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To date, Italy is a pioneering country because thanks

to Law 167/2016 Expanded Newborn Screening

is compulsory for all newborns, enabling the early

detection of more than 40 hereditary metabolic

disorders for which a treatment exists.
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Aismme with Geronimo Stilton to introduce
Expanded Newborn Screening

#SNEinAction is now getting to the
heart of the matter. The project was
@ developed by Ma Provider in
= cooperation  with  Aismme
and SIMMESN (ltalian Society
for the Study of Inborn Metabolic Dis-
eases and Newborn Screening) and is
aimed at informing parents-to-be on
the importance of Expanded Newborn
Screening (ENS). The outstanding ce-
lebrity endorser is Geronimo Stilton,
the journalist mouse most beloved
among children, author of the famous
books published in Italy by Edizioni
PIEMME.

The awareness-raising initiative
envisages the distribution of hand-
outs to the birth centres and to
Obstetrics & Gynaecology medical
studios to reach at least 170 thou-
sand mothers in its first stage, a web
page (www.sneinaction.com) with
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useful links, further developments
and the possibility to tell personal
stories. It is a highly digital project,
thanks to web pages on social me-
dias and the involvement of web in-
fluencers and mummy bloggers, to
reach new parents who rely on the
web to gather information.

“The ENS enables to identify yearly
about 500 newborns affected by
one of the 40 diseases currently en-
listed in the panel envisaged by the
normative. This allows to activate
timely therapies and tailored diets,
pre-empting severe disabilities or
even death” - Manuela Vaccarotto,
Vice-President of Aismme has said -
Yet, to date only few families know
the importance of this test at birth:
which is why we have called for this
national campaign to raise aware-
ness on the ENS".

“Geronimo Stilton has always stood
by institutions, associations and
private firms on important themes
and projects”. The values that mark
its universe - friendship, the care for
others, the environment, culture,
the young and the old, all make
him the ideal ambassador to convey
content which may be difficult to
communicate else-ways to young
readers and their parents’, Claudia
Mazzucco, CEO of Atlantyca Enter-
tainment has said. The firm manag-
es international, animation and li-
censing copyrights of the character,
and with Edizioni PIEMME, Geroni-
mo Stilton’s Italian publisher, it has
made this profitable cooperation
possible. “Geronimo explains things
in a funny and intelligent way, turn-
ing complex themes into stimulat-
ing, accessible material, enabling
them to become a bridge towards
a future made of hope, sharing and
positiveness. This is why we are par-
ticularly proud of having the most
beloved journalist mouse among
children from all over the world
to support our awareness-raising
campaign on Expanded Newborn
Screening and to stand by the fam-
ilies and help them discover all the
useful tools available to safeguard
young children’s health following
upon the first hours after birth”.

The campaign was presented at a
press conference in Milan last No-
vember 22", Participants included
Aismme, specialist medical doctors
and representatives of the medical
and scientific communication sec-
tor, all of which shared updates on
the current situation for the enact-
ing of the ENS and its future devel-
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opments. “The amount of screened
diseases in Italy ranks second world-
wide, after the USA, and as far as the
screening process is concerned, we
provide a model for excellence that
is being studied across Europe - said
Giancarlo La Marca, responsible of
the Biochemistry, Pharmacology
and Newborn Screening Laboratory
at Meyer Hospital in Florence and
President of SIMMESN - Yet, in the
near future it will also be crucial for
the panel to include further diseas-
es, like leukodystrophies and Spinal
Muscular Atrophy (sma), with avail-
able therapies currently undergoing
advanced clinical trials or effective
treatments that can deviate the
natural development of the disease,
hence the quality of life of young
patients”.

Italian excellence is guaranteed by
the organisation and valorisation
of all the professionals that contrib-
ute to the success of the ENS. “The
medical doctor expert in hereditary
metabolic disorders coordinates a
multidisciplinary team operating
at the referring medical centre - ex-
plained Andrea Bordugo, responsi-
ble of the hereditary metabolic dis-
orders Operative Unit and Clinical
referral for the Screening Centre at
the Integrated University Hospital in
Verona - In case the disease is diag-
nosed, patients are followed by the
centre that also defines fitting ther-
apies that require highly specialised
and available staff, namely metabo-
lism specialists, geneticists, dietolo-
gists and psychologists".

“The family paediatrician (Children’s
doctor) will always remain a cru-
cial figure for parents, yet one who
needs updated and thorough in-
formation on metabolic disorders
detected through the ENS - said
Graziella Silvia Cefalo, Responsible
for rare diseases at the Paediatric
Care Unit at San Paolo Hospital, Mi-
lan - this enables to follow the baby
effectively, providing ongoing care
through a participated and shared
management of the problems with
the metabolism specialist at the
referral clinical centre, whom the
children’s doctor can contact in case
he needs to share ideas. Finally, it
is important to address the transi-
tion process from childhood into

adulthood, hence transmitting all
the knowledge from the children’s
doctor to the general practitioner
in order to guarantee ongoing care”.
The #SNEinAction campaign, de-
veloped by MA Provider and Argon
Healthcare with the participation
of OMaR (Rare Diseases Observa-
tory), will operate in 2020 thanks
to the unconditioned support of
Sanofi Genzyme, Biomarin, Sobi
and Perkin Elmer. “We are proud to
support Aismme in this campaign,
as we strongly believe in the impor-
tance of preemptive tools that can
change the lives of families, just like
the ENS. Which is why - said Elena
Paola Lanati, Managing Director at
MA Provider - we offered our time

You can provide 0.5%o pre-tax donations to Aismme using tax code

and experience pro bono to devel-
op a project we deem to have a very
high social and healthcare value”.
“We have to think of Expanded
Newborn Screening as a right for all
newborns and as an investment for
the healthcare system - concluded
Ilaria Ciancaleoni Bartoli, Director
of OMaR - | say a right, even though
the law talks about mandatory
screening: in fact, it is mandatory
for the Regions, which then have to
offer it to everyone, while for chil-
dren it equals to granting the right
to health, or even life. ENS costs
have often been discussed: they
are undoubtedly present in the
short term, and there may be too
few funds - but considering a me-
dium to long term perspective they
turn into a huge investment: facing
costs that do not exceed 40 euros
per test, early diagnosed children
shall avoid life-long, expensive
and severe disabilities alongside
with healthcare costs. Moreover,
data stemming from a systemat-
ic screening will become an asset
from the point of view of the re-
search, and an added value for our
healthcare system.

To share:

#SNEinAction #MalattieRare
#ScreeningNeonatale
#ScreeningNeonataleEsteso
#GeronimoStilton #Atlantyca
For further information:

www.sheinaction.com
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National Institute of Health (istituto Superiore della Sanita)
All regions are ready to implement the ENS

All regions have developed region-
al systems or signed interregional
agreements to implement Expand-
ed Newborn Screening (ENS). Cal-
abria is finalising a deal for interre-
gional cooperation and is currently
activating the ENS system. This was

declared last June by Domenica
Taruscio, responsible for the Na-
tional Rare Diseases Centre of the
ISS, during the workshop ENS in It-
aly, organised by the ISS in Rome.

“The screening is not only a test
- Dr. Taruscio explained - but also

a complex, integrated and multi-
disciplinary programme of sec-
ondary prevention that involves
many players: Central and regional
institutions, laboratories, clinical
centres, patient associations, sci-
entific societies and the public.

Synergies are required to imple-
ment the pioneering normative
to the fullest. We are aware that a
great challenge lies ahead, mean-
while, we are positive that thanks
to cooperation we shall overcome
any complication”.

