettina
58, 20132 Milan, Italy. Phone: +39 0226434947; Fax: +39
9226434767; E-mail: rampoldi.luca@hsr.it

(2) Division of Nephrology, Hospital of Montichiari, Brescia

(3) Fondazione IRCCS Ospedale Maggiore Policlinico, Milan

(4) Institute of Physiology, University of Zurich, Zurich

ABSTRACT N. 252

Telethon Research Projects - Other Genetic Diseases
BOLETTA ALESSANDRA
GGP12183

388.800

Duration (yrs): 3 ‘ Starting year: 2012

Principal Investigator
Telethon grant N.
Total budget €
Centres: 1

TOWARDS THE COMPREHENSION OF POLYCYSTIN-1 FUNCTION
AND IDENTIFICATION OF SPECIFIC TARGETS FOR THERAPY IN
ADPKD

VERSO LA COMPRENSIONE DELLA FUNZIONE DI POLICISTINA-1 E
L’IDENTIFICAZIONE DI TARGET TERAPEUTICI SPECIFICI PER ADPKD
Castelli Maddalena (1), Distefano Gianfranco (1), Pesenti Gritti An-
gela (1), Matafora Vittoria (2), Chiaravalli Marco (1), Bachi Angela
(2), Boletta Alessandra (1)

(1) San Raffaele Scientific Institute, Via Olgettina, 58 20132 Milano
(2) IFOM-IEO campus, Milano

ABSTRACT N. 253

Telethon Research Projects - Other Genetic Diseases
GENNARI LUIGI
GGP11119
125.200

Duration (yrs): 2 ‘ Starting year: 2011
FERNANDO GIANFRANCESCO

Principal Investigator
Telethon grant N.
Total budget €
Centres: 2

Partners

GENETICS AND PHARMACOGENETICS OF PAGET'’S DISEASE OF
BONE

GENETICA E FARMACOGENETICA DELLA MALATTIA OSSEA DI PAGET

Fernando Gianfrancesco (2), Giuseppina Divisato (2), Daniela For-
micola (2), Teresa Esposito (2), Daniela Merlotti (1), Laura Pazza-
glia (3), Maria Serena Benassi (3), Jaques Brown (5), Pasquale
Strazzullo (4), Ranuccio Nuti (1), Domenico Rendina (4), Laetitia
Michou (5), Luigi Gennari (1)

(1) Department of Medicine, Surgery and Neurosciences, Universi-
ty of Siena, Siena, Italy - Policlinico Santa Maria alle Scotte, Viale
Bracci, 53100-Siena, Italy, Phone: +390577585364, Fax:
+390577233446, Email: gennari@unisi.it

(2) Institute of Genetics and Biophysics “Adriano Buzzati-Traver-
so”, CNR, Naples, Italy

(3) Laboratory of Experimental Oncology, Rizzoli Orthopaedic In-
stitute, Bologna, Italy

(4) Department of Clinical and Experimental Medicine, Federico I
University of Naples, Naples, Italy
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(5) Department of Medicine, Faculté de Médecine de I'Université
Laval, Quebec City, Canada

ABSTRACT N. 254

Telethon Research Projects - Other Genetic Diseases

Principal Investigator MATTEVI ANDREA

Telethon grant N. GGP12007

Total budget € 221.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

PEROXISOMAL ENZYME DEFICIENCIES IN RHIZOMELIC CHON-
DRODYSPLASIA PUNCTATA: BIOCHEMISTRY AND THERAPEUTIC
AVENUES

DIFETTI ENZIMATICI NELLA CONDRODISPLASIA PUNTATA RIZO-
MELICA: BIOCHIMICA E POSSIBILITA TERAPEUTICHE

Piano Valentina (1), Nenci Simone (1), Pandini Vittorio (2), Aliverti
Alessandro (2), Mattevi Andrea (1)