Senator Taverna:

The ENS is saving many lives

“There are 15 active laboratories
for these tests in Italy. We need
an increasingly extended and dif-
fused system. Also because only
six laboratories (40%) can count
on the right amount of skilled per-
sonnel to carry out ENS activities”
This is what Paola Taverna told the
ISS during the national convention
“Expanded Newborn Screening in
Italy” last December 5th. She re-
minded that in Italy “there are 15
active laboratories for these tests.
Six of them are in 5 regions (Vene-
to, Lazio, Tuscany, Piedmont and
Puglia), serving interregional users
and performing the ENS on new-
borns from Basilicata, Friuli Vene-
zia Giulia, Molise, the Autonomous
Provinces of Bolzano and Trento,

scre

then Umbria and Valle D’Aosta.

The remaining 6 laboratories have

regional users and are in Abruzzo,
Basilicata, Campania, Emilia-Ro-
magna, Liguria, Lombardy, Marche,
Sardinia and Sicily. Therefore, these
laboratories are the backbone of
our Screening System”. We need
an increasingly extended and dif-
fused system. Also because only
six laboratories (40%) can count on
the right amount of skilled person-
nel to carry out ENS activities. Tar-
gets shall only be achieved when
it is hard to perceive a difference
between regions and between the
North and the South. It is a gap we
may reduce by guaranteeing the
presence of laboratories in each
region”.

Tale

neonatdle
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Elettra is fine (thanks to the ENS)

It had become a top story on social
medias. Elettra, born last October
27" in Naples, had been diagnosed
with a severe metabolic disorder,
glutaric aciduria type 2. It seemed
there could be no
room for hope, so her
parents had posted
an appeal on social
medias to call for
help. In no time, the
hospital in Naples

started a cooperation with the Chil-
dren’s Hospital Bambin Gesu in Rome
and hospital Gasliniin Genova to find
the right therapies, and the baby is
now responding well.

Another miracle by
the ENS, which ena-
bled to identify the
disease immediately
and begin the right
therapies from the
start!

The good news:
The ENS begins in Calabria

Last October 24™ saw the approv-
al of the agreement between Cal-
abria and Campania to begin the
ENS for newborns in Calabria.
The agreement states that blood
samples are delivered to the

Ceinge of the University Hospi-
tal Federico Il in Naples, that will
carry out testing and confirm the
diagnosis. Calabria will continue
the screening for Congenital Hy-
pothyroidism and Cystic Fibrosis.

APS @

dalsimme
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Newborn screening, the fight of an Irish father
to activate the Italian model in Ireland

Les Martin, a young Irish dad, has also asked
Aismme for help. He is committed to convincing
politicians in his country, where only 8 diseases
are screened at birth. A battle that involves him
personally, since two of his children are affected
by metachromatic leukodystrophy, a severe neu-
rodegenerative disease caused by a gene defect
on an enzyme that is important for detoxication
in the brain and nerves. The first child saw a late
diagnosis and is now facing the terrible effects of
the disease, without a cure to treat him. Yet, the
second underwent testing at birth, before the
onset of symptoms, therefore, his destiny will be
different: he had the opportunity to undergo a
clinical trial at San Raffaele Telethon institute for
Gene Therapy (SR-Tiget) in Milan. That is where
Les and his wife found out about Law 167 that in-
troduced the mandatory ENS. Thanks to Telethon

and Aismme, they were able to get in touch with
specialists and institutions. Hence, on the basis of
the Italian model, Les presented a report to Irish
Prime Minister Leo Vardkar and Health Minister
Simon Harris, to foster broader screening policies
in the country. Meanwhile, he launched an online
petition that collected thousands of signatures
and involved the medias, sparking huge interest.
Irish politicians and technicians are currently cov-
ering the matter with Italian responsibles for the
Screening system. The Martins’ fight to broaden
newborn screening is proving successful and
will lead to results soon: a new draft proposal
was prepared, and Les was contacted by the Irish
Prime Minister and several Members of Parlia-
ment who thanked him and ensured they would
commit themselves to approving the bill as soon
as possible.

Moreover, Les is cooperating with British patient
associations to share his campaign.

Over $ 3 million for a study
to broaden the ENS in the USA

150 thousand newborns

The good news

Rare diseases have been included

involved in New York

Dr. Melissa Wasserstein, chief of the
Division of Pediatric Genetic Medi-
cine of Children’s Hospital at Monte-
fiore and Associate Professor of Pedi-
atrics at Albert Einstein College of
Medicine, received $3.2 million funds
from the National Institutes of Health
to carry out a pilot study on the pos-
sibility to broaden Expanded New-
born Screening in the USA using a
panel known as ScreenPlus. The pro-
ject will be sponsored jointly by Uni-
versities, pharmaceutical companies,
and by the Firefly Fund NPC Newborn
Screening  Workgroup.  American
newborns are currently screened for

30 - 50 diseases, depending on the
state. The study requires to provide
parents from 8 birth centres in New
York with the opportunity to have
their babies (about 150 thousand
newborns) screened for 13 more
diseases. The aim of the study, the
broadest so far, is to determine what
further diseases should be enlisted in
the panel across the USA, and how to
make the screening test as accurate
as possible.

Ethical themes will be considered
as well, namely the opportunity to
identify late onset diseases and the
impact the test can have on families.

in the UN policy for Universal

Health Coverage

The General Assembly adopted
a political declaration on imple-
menting universal health cover-
age (UHCQ) that quotes rare dis-
eases. It is a turning point for the
rare diseases community, since it
was the first time these diseases
were included in a UN declara-
tion adopted by all 193 Member
States.

The meeting saw the participa-
tion, as representatives of rare
diseases communities, of Yann Le
Cam (CEO of EURORDIS, member
of the Rare Diseases Internation-
al Council and member of the
council of the NGO Committee

for Rare Diseases), and Durhane
Wong Rieger (Chair of the RDI
Council, Chair of the Canadian
Organisation for Rare Disorders
and Member of the Council of
NGO Committee).

W=\
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The OSCE in favour of broadening

the screening

Last July, Senator Paola Taverna,
who promoted Law 167, presented
the OSCE with a resolution on the

ENS which, by unanimous approval,
became the official stance of the Or-
ganisation on this theme.

92181040285
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Expanded Newborn Screening
Fact-sheet on patient associations' stance was presented

Considerations and prompts about
the ENS were gathered and organ-
ised by patient associations and
coordinated by Uniamo to create a
“handbook’, a fact-sheet present-
ed in Rome last December 9t at
the press conference “Expanded
Newborn Screening: the stance of
UNAMO FIMR and of patient asso-
ciations”, organised by UNIAMO. Its
president, Annalisa Scopinaro, was
present, alongside with Paola Bi-
netti, Senator and President of the
Parliamentary Advocates, Domeni-
ca Taruscio, Director of the National
Centre for Rare Diseases, and Ma-

nuela Vaccarotto, Vice president of
AISMME aps.

The fact-sheet created by the asso-
ciations analyses the steps of the
entire “screening path’, namely the
pre-testing stage when healthcare
operators are trained and parents
are informed, the testing stage it-
self, aimed at enhancing the quality
of the diagnosis, and the post-test-
ing stage, where affected babies are
treated and followed, suggesting
optimal protocols and spotting cur-
rent difficulties.

In particular, associations call for the
implementation of the ENS at a na-
tional level (it still has
not been implement-
ed in Calabria, even
though activation is
on the way) and for
a uniform application
by issuing specific
guidelines.  Impor-
tantly, the screened
diseases panel needs
implementing  and

updating to enlist
genetic diseases,
even untreatable

ones, aimed at ena-
bling parents to take
informed  decisions
on giving birth. “We
must grant timely
enlisting in the ENS

panel of all hereditary metabolic
disorders, neuromuscular genetic
disorders, severe congenital im-
munodeficiencies and lysosomal
storage diseases - pointed out Ma-
nuela Vaccarotto of Aismme - all
the diseases whose dietary or drug
support is endorsed by scientific
evidence on therapy effectiveness,
or diseases for which scientific evi-
dence proves that early diagnosis at
neonatal age entails advantages in
terms of access to pioneering ther-
apies at an advanced trial stage, in-
cluding diets".