(1) Dipartimento Biologia e Biotecnologie “L. Spallanzani”, Univer-
sita degli Studi di Pavia, Via Ferrata 1, 27100 Pavia - Via Ferrata 1,
27100 Pavia, 0382985534, andrea.mattevi@unipv.it

(2) Dipartimento di Bioscienze, Universita degli Studi di Milano, Via
Celoria 26, 20133 Milano

ABSTRACT N. 255

Telethon Research Projects - Other Genetic Diseases

Principal Investigator ROSSI ANTONIO

Telethon grant N. GGP11079

Total budget € 174.200

Centres: 1 ‘ Duration (yrs): 3 ‘ Starting year: 2011

THE FUNCTIONAL ROLE OF THE CALCIUM ACTIVATED NUCLEOTI-
DASE 1 (CANT1) GENE IN THE SKELETON: AN IN VIVO STUDY
WITH A MOUSE MODEL OF DESBUQUOIS DYSPLASIA

CARATTERIZZAZIONE FUNZIONALE DEL RUOLO DELLA NUCLEOTIDA-
SI11ATTIVATA DAL CALCIO (CANT1) NELLO SCHELETRO: UNO STUDIO
IN VIVO CON UN MODELLO ANIMALE DI DISPLASIA DI DESBUQUOIS

Monti Luca (1), Paganini Chiara (1), Lecci Silvia (1), Maruelli Silvia
(1), Costantini Rossella (1), Cormier-Daire Valerie (2), Forlino Anto-
nella (1), Rossi Antonio (1)

(1) Dipartimento di Medicina Molecolare - Universita di Pavia - Via
Taramelli 3/B, 27100 Pavia, Italy, e-mail: antrossi@unipv.it

(2) INSERM U781, Institut Imagine, Hopital Necker-Enfants Mala-
des,Paris, France

(2), Settembre Carmine (1,2,3)

(1) Dulbecco Telethon Institute c/o Telethon Institute of Genetics
and Medicine (TIGEM), Via Campi Flegrei, 34, 80078 Pozzuoli (NA),
Italy , email: Settembre@Tigem.it

(2) Telethon Institute of Genetics and Medicine (TIGEM), Pozzuoli
(NA), Italy

(3) Medical Genetics, Department of Medical and Translational
Science Unit, Federico Il University, Naples, Italy

(4) Department of Molecular Medicine, Biochemistry Unit, Univer-
sity of Pavia, Pavia, Italy

ABSTRACT N. 257

DTI - Other Genetic Diseases

Principal Investigator SERAFINI MARTA

Telethon grant N. TCR14001

Total budget € 136.000

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2015

NEONATAL BONE MARROW TRANSPLANTATION PREVENTS
BONE PATHOLOGY IN A MOUSE MODEL OF MUCOPOLYSACCHA-
RIDOSIS TYPE |

IL TRAPIANTO DI MIDOLLO OSSEO IN EPOCA NEONATALE PREVIE-
NE IL DANNO SCHELETRICO NEL MODELLO MURINO DI MUCOPO-
LISACCARIDOSI DI TIPO |

Serafini Marta (1), Pievani Alice (1), Azario Isabella (1), Antolini
Laura (2), Shimada Tsutomu (3), Patel Pravin (3), Remoli Cristina
(4), Rambaldi Benedetta (1), Valsecchi Maria Grazia (2), Riminucci
Mara (4), Biondi Andrea (5), Tomatsu Shunji (3), Serafini Marta (1)

(1) Dulbecco Telethon Institute at Centro Ricerca M.Tettamanti, De-
partment of Paediatrics, University of Milano-Bicocca, San Gerardo
Hospital, via Pergolesi, 33 20900 Monza (MB), Italy Phone: +39-039-
2332232 Fax: +39-039-2332167 E-mail: serafinim72@gmail.com

(2) Centro di Biostatistica per I'epidemiologia clinica, Dep of Health
Sciences, Milano—Bicocca University, Monza