With regards to the screening test,
work still needs to be done to re-
duce false positives as much as pos-
sible, to prevent useless anxiety and
stress for parents.

Furthermore, it is fundamental to
foresee and grant training on the
ENS for all healthcare operators in-
volved in the birth path (gynecol-
ogists, neonatologists, free clinics,
nurses, etc.), including Family Pedi-
atricians, General Practitioners, and
screening path professionals and
operators who relate to parents
from the prenatal stage until test-
ing, while envisaging and granting
information to the citizens. To con-
clude, the ENS model also deserves
further attention on its biobanking:
availability of the samples, carefully
preserved meeting homogeneous

UNIAMO

FEDERAZIONE ITALIANA
MALATTIE RARE
ONLUS

Rare Diseases Italy

criteria, is a potential resource for
the scientific and research world as
awhole.

Is it right to call them Rare?

The number of people worldwide
with a rare disease is estimated at
300 million, a likely underrated fig-
ure. This was confirmed by a new
scientific paper published in the
European Journal of Human Genet-
ics. The paper is co-authored by Or-
phanet, the European Portal for Rare
Diseases and Orphan Drugs whose
epidemiology data provided the ba-
sis for the analysis; Eurordis, the Eu-
ropean Federation of Rare Disease
Patient Associations, Rare Diseases
Europe and Orphanet Ireland.

The analysis did not consider Rare
Tumors nor Rare diseases caused by
bacteria, viruses nor environmen-
tal pollution. Hence, the amount of
people affected by Rare Diseases is
likely to be higher. The paper itself
mentions over 6 thousand clinically
defined Rare Diseases, 72% of which
have genetic origin and 70% of
which have an onset during child-
hood. “Patients with Rare Diseases
end up being invisible in healthcare
and social care systems - Ana Rath,
Director of Orphanet, has comment-

ed - Therefore, setting up a specific
codification system for them will be
the only chance to collect definitive
data and, most of all, to provide data
to adapt healthcare systems to the
needs of those affected by such dis-
eases”.

“From a global standpoint - Eurordis
CEO Yann Le Cam has underlined -
Rare Diseases are not rare at all. Re-
sults stemming from this paper en-
dorse the commitment of safeguard
communities for persons with Rare
Diseases to define the latter as a

public health priority that does not
merely affect a minority, yet millions
of people across the world, a core
of individuals who have been liter-
ally become health orphans with a
strong need to receive healthcare,
access to pioneering treatments
and a social system supporting their
right to achieve the highest possible
welfare.

orphanet
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Bills on Rare Diseases
Hearings at the Chamber

Uniamo

Three requests issued:

1. Enhancing the assessment of the
right to supportive care. It is fun-
damental to integrate medical
and scientific skills of INPS (the
National Social Welfare Institu-
tion) and the knowledge of Refer-
ence Centres/ERNs to guarantee
adequate skills to judge diseases,
hence ensuring homogeneous
treatments in differing territories
and, most of all, to drastically re-
duce disputes and costs for the
State and its citizens.

2.Clearly stating that effectively
competent Reference Centres
for rare diseases are in charge of
defining the current and future
damage for a person affected by
a rare disease, and that they shall
cooperate with INPS to issue
certificates for persons with rare
diseases, in order to increase uni-
formity of treatment across the
nation.

3. Envisaging operations on the net
to guarantee tailored care under

an Individual Assistance Plan
(PAI) within the broader Care and
Therapy Diagnostic Path (PDTA),
which should be set up by the
main Reference Centres, in par-
ticular when gathered under
ERNs, and adopted much more
quickly by each region, relying
on skills not necessarily present
in the territory, to make the sys-
tem more efficient and reduce
costs and disputes paid for by the
public.

OMaR

The proposals: widening the nor-
mative on pioneering drugs to
“orphan” drugs as well; including
home care in the Essential Levels of
Care (LEAs); extending reimburse-
ment for genetic diagnosis and pal-
liative care for patients’families; de-
fining a national model for Care and
Therapy Diagnostic Paths (PDTAs),
a prototype valid for rare diseases
as a whole, enabling modifications
and integrations according to the
specific needs of each disease to

avoid jeopardising care for rare
diseases patients in the country;
setting up a fund to foster research
and information programmes for
people affected by rare diseases.

Telethon Foundation
Research on rare diseases requires
an all encompassing approach and
a joint national strategy following
European guidelines and envisag-
ing ongoing, adequate coverage
also including incentives to attract
new funds coming from drug cor-
porations. The strategy shall foster
cooperation and participation of all
structures belonging to the Health-
care System, Universities, research
bodies and No Profit organisations,
hence preventing fragmentation,
duplication and discontinuity. It will
also set up “open” research compe-
titions for rare diseases, irrespec-
tive of geographical limitations and
boundaries. To conclude, the new-
born screening panel needs broad-
ening and crucial investments to
develop advanced therapies.

Bills

C 164, Paolo Russo: Provi-
sions favouring research on
rare diseases and their treat-
ment.

C 1317, Fabiola Bologna et
al: Norms to support research
and production of orphan
drugs and the treatment of
rare diseases.

C 1666, Vito De Filippo et al:
Norms to support research
and production of orphan
drugs and the treatment of
rare diseases, and in favour of
families with children affected
by rare diseases.

AC 2272 Panizzut: Norms to
treat rare diseases and sup-
port research in the sector.

Rare Diseases: five requests to Minister Speranza
Presented by the Parliamentary Advocates
for Rare Diseases, Uniamo and OMaR

Rare diseases must become a pub-
lic health priority. To sum up, this
was the request to Health Minister
Salute Roberto Speranza presented
at a press conference in the Senate
last October 8" by the Parliamenta-
ry Advocates for Rare Diseases and
its President, Senator Paola Binetti,
by Uniamo FIMR (non-profit organ-
isation), the rare disease patient
federation and the Rare Diseases
Observatory. The conference saw the
attendance of EURORDIS (European
patient federation), and the Telethon
Foundation. “Steps forward have
been achieved, yet this is not enough
- Stated unanimously Senator Binetti,
Annalisa Scopinaro, President of Un-
iamo, and llaria Ciancaleoni Bartoli,

Director of OMaR - two million peo-
ple in Italy have been waiting long
for concrete actions in the place of
merely political propaganda. There
are open matters that can and must
be faced and solved immediately”.

Five crucial items can be addressed in

the short period:

« approval and funding of the new
Rare Diseases National Plan, de-
cayed three years ago and imple-
mented only partly;

« commitment to find organisa-
tional solutions to grant quick ac-
cess to innovative and pioneering
therapies: average approval time
for orphan drugs well exceeds
200 days, irrespective of Law
189/2012 setting up the “100 days

procedure’, by which drugs with
outstanding therapeutical impor-
tance and hospital drugs rely on a
faster negotiation procedure;

+ more support to research: work
can be done to make Italy a pio-
neer in advanced therapies and
basic research. It is a field that
should envisage further measures
to grant researchers from the third
sector with easy access to funds,
and a plan for fiscal incentives for
the pharmaceutical industry and
the privates;

« broadening the panel of diseases
enlisted in the mandatory new-
born screening: the deadline for
the first panel update is approach-
ing, therefore Uniamo will present

You can provide 0.5%o pre-tax donations to Aismme using tax code

a paper to point out clearly the
need to work on a further broad-
ening.

« full implementation of the new
Essential Levels of Care (LEAs) that
currently outline the rights peo-
ple can only partly call for, as the
Decrees, which require to define
maximum fares for prosthetic and
ambulatory specialised care and
the update of the existing rare dis-
eases list, haven't been issued yet.

Requests have been handed over
to Deputy Minister Paolo Sileri, who
proved ready to cooperate with rare
diseases stakeholders and commit-
ted to a fast development of the
works to approve the new Rare Dis-
eases National Plan.
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The ENS: taking stock on the implementation

of the panel and prospects of broadening it
This was discussed at a convention in Rome last December 10" 2019

“Thanks to Law 167, Italy is the Eu-
ropean pioneer in terms of new-
born screening policies. This is the
route our healthcare system must
keep following: prevention. Yet,
| believe we have to look beyond
and call for more, for the sake of
our children and grandchildren:
Saving their lives must be our
priority”. These were the opening
lines Deputy President of the Eu-
ropean Parliament Massimo Cast-
aldo used to open the convention
“Newborn Screening: from pilot
projects to panel updating”, or-
ganised at the Ministry of Health
by the Rare Diseases Observato-
ry - sponsored by the Screening
Observatory, Telethon Foundation
and Aismme (non-profit organisa-
tion).

Under Law 167/2016, also known
as Taverna Law, it is mandatory
to screen all newborns to detect
over 40 rare metabolic disorders
that can be potentially disabling
or lethal and for which it is possi-
ble to intervene effectively before
they can cause irreversible dam-
age: it is the expanded newborn
screening, still waiting to include
genetic neuromuscular diseases,
severe combined immunodefi-
ciencies and lysosomal storage
diseases, as envisaged by the Volpi
amendment passed in the previ-
ous Budget Law.“There is absolute
political resolve to expand new-
born screening to these disorders
- declared Deputy Health Minister
Pierpaolo Sileri - A technical com-
mittee at the Ministry of Health
will be activated soon, to assess
thoroughly the disorders to be en-
listed in the tests and define the
best care and follow-up in case the
patient is positive. My task - Sileri
underlined - will be to monitor
actively any progress in the work,
and to ensure it is carried out at
maximum speed”.

“Pressures by associations to have
Law 167 proved fundamental. Yet,
much still has to be done - said
Uniamo Fimr President Annalisa

Scopinaro and Aismme Vice Pres-
ident Manuela Vaccarotto - we
must keep asking to broaden the
panel at a national level, while
meeting several requirements, but
the path needs enhancing, and
the activities to inform the people
require a good management: the
path needs to start long before
the time of birth, followed by a
careful, clear management of the
moment new parents are called for
a suspected disease. The appeal
also came from other associations
present in Rome: AIAF (Ander-
son-Fabry Italian Association), AIG
(Gaucher Italian Association), AlG
(Glycogenosis Italian Association),
and AIMPS (Italian Association for
Mucopolysaccharidosis and Relat-
ed diseases), AIP (Primary Immu-
nodeficiencies Association), SMA
(Families Association) and AIALD
(Adrenoleukodystrophy Italian As-
sociation).

“Before Law 167, only 3 diseases
were screened for in Italy, very
few regions had a broader panel,
in 2012 only 1 newborn out of 4
(25%) could access testing. Today,
just 3 years after the law came into
force, coverage has reached 96.5%
of newborns, a considerable pro-
gress which enables us to diag-
nose and help about 700 children
every year” - underlined Giancarlo
La Marca, President of SIMMESN
(The Italian Society for the Study
of Inborn Metabolic Diseases and
Newborn Screening).
Unfortunately, Calabria still can’t
be counted in, as it failed to en-
force the Law. Therefore, new-
borns in that region can't access
this important Health opportunity
yet.

“Law 167/2016 confirms that a
good law can have therapeutical
effectiveness, just as well as good
drugs can - concluded Senator
Claudia Binetti, member of the
Hygiene and Health Commission
of the Senate, and President of the
Parliamentary Advocates for Rare
Diseases - Indeed, it is an incen-

Figures about the ENS

In 2017 only 78.3% of 458,000 newborns underwent screening.

In 2018 coverage reached 85%.

In 2019 it reached 96.5%: the only cut-out babies are in Calabria, the only region

that still hasn't abided by the rule.

With the current panel, about 700 newborns are diagnosed with severe or poten-

tially lethal diseases every year.

(Data proceeding from the SIMMESN annual report)

tive to make the Parliament work
quickly on the decrees whose ap-
proval has been pending for years,
starting from framework laws on
rare diseases which are currently
being discussed with a different
approach in the Chamber and the
Senate. Patients with rare diseases
are waiting impatiently to have
several pending questions an-
swered, to get more funds to car-
ry out research. We need to give
a name to many diseases that still
do not have one, in order to enlist
them in new, broader, expanded
newborn screening models. It is

the first step to think of treating
them”.

“We are working to build, by
means of a joint path, a legislative
framework for rare diseases - said
MP Fabiola Bologna of the Com-
mission for Social Affairs - and af-
ter a series of hearings with all the
stakeholders we are now ready
to work on a joint paper, and the
newborn screening will be includ-
ed for sure”. | am confident that
by next year we will have a law to
enhance the diagnosis and treat-
ment path for persons with a rare
disease”.

Criteria to be enlisted in the panel

Not all diseases can be enlisted in the newborn screening panel. The WHO publi-
shed the Wilson and Junger Criteria, that are still universally acknowledged, even
though they are currently under discussion and updating.

According to current criteria, the characteristics a condition must have to be enli-

sted in the panel are that:

1. Thedisease is a crucial public health problem (prevalence, severity, costs);

2. Effective treatment is available;

3. Premises for diagnosis and treatment are available;

4. The condition can be detected at an early stage, or before the onset of sym-
ptoms;

5. There is an appropriate test (simple, reproducible, reliable, harmless, afforda-
ble);

6. The screening test is acceptable for the people;

7. The natural history of disease is well-known;

8. The treatment protocol is clear;

9.

The screening cost (diagnostic confirmation and treatment) is counterbalan-

ced by the overall costs due to the disease;

10. The screening is a systematic process, not a una tantum initiative.

You can provide 0.5%o0 pre-tax donations to Aismme using tax code
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Broadening the panel:
Tuscany, Veneto and Lazio have already begun

The list of diseases to screen by
means of the ENS (the “panel”) de-
fined by the decree of the Minis-
try of Health following law 176 is a
good list, yet it is not the only pos-
sible one. There are further pathol-
ogies which may be effectively
countered and defeated using new-
born screening. For many of these,
a diagnostic test and an effective
therapy already exist. Thanks to this
awareness, 2018 saw the passing
of an amendment to law 167 (544),
submitted by MP Leda Volpi. The
amendment envisages the possi-
bility to expand the screening to
include “neuromuscular genetic dis-
orders, severe congenital immuno-
deficiencies, and lysosomal storage
disorders”. Yet, enforcing this norm
requires a ministerial decree.

Diseases to be enlisted in
the future

The convention also dwelled on
other pathologies which may ben-
efit from being enlisted in the na-
tional newborn screening panel in
the future. Pilot studies on hemo-
globinopathies have already been
carried out in Friuli, and Veneto has
already enlisted such diseases in
its healthcare plan. As for X-linked
adrenoleukodystrophy (X-Ald) and
metachromatic  adrenoleukodys-
trophy, for which genetic thera-
pies - therefore solving treatments

A

- should be available soon, two fur-
ther trials should begin and involve
Tuscany and Istituto San Raffaele in
Milan. These projects are endorsed
by patient associations. Their wish
is to make this early diagnosis tool
available as soon as possible, be-
cause therapies count, but the ear-
lier they start, the more effective
they can be.

Pilot studies

in the regions

The starting point to trade ideas
during the convention was the
sharing of regional experiences
in the widening of the diseases
screened for. Some of these have
been active for years, while others
are more recent. The steps forward
regions have made towards the
national panel have always been
hailed by patient associations,
which have often been proactive
to start these projects and that are
now asking for this opportunity to
be given to all children, irrespective
of the differences between regions.