(3) Dep of Biomedical Research, Alfred I. duPont Hospital for Chil-
dren, Wilmington, DE, US

(4) Dep of Molecular Medicine, Sapienza University, Rome

(5) Dep of Pediatrics, Milano-Bicocca University, San Gerardo Ho-
spital/Fondazione MBBM, Monza

ABSTRACT N. 258

Telethon Research Projects - Other Genetic Diseases
Principal Investigator FORLINO ANTONELLA
Telethon grant N. GGP13098

Total budget € 321.700

Centres: 2 Duration (yrs): 3 ‘ Starting year: 2013
LAURA BIANCHI

Partners

ABSTRACT N. 256
DTI - Other Genetic Diseases
Principal Investigator SETTEMBRE CARMINE
Telethon grant N. TCP12008
Total budget € 342.000
Centres: 1 Duration (yrs): 5 ‘ Starting year: 2013

IDENTIFICATION OF MOLECULAR TARGETS FOR THE TREATMENT OF
THE SKELETAL PHENOTYPE IN LYSOSOMAL STORAGE DISORDERS

IDENTIFICAZIONE DI NUOVI APPROCCI TERAPEUTICI PER IL TRAT-
TAMENTO DELLE MALFORMAZIONI OSSEE NELLE MALATTIE DA
ACCUMULO LISOSOMIALE

Cinque Laura (1,2), Forrester Alison (1,2,3), Bartolomeo Rosa (1,2),
Venditti Rossella (2), Montefusco Sandro (2), Polishchuk Elena (2),
Rossi Antonio (4), Medina Diego (2), De Matteis Maria Antonietta

TARGETING ER STRESS TO TREAT OSTEOGENESIS IMPERFECTA

NUOVE STRATEGIE PER IL TRATTAMENTO DELL’OSTEOGENESI
IMPERFETTA

Gioia Roberta (1), Gagliardi Assunta (2), Landi Claudia (2), Besio
Roberta (1), Tonelli Francesca (1), Bini Luca (2), Leikin Sergey (3),
Schinke Thorsten (4), Cotelli Franco (5), Tenni Ruggero (1), Bianchi
Laura (2), Forlino Antonella (1)

(1) Department of Molecular Medicine, Biochemistry Unit, Univer-
sity of Pavia, Pavia, Italy - Via Taramelli 3/B, 27100 Pavia, phone:
+39-0382-987235, fax: +39-0382-423108, aforlino@unipv.it

(2) Functional Proteomics Lab, Department of Life Sciences, Uni-
versity of Siena, Siena, Italy
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(3) Section of Physical Biochemistry, NICHD/NIH, Bethesda, Mary-
land, USA

(4) University of Hamburg, Hamburg, Germany

(5) Department of Biosciences, University of Milano, Milan, Italy

ABSTRACT N. 259

Telethon Research Projects - Other Genetic Diseases

Principal Investigator SOBACCHI CRISTINA
Telethon grant N. GGP12178

Total budget € 123.000

Centres: 1 Duration (yrs): 2 ‘ Starting year: 2012

MESENCHYMAL STEM CELL TRANSPLANTATION AS A THERAPEU-
TIC APPROACH TO RANKL-DEPENDENT OSTEOPETROSIS

TRAPIANTO DI CELLULE MESENCHIMALI STAMINALI COME AP-
PROCCIO TERAPEUTICO PER L’OSTEOPETROSI RANKL- DIPENDENTE

Menale Ciro (1,2), Lo lacono Nadia (1,2), Schena Francesca (3),
Marrella Veronica (1,2), Caldana Elena (1,2), Mantero Stefano
(1,2), Vezzoni Paolo (1,2), Villa Anna (1,2), Sobacchi Cristina (1,2)

(1) CNR-IRGB, Milan Unit, Milan, Italy - via Manzoni 113, Rozzano
(MI); tel 0282245153; fax 0282245290; cristina.sobacchi@huma-
nitasresearch.it