Lazio

Today there is huge interest in new-
born screening for spinal muscular
atrophy (SMA), a genetic, neuro-
degenerative disease which, in its
most severe forms, can lead to a
fast, terrible end. It is a disease for
which a true therapy revolution has

h

taken place. Following upon several
screenings carried out abroad, Ita-
ly started an experimental project
involving Lazio and Tuscany. The
study, started last September 5%,
shall last until 140,000 children have
been reached (about two years). It is
coordinated by Universita Cattolica
del Sacro Cuore, in Rome, and car-
ried out thanks to the sponsorship
by the pharmaceutical company
Biogen, that covered the costs en-
tirely. “This project enables to iden-
tify the patients early, starting the
treatment before the onset of symp-
toms, hence maximising therapy
results - explained Professor Franc-
esco Danilo Tiziano, of the Institute
for Genomic Medicine at Universita
Cattolica - in two months we have
already analysed samples coming
from 8,000 newborns, over 90% of
parents have given their consent,
and 94% of the birth centres have
adhered.

Tuscany

“We have been among the first to
believe in the expanded newborn
screening for metabolic conditions:
we had already made it compulsory
in 2004 - says Cecilia Berni, respon-
sible for the Rare Diseases Network
in Tuscany. Since 2014, we have
started experimental projects on
lysosomal disorders: the results led
to their enlisting, under Regional
decree 909/2018, in the diseas-
es mandatorily screened for. The
screening started for Pompe dis-
ease first, followed by that for mu-
copolysaccharidosis type 1 (mps1),
and for immunodeficiencies short-
ly after that. It is currently time for
SMA, which will soon be screened
for in our newborns, though in an

%

experimental way”. Thanks to the
ENS regional broadening of the
panel to include Tuscany, over 30
newborns have been detected
and saved, and it is the sole region
screening newborns for immuno-
deficiencies.

Veneto

Since September 2015, the depart-
ment for Hereditary Metabolic Dis-
orders of the Hospital in Padua has
broadened the screening to include
four metabolic disorders: Pompe
disease, Fabry disease, mps1 (as
in Tuscany), and Gaucher disease.
“Since 2015 - said Alberto Burlina,
director of the Complex Operative
Unit (UOC) for Hereditary Metabolic
Diseases at the University hospital
in Padua- 150,000 newborns have
been tested, leading to 10 cases of
early diagnosis. One of these, born
with mps1, was able to undergo a
bone marrow transplant at the age
of 6 months: the baby is now two
years old and in good health. Two
babies born with Pompe disease
started the therapy in their first
week of age, pre-empting an other-
wise early death”.

Tuscany and Veneto have enlisted four lysosomal diseases in their panel
- Pompe disease, Fabry Disease, mucopolysaccharidosis Type 1 - and the
most severe form of immunodeficiency known as ADA SCID, while Lazio
and Tuscany have started an experimental screening study on Spinal Mu-
scular Atrophy (SMA) in sight of the arrival - or advanced development
stage - of extremely promising therapies.

For the future, the arrival of effective therapies and adequate tests may
pave the way for adrenoleukodystrophy, leukodystrophy and hemoglobi-

nopathies.

92181040285
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Towards tailored medicine
The first drug designed for a single patient in the USA

A new drug designed, tested and
produced for just one patient has
pushed the bounds of precision
medicine, while raising crucial
guestions on ethics and drug regu-
lations. It is milasen, the molecule
bearing the name of 8-year-old
Mila Makovec, Colorado. The girl,
whose story is told in the presti-
gious New England Journal of Me-
dicine, is affected by Batten'’s dise-
ase and is currently being studied
for her extremely rare genetic con-
dition, affected by a rapidly pro-
gressing, often lethal congenital
disorder that affects 2-4 children
out of one hundred thousand new-
borns in the USA.

The diagnosis came in December
2016, but Mila’s case was particularly
complex and required a tailored
drug. In just eight months, Timothy
Yu and his colleagues at Boston
Children’s Hospital designed a spe-
cific diagnosis, fine tuned the drug,
had it approved by the American

Expert’s comments

Giuseppe Remuzzi, Director of the Ma-
rio Negri IRCCS Institute for Pharmaco-
logical Research in Milan

As we are getting to know mole-
cular mechanisms, the receptors
involved in determining cellular
functions, and the genetic basis
of rare diseases, we may be able
to produce a drug just for a sin-
gle person. Theoretically, this is
even easier for rare diseases, be-
cause though being caused by
a single gene defect, there can
be varying, sometimes unique or
“private” mutations. When we are

Dalla redazione La redazione
di AISMME NEWS é disponibile per quanti
desiderassero far conoscere la loro storia
e la loro esperienza nell'ambito delle Ma-
lattie Metaboliche Ereditarie che potrebbe
essere di esempio o di aiuto ad altre fami-
glie o persone. Ci scusiamo sin d'ora per le
eventuali inesattezze contenute in questa
pubblicazione. Saremo lieti di riprendere
I'argomento e pubblicare le eventuali mo-
difiche o correzioni nella prossima pubbli-
cazione. Ringraziamo vivamente i Medici
che hanno dato il loro supporto, determi-

Food and Drug Administration and
started giving it to the girl. Twenty
months after the first administration
the result is partly positive: Mila has
not presented side effects, while
some symptoms have been redu-
ced, yet the drug did not have any
effect on previous damages.
Milasen is considered the first drug
for just one patient (CAR-T cancer
treatments, though being tailored,
are not conventional drugs, but T
cells modified in a laboratory inste-
ad). As the authors say, this single
case is a ray of hope for the future
of tailored medicine: joining forces
between laboratories and pharma-
ceutical companies may enable to
create drugs like the one that may
be saving Mila’s life, yet unfitting for
other patients with Batten’s disease,
as it is based upon the child’s speci-
fic genetic mutation. According to
Dr. Yu, antisense oligonucleotides
may be considered a platform to
fine tune tailored therapies rapidly.

talking about tailored medicine
we can very well refer to organ
transplants or blood transfusions.
These are all “tailored” interven-
tions. It will be the same way for
future drug therapies. The work
of American experts is a fantastic
achievement which paves the way
for medicine in the future. Now
we know that DNA mistranscrip-
tions can be corrected, and results
can even outperform the ones
achieved with young Mila, who
remained a person with disabili-
ty after the treatment, due to her
previous severe neurological da-

nante per poter dare una corretta infor-
mazione nell’ambito della prevenzione,
diagnosi e trattamento delle Malattie
Metaboliche Ereditarie.
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It remains to be seen who can be-
nefit from drugs whose production,
which can cost up to several billion
dollars, is not covered by insurance
companies and is not considered a
profitable investment for pharma-
ceutical companies. The production
of milasen was paid for by research
funds and the money collected by
two private foundations. Informa-
tion on cost still has not been di-
sclosed.

Across the world, there are currently
1.4 million patients with rare
and lethal neurodegenerati-
ve genetic diseases, poten- F
tial candidates for therapies
like the one described abo- (
ve. Who deserves a chance
then? Those who can pay for
it or those influential enough
to raise the money?

How can we assess the ur-
gency of the case and the
amount of patients to treat?
With a single patient being /

" T—— b

mage. For instance, if a child is tre-
ated at birth, a “tailored” drug may
also become curative. Indeed, the
problem of costs will be immense
and will require joint actions by
patients, doctors, healthcare ope-
rators, politicians and companies.
Profits are due for the pharma-
ceutical industry, as it is the only
option to make research progress,
but profit needs to be proportio-
nal to the actual production costs
for the treatment. Poor countries
need considering as well: it is not
acceptable that a patient is healed
in one country and is left to die in
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given the drug, how can long-term
effects be evaluated?