(2) Humanitas Clinical and Research Center, Rozzano, Italy

(3) Laboratory of Immunology and Rheumatic Disease, Istituto G.
Gaslini IRCCS, Genova, Italy

ABSTRACT N. 260

Telethon Research Projects - Other Genetic Diseases

Principal Investigator TETI ANNA MARIA

Telethon grant N. GGP14014

Total budget € 202.300

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2014

IN-DEPTH PHENOTYPING AND EXPERIMENTAL THERAPY OF AU-
TOSOMAL DOMINANT OSTEOPETROSIS

STUDIO DEL FENOTIPO E TERAPIA SPERIMENTALE DELL’OSTEOPE-
TROSI AUTOSOMICA DOMINANTE

Capulli Mattia, Maurizi Antonio, Rucci Nadia, Teti Anna

Dipartimento di Scienze Cliniche Applicate e Biotecnologie, Uni-
versita dell’Aquila, Via Vetoio - Coppito 2, 67100 L’Aquila. Tel.
0862 433513. Fax 0862 433523. E-mail teti@univaq.it

ABSTRACT N. 261

TIGEM - Other Genetic Diseases

Principal Investigator DE MATTEIS MARIA
ANTONIETTA

Telethon grant N. TGM11CB2

Total budget € 300.000

Centres: 1 Duration (yrs): 5 ‘ Starting year: 2011

Flegrei 34, 80078 Pozzuoli (Napoli), Italy. Phone +39 081 6132361;
fax +39 081 5609877

ABSTRACT N. 262

Telethon Research Projects - Other Genetic Diseases

Principal Investigator ZIPPO ALESSIO

Telethon grant N. GEP13057

Total budget € 40.100

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2014

DEVELOPMENT OF AN IN VITRO DISEASE MODEL SYSTEM FOR
DISSECTING THE EPIGENETIC MECHANISMS UNDERLYING
PATHOGENESIS OF KABUKI SYNDROME

SVILUPPO DI UN MODELLO SPERIMENTALE PER STUDIARE | MEC-
CANISMI EPIGENETICI ALLA BASE DELLA SINDROME KABUKI

Zippo Alessio, Fasciani Alessandra
INGM Via Francesco Sforza 35, Milano tel. 02 0066321 e-mail:
zippo@ingm.org

ABSTRACT N. 263

Telethon Research Projects - Other Genetic Diseases
Principal Investigator MERLA GIUSEPPE

Telethon grant N. GGP13231

Total budget € 413.200

Centres: 3 Duration (yrs): 3 ‘ Starting year: 2013
STEFANO CASOLA, GIUSEPPE TESTA

Partners

AN INTEGRATED STRATEGY TO FUNCTIONALLY DISSECT THE GE-
NETIC AND EPIGENETIC MECHANISMS UNDERLYING KABUKI
SYNDROME

UNA STRATEGIA INTEGRATA PER COMPRENDERE | MECCANISMI
GENETICI ED EPIGENETICI ALLA BASE DELLA SINDROME KABUKI

Micale Lucia (1), Gabriele Michele (3), Valentina Petrocelli (2), De
Nittis Pasquelena (1), Germain Pierre-Luc (3), Mainoldi Federica
(2), Augello Bartolomeo (1), Fusco Carmela (1), Casola Stefano (2),
Testa Giuseppe (3), Merla Giuseppe (1)

(1) IRCCS Casa Sollievo delle Sofferenza, Medical Genetics Unit -
viale Cappuccini, 71013 San Giovanni Rotondo (FG), tel: 088
2416350, fax: 088 2411616, email: g.merla@operapadrepio.it

(2) IFOM Fondazione Istituto FIRC di Oncologia Molecolare, Milano
(3) Dipartimento di Oncologia Sperimentale, Istituto Europeo di
Oncologia, Milano