These questions are not easy to
answer. To date, Dr. Yu claims that
priority must be granted to patients
affected by lethal, progressing, un-
treatable diseases (untreatable with
other drugs) whose mutations are
limited to single genes that can be
corrected by antisense oligonucle-
otides. We are likely going to hear
about this theme for long.

(From www.focus.it)

another. The problem in lItaly is
that funds are not enough to car-
ry out research: the US does not
have better doctors, but Italy lacks
the resources and is not able to
use the ones it has to the fullest.
Bureaucracy is also a burden, as
testing five rodents requires 300
authorisations that often come
late. We are facing hard times,
and we would need someone to
understand that our country can
make the outmost out of its capa-
bilities only after investment on
scientific research.

(From ADN Kronos)

| datinecessariper l'invio della rivista sono trattati
elettronicamente e utilizzati dalleditore AISMME -
Associazione Italiana Sostegno Malattie Metabo-
liche Ereditarie per la sola spedizione della rivista.
Ai sensi del General Data Production Regulation
679/2016 sulla protezione dei dati é possibile
in qualsiasi momento chiedere I'annullamento
dell'invio o modificare o cancellare i dati o sem-
plicemente opporsi al loro utilizzo scrivendo a:
AISMME - Associazione ltaliana Sostegno Malat-
tie Metaboliche Ereditarie Via N. Tommaseo, 67-¢
- 35131 Padova o a mezzo e-mail all'indirizzo:
info@aismme.org



alsmine

Drugs

Up to 60 gene therapies within 2030
A challenge for the National Healthcare System

Up to 60 new gene and cell therapies
may be launched globally within
2030, treating about 350,000 pa-
tients globally and 50,000 patients
per year. The introduction of these
therapies - experts say - requires
rethinking the entire healthcare sy-
stem to grant patients with access to
drugs, sustainability for the National
Healthcare System, and respect of
the principle of universal healthcare
that marks the Italian system.

Franco Locatelli, Director of the De-
partment of Oncohematology, Cell
and Gene Therapy at Bambin Gesu
Hospital in Rome, points out that: “it
is a true opportunity for patients, but
also a great challenge for our NHS, to
date deservingly dedicated to a soli-
darity approach that grants all citizens
in our country with access to the best

treatments, irrespective of any diffe-
rences. Once again, this may establish
Italy’s primacy at an international
level, following the introduction of
MEAs (Managed Entry Agreements,
or conditioned reimbursement agre-
ements), innovative criteria for inno-
vative drugs, and the newborn scre-
ening. Studying innovative payment
models for advanced therapies is
prioritative and aimed at granting pa-
tients with access to these new thera-
pies while providing sustainability for
the National Healthcare System”.

Talks dwelled on this theme last Oc-
tober 2" in Rome during the mee-
ting “Gene Therapy: a challenge for
the National Healthcare System, an
opportunity for patients’, which saw
the presentation of the new analysis
carried out by the High School of

Economics and Healthcare Systems
Management (Altems) of Universita
Cattolica del Sacro Cuore on the va-
lue-based payment model that con-
siders the long-term impact of these
new therapies.

During the meeting, a sample “va-
lue-based pricing” analysis was pre-
sented, regarding gene therapy for
patients affected by transfusion-de-
pendent B thalassemia. Based upon
the evidence found in the literature
and on a model simulating the im-
pact on the NHS budget in two dif-
ferent scenarios, the analysis proved
that an instalment plan with annual
payments over five years is the most
fitting model to ensure a balance
between access to innovative thera-
pies for patients and sustainability
of the NHS, reducing initial budget

impact and costs. The latter being
the main access barrier for patients
fitting for the treatment in case of
gene therapies or highly innovative
therapies.

“The cost of gene therapy cannot be
a barrier to access potentially healing
innovative therapies - said Paola Bi-
netti, President of the Parliamentary
Advocates for Rare Diseases - Envisa-
ging innovative payment models as a
solution is a social duty. Payers must
question themselves, changing the
state of things, shifting away from
a short-term perspective aligned to
their annual expense budget, embra-
cing a long-term approach, so that
costs can be covered while providing
benefits, not only clinical but also so-
cial ones, like new patients’ produc-
tivity.

Rare Diseases:

Irdirc,“From 2027
diagnosis within

one year”

Granting a diagnosis within one year to all patients likely
affected by a known rare disease, approving 1,000 new
therapies (mainly for pathologies without therapeuti-
cal options), and developing methods to measure the
impact of therapies and diagnosis on people with rare
diseases. These are the goals to reach within 2027, as
defined by Irdirc (International Rare Diseases Research
Consortium), and announced during the XX Scientific
Convention held last October in Riva del Garda. In that
occasion, the project for the new Nemo clinical centre in
Trent was presented. It will be a highly specialised centre
for neuromuscular diseases, and it will add to the ones
in Milan, Arenzano, Messina and Rome, with Telethon as
their partner and co-founder alongside with the most
prominent associations of patients with neuromuscular

diseases.

IRDIRC

INTERNATIONAL

RARE DISEASES RESEARCH

CONSORTIUM

RARE DISEASE DAY 2020

29 FEBRUARY

“Reframe Rare”
the International Rare Disease Day

into a real army! The working group of national
Alliances, of which UNIAMO FIMR is a member,
is currently working to prepare the informative

The call to action for this edition is “Reframe
Rare”. The slogan invites to a joint action to chan-
ge the sensitivity and care for people with a rare
disease. All this by means of daily actions and
by focusing on equity, also considering the glo-
bal amount of rare patients, which turns them

material.

To receive the free material please contact:
www.uniamo.org

92181040285
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Mitochondrial diseases
The therapy coming from MicroRNAs

It can be used for microphtalmia with linear skin lesions
and Leber’s hereditary optic neuropathy

Reducing the symptoms of two rare
mitochondrial diseases by acting
upon MicroRNAs, little non-coding
RNA molecules that are important
to regulate gene expression. This
is the approach adopted by the re-
searchers at the Telethon Institute
of Genetics and Medicine (Tigem)
in Pozzuoli. In a study published in
EMBO Molecular Medicine, they pro-
ved the method is effective for two
diseases: microphtalmia with linear
skin lesions and Leber’s hereditary
optic neuropathy.

“We proved in the animal model of
two mitochondrial diseases that cli-

nical manifestations can be reduced
without acting on the gene defect,
but on small RNA molecules that
finely regulate the production and
break down of mitochondria in ner-
vous system cells - explains Brunella
Franco, Professor of Medical Gene-
tics at the department of Transla-
tional Medical Science at University
Federico Il in Naples - The big advan-
tage is that this mechanism is inde-
pendent from the specific primary
gene defect. Hence, reducing the ac-
tivity of MicroRNAs - miR-181a, and
miR181b - may prove to be effective
for several diseases, not only ge-

netic ones, but also for neurodege-
nerative diseases that are currently
untreatable and where a significant
mitochondrial misfunctioning can
be observed”.

“MicroRNAs are proving to be very
interesting molecules: they fine tune
the activity of other genes, and in
some cases they are already being
used in human clinical trials to treat
some types of cancer - she conclu-
ded - Our laboratory is currently fo-
cused on the production of “drugs”
that can imitate in men what has
been observed in the animal models
used, which may be very useful to

The annual Ossfor Report was presented
With the new LEAs, exempts rise by 3 per cent, but expenditure trend drops

The amount of rare patients exempt
from charges rises up to 433,000, a
little more than one rare patient out
of ten, but costs for the NHS are not
rising, amounting to € 2 billion (1.7%
of the overall health cost), and an ave-
rage € 5,000 per patient. Irrespective
of the the increase in the amount of
orphan drugs available, the expendi-
ture trend for drugs dropped between
2017 and 2018: it rose by 5.9% in 2018
again, but in the past the annual rise
was by 20%. After four years of steady
growth of expense, which is typical
in a new sector where all therapies
reach the market at the same time,
this year for the first time the impacts
have been controlled, with reductions
of the cost per unit (minus 3.8% over
the last year). These are, to sum up,
the data emerging from the 2018 3™
report of the Orphan Drugs Observa-
tory (Ossfor) born from the partner-
ship between Crea Sanita and the Rare
Diseases Observatory. The report is ba-
sed upon data coming from 110,000
exempt rare disease patients from the
database in Campania, Lombardy, Pu-
glia and Tuscany, covering about 40%
of the Italian population.

“Thanks to the widening of exempt pa-
thologies provided by the new Essential

Levels of Care - as Barbara Polistena of
Crea Sanita explains - exempt patients
have increased by 3%, while orphan
drugs increased from 95 in 2017 to
106 in 2018" The rise in costs is slowing
down, yet this does not mean that the-
re are less therapies available. “Thera-
peutical opportunities have increased,
orphan drugs have increased, but the
rise in their costs is slower than it was in
the past - Barbara Polistena adds - this
means that prices are not that high
anyway, as even the cost per unit lowe-
red last year. Being orphan drugs me-
ans that a high cost drug cannot over-
impact on costs, as they are dedicated
to a restricted number of patients”.
These data confirm those on the bud-
get. Federico Spadonaro, President of
Crea Sanita, believes data confirm that
incentives granted to “rare” molecules
are correct, while it is necessary to mo-
dify the norm in the previous budget
law that ruled 39 orphan drugs out of
benefits. Which is why an amendment
has already been announced.

Timing

Among the critical factors lies the ti-
ming between the authorisation by
the European Medicines agency (EMA)
and the Pricing and reimbursement de-

cisions, currently stalled at an average
of 239 days, as against the 100 deadli-
ne called for by the Balduzzi Decree in
2012 to streamline procedures. Accor-
ding to Ossfor, only for 44% of analysed
drugs have set pricing and reimburse-
ment within the first year following Eu-
ropean approval, 77% have it within 2
years, while 90% have it within 3 years.
“The good news - Ossfor coordinator
Francesco Macchia explains - is a re-
duction in the average time for placing
on the market, calculated from EMA
authorisation to the pricing and reim-
bursement decisions taken in Italy. In
the 2009-2011 period the average time
was 23 months, nearly halved to 12
months in the 2015-2018 period”. Hen-
ce the proposal by Ossfor:“The solution

Mitochondrial diseases belong
to a group of hereditary diseases
caused by functional alterations
in the mitochondria, the “power
plants” producing the energy re-
quired for cellular vital functions:
in fact, the most affected tissues
are those with higher energy
demands, namely the brain and
muscles (including heart mu-
scles). These diseases can vary
widely from a clinical and gene-
tic point of view: which is why,
though being the most frequent
genetic diseases (one newborn
out of 4,500 is affected by a mi-
tochondrial disease), there are
no effective therapies available
so far.

treat mitochondrial diseases as well
as other types of diseases”.
(From Health-desk)

to these delays, that may be structural
considering the burden for the Italian
Medicines Agency (AIFA) Commissions,
would be the adoption for orphan
drugs of the same procedure in force
for innovative drugs, which means the
automatic enlisting in the regional for-
mularies”.

Research

A chapter of the report is dedicated to
clinical trials. Positively, rare disease stu-
dies have increased (6% more between
2017-2018), counting for 64% of the in-
crease of all clinical studies in Italy. The
increase is perceivable across all trial
stages. Yet, the report points out lower
figures in the most innovative stages,
like stage 1.

JOINT VENTURE BY CREA Sonit's & OSSERVA

OSSFOR

OSSERVATORIOFARMACIORFANI

TORIOMALATTIERARE

TERZO RAPPORTO OSSFOR
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Rare diseases: biotech and empowerment

change patients'lives

Thalassemia, adrenoleukodystrophy and metabolic diseases:
many innovations in diagnosis and therapy

Knowing the aspects of a specific
disease, being able to early diagnose
it, acting effectively to control dam-
ages, hoping that a drug can stop
the symptoms, having a treatment,
maybe thanks to advanced thera-
pies: today, for some rare diseases,
all of this is real. Biotechnologies
have produced a giant leap in scien-
tific progress, coupled by a radical
change in the role of patients, who
were “objects” of research but have
become increasingly active, aware
of their rights and experts in the pro-
cedures they are involved in. Briefly,
biotechnology and empowerment
have developed at the same pace.
This was the item in the agenda at
Cardarelli in Naples last October 4,
during the meeting “Patient Em-
powerment and education in the
transition towards biotechnological
innovations” promoted during the
European Biotech Week by Bluebird
Bio, that is committed to finding in-
novative therapies for rare diseases,
in cooperation with several asso-
ciations like the non-profit Italian
Adrenoleukodystrophy Association,
the Leonardo Giambrone founda-
tion to heal from Thalassemia, and
Aismme.

“Since 1880, which saw the firs steps
to discover Thalassemia, much has
changed - explained Pecovela, Vice
President of the Association Gocce
di vita and member of the Giam-
brone foundation - thanks to the
ongoing progress of treatments,
patients have achieved a satisfacto-
ry quality of life and a high median

age. The therapy has to evolve and
be increasingly dedicated to adults,
with better treatment of pain and
increased access to research and
new therapies, interdisciplinary
specialised care, psychological and
social support and stable bonds
between patients and healthcare
operators”.

Big changes are under way also for
adrenoleukodystrophy, a very rare,
degenerative and extremely severe
genetic disease affecting a male
newborn out of 21,000 worldwide.
“For years AIALD has been commit-
ted to telling and raising awareness
in the healthcare sector on the life
of patients and their families, foster-
ing public debate on the guidelines
to manage this disease - non-profit
AIA President Valentina Fasano ex-
plained - The ongoing sharing of
opinions about patients’ problems
and critical issues makes it possible
to identify and suggest assistance
paths that can bring about a real
enhancement of patients’ quality
of life. This surely requires a trans-
plant and drug support, without
neglecting other crucial aspects,
like specific dietary needs or receiv-
ing help once assisted ventilation is
necessary"”.

Finally, the importance of an early
diagnosis by means of newborn
screening was pointed out. “Ad-
vanced therapies are now concrete
in Italy to treat severe diseases, in-
cluding rare ones - said Manuela
Vaccarotto of Aismme - Our asso-
ciation believes that to access to

T ASSOCIAZIONE ITALIANA
ADRENOLEUCODISTROFIA

new therapies and provide patients
with concrete possibilities to im-
prove, it is increasingly necessary
to promote the dissemination of
early diagnosis tools to find timely
those diseases which can lead to
severe consequences for the life of
patients” “Today, technology en-
ables us to have precise, fast and
affordable diagnostic tests - add-
ed Giancarlo La Marca, President
of SIMMESN (Italian Society for the

Study of Inborn Metabolic Diseases
and Newborn Screening) - when on
top of these there is also an effective
therapy or a trial under way for the
disease, the prerequisites are there
to carry our the screening: this is the
current situation for adrenoleukod-
ystrophy, therefore its enlisting into
the national newborn screening
should be considered, and the same
goes for other diseases”.