ABSTRACT N. 264

Telethon Research Projects - Other Genetic Diseases

Principal Investigator RICCIO ANDREA

Telethon grant N. GGP11122

Total budget € 231.000

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2011

DEFINING THE CELLULAR AND MOLECULAR BASIS OF THE
SPONDYLOEPIPHYSEAL DYSPLASIA TARDA AND IDENTIFICATION
OF TARGETS FOR PHARMACOLOGICAL INTERVENTION

DEFINIZIONE DELLE BASI MOLECOLARI E CELLULARI DELLA DI-
SPLASIA SPONDILOEPIFISIARIA TARDA E IDENTIFICAZIONE DI
TARGET PER L’INTERVENTO FARMACOLOGICO

Zappa Francesca, Venditti Rossella, Santoro Michele, Wilson
Cathal, De Matteis Maria Antonietta

Telethon Institute of Genetics and Medicine (TIGEM), Via Campi

GROWTH DISORDERS AND GENOMIC IMPRINTING: GENETIC DE-
FECTS AND MOLECULAR MECHANISMS

IMPRINTING GENOMICO E DISORDINI DELLA CRESCITA: DIFETTI
GENETICI E MECCANISMI MOLECOLARI

Riccio Andrea (1,2)

(1) Istituto di Genetica e Biofisica A. Buzzati-Traverso, CNR, via P.

Castellino 111, Napoli
(2) Dipartimento DiSTABIF, Seconda Universita di Napoli, Caserta
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ABSTRACT N. 265

Telethon Research Projects - Other Genetic Diseases

Principal Investigator SOBACCHI CRISTINA
Telethon grant N. GEP13060

Total budget € 21.350

Centres: 1 Duration (yrs): 1 ‘ Starting year: 2014

UNDERSTANDING THE GENETIC BASIS OF ACROFRONTOFA-
CIONASAL DYSOSTOSIS 1

STUDIO DELLE BASI GENETICHE DELLA DISOSTOSI ACRO-FRONTO-
FACIO-NASALE DI TIPO 1

Palagano Eleonora (1,2), Strina Dario (1,2), Menale Ciro (1,2),
Mantero Stefano (1,2), Prontera Paolo (3), Guion-Almeida Maria
Leine (4), Uva Paolo (5), Angius Andrea (5,6), Villa Anna (1,2), So-
bacchi Cristina (1,2)

(1) CNR-IRGB, Milan Unit, Milan, Italy - via Manzoni 113, 20089
Rozzano (Ml); tel 02 82245153; fax 02 82245290; cristina.sobac-
chi@humanitasresearch.it

(2) Humanitas Clinical and Research Center, Rozzano, Italy

(3) CRR Genetica Medica, Universita ed Azienda Ospedaliera di Pe-
rugia, Perugia, Italy

(4) Department of Clinical Genetics, Hospital of Rehabilitation of
Craniofacial Anomalies, University of Sao Paulo, Sao Paulo, Brasil
(5) CRS4, Science and Technology Park Polaris, Piscina Manna, Pu-
la, Italy

(6) CNR-IRGB, Monserrato, Italy

ABSTRACT N. 266

Telethon Research Projects - Other Genetic Diseases

Principal Investigator MISSERO CATERINA
Telethon grant N. GGP12239

Total budget € 259.700

Centres: 1 Duration (yrs): 3 ‘ Starting year: 2012

DISSECTING THE MOLECULAR MECHANISMS UNDERLYING EPI-
DERMAL DEFECTS IN AEC SYNDROME

STUDIO DEI MECCANISMI COINVOLTI NEI DIFETTI CUTANEI CA-
RATTERIZZANTI LA SINDROME DI HAY-WELLS

Cirillo Luisa (1,3), Mollo Maria Rosaria (1,3), Sirico Anna (1), Polish-
chuk Elena (4), Polishchuk Roman (4), Antonini Dario (5), Missero
Caterina (1,2)

(1) CEINGE Biotecnologie Avanzate, Napoli, Italy - Via G. Salva-
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