(from www.osservatoriomalattierare.it)

Adrenoleukodystrophy:
the ENS is an effective tool

For X-ALD, an early diagnosis can
lead to measures that, when pos-
sible, become real life-savers, such
as the use of steroids for adrenal
insufficiency or a bone marrow
transplant. Therefore, newborn
screening is not only sustainable,
as proved by a recent English stu-
dy, but it would also enable an
early diagnosis of the disease and
the timely beginning of therapies.
As for Europe, the Netherlands
have approved the enlisting of
X-linked adrenoleukodystrophy
in the screening programme and
a pilot study that should start
this very month. In Italy, expan-
ded newborn screening still does
not include X-ALD: the hope is to
have it enlisted in the programme
as soon as possible. In February
2016, the US added X-ALD to the
Recommended Uniform Scree-
ning Panel (RUSP), the federal list
of all the rare diseases for which
newborn screening is recommen-
ded. Minnesota activated the pro-
cedure in 2017 and published the
analysis of data collected during
the first year of screening. 14 ca-

You can provide 0.5%o pre-tax donations to Aismme using tax code

ses of X-ALD were diagnosed out
of 67,836 children. According to
these data, the incidence of the
disease at birth was found to be
much higher than expected, with
one case out of 4,845 female new-
borns and one out of 3,878 male
newborns. Even the amount of
less severe cases of X-ALD is likely
to be underrated. Moreover, the
several mutations found in the
ABCD1 gene, many of which still
haven't been understood from
a medical point of view, make it
impossible to foresee the severity
of the disease on the basis of the
genetic defect that originates it,
a factor that further complicates
the diagnosis. On the contrary,
the benefits of a newborn scree-
ning programme for X-ALD have
been clearly confirmed by col-
lected data: confirmed cases have
been found and checked from a
medical point of view, but the fa-
mily groups carrying the mutated
ABCD1 gene have been identified,
enabling to monitor their mem-
bers and start a fitting therapeu-
tical path.
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X-linked hypophosphatemia:
AIFA authorises the use of burosumab

AIFA authorises the use of burosumalb

The Italian Medicines Agency
(AIFA) has authorised the reim-
bursable use of the new drug
burosumab (Crysvita®), the first
therapy targeting the mechanism
at the basis of the disease. The
drug, a recombinant human mon-
oclonal antibody, will be available
to treat XLH after x-ray evidence
of a bone disease is provided for
children aged 1-12 at the begin-
ning of the treatment, until bone
maturity has been reached.

The traditional therapy for XLH,
based on he use of calcitriol (the
active form of vitamin D) and
inorganic phosphate, can only
correct some of the biochemical
alterations caused by the disease,
without modifying the under-
lying pathogenic mechanisms
and without acting on the mis-
functioning processes of bone
mineralisation. Burosumab is a
recombinant human monoclonal
antibody designed to inhibit the
Fibroblast Growth Factor 23, and

XLH: late diagnosis and few specialised

Di Nella Augusta Greggio, director
of the Pediatric Endocrinology and
Adolescentology Unit at the Uni-
versity Hospital in Padua, and Na-
tional Coordinator for the pediatric
Endo-ERN

Just like other genetic diseases,
XLH can be foreseen, yet very of-
ten it is not even diagnosed time-
ly. The first problem to solve is the
diagnostic delay or even the lack
of a diagnosis itself: the earlier the
intervention, the less severe the
symptoms will be during growth.
Non hereditary forms of X-linked
rickets amount to 10-20% of the
total, and are the most difficult
to diagnose, because there is
no family history of the disease.
Therefore, | believe that doctors’
tasks also include providing pa-

in patients with XLH it has proved
to reduce lower limb deformities
and the overall severity of rickets,
hence leading to increased mo-
bility.

In Italy, burosumab received H
level reimbursability: it means the
drug paid for by the NHS will be
prescribed only by regional Ref-
erence centres entitled to diag-
nose and treat the various forms
of vitamin D-resistant hypophos-
phatemic  rickets, including
X-linked hypophosphatemia. The
Centres shall also be in charge to
fill in the online drug monitoring
register for each patient at the
time of prescription of the treat-
ment and during the follow-up.
“Data proceeding from trials and
from patients who have benefit-
ed from the compassionate use of
burosumab since the first months
of life show that the drug leads to
a normal growth without muscu-
loskeletal pain, and spares the use
of the old supplemental therapy

tients with fitting information and
education: the lack of knowledge
about the disease hinders an early
diagnosis. In Italy, a fundamental
step to disseminate useful infor-
mation to patients and families
is indeed the activity of Aismme
and the recent setting-up of the
Italian Association of Patients with
Phosphate Metabolism Rare Disor-
ders (AIFOSF). A further difficulty
in ltaly is that multidisciplinary
teams of medical doctors trained
on XLH tend to be gathered in a
limited number of Centres, mainly
in Northern and Central Italy. New
specialised centres must be au-
thorised in Central and Southern
Italy, or a telemedicine network
must be set up to guarantee a bet-
ter coverage across the nation to

that was not always well tolerat-
ed. We are very happy about this
approval - Aismme Vice President
Manuela Vaccarotto commented
- Unfortunately, adult patients
with XLH in Italy and in Europe
are not covered. This is not the
case in Canada and the US, where
the drug has already been ap-
proved for adults as well, leading

X-linked hypophosphatemia (XLH)
is a rare form of x-linked hereditary
rickets, with an incidence of about
one case out of 20,000 births, at
least for the most severe forms.
It is associated with a mutation
in the PHEX gene sequence, nor-
mally responsible for the produc-
tion of an important enzyme that
balances phosphates in the body:
by means of a not yet clear mech-
anism, the enzyme can control the

avoid patient migration to seek
the best therapy.

Finally, child and adult patients
should be followed using a holistic
approach [considering all aspects
of the patient, Editorial Note], as
problems can affect endocrinolo-
gy, the kidneys, teeth, bones, or-
thopedy, pain, but they can also

Latest news

Last September 30", Ultragenyx
Pharmaceutical Inc. and Kyowa
Kirin Co. announced that the FDA
in the US approved the extend la-
bel for Crysvita® (Burosumab). An
update due to the need to include
new clinical data proving that Crys-
vita outperforms oral phosphate
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to a marked improvement in the
quality of life and and a crucial re-
duction of disability, pain and the
subsequent social costs. Some
months ago the International XLH
Alliance was born, and Aismme
became a member. The purpose
of the alliance is to address this
unbalanced treatment between
Europe and North America”.

synthesis of a protein called fibro-
blast growth factor 23 (FGF23).
Mutations at the basis of XLH en-
tail a higher level of FGF23, lead-
ing to hypophosphatemia that
causes lesions such as lower limb
deformities, which can be very
painful, severe, and require sur-
gery that is very often non deci-
sive (statistics say that imperfect
corrections or relapses amount to
60-70% of cases).

centres

be connected to social and work-
ing aspects and it is fundamental
to have skilled specialists taking
care of each field. It needs under-
lining that patients with X-linked
hypophosphatemia also require
an adequate therapy against pain.
The introduction of Burosumab
may ease all these problems.

and active vitamin D (convention-
al therapy) in child patients with
XLH, leading to reduced stiffness
while keeping the effectiveness of
Crysvita in adult patients undergo-
ing long term therapies. Indication
was extended to babies aged less
than 6 months.
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EndoERNSs, ERKNet, and BOND ERN

The first joint meeting was held in Padua

Last October 8th the Auditorium
at the Botanical Garden of the
University of Padua hosted the
first convention “Disorders of
Phosphate Imbalance: a dysreg-
ulation of the FGF23 Endocrine
System. Holistic Management of
the Disease. First Joint Meeting
EndoERN, ERKNet, BOND ERN”.
The event was the first joint meet-
ing between ERN, ERKNet and
BOND ERN, that joined efforts to
face a rare disorder of phosphate
imbalance by means of a multi-
disciplinary approach and coordi-
nating their actions at a national
level.

The purpose of the meeting was to
understand the current situation
about the disease, not only across
the Italian centres for excellency,
but also at an international level.
Two foreign foremost experts at-
tended the meeting: Professor Ag-
nes Linglart, France, and Thomas
Carpenter, USA.

The common thread was the ho-
listic management to provide rare
disease patients with access to
high quality healthcare, and the
possibility to give them an early

diagnosis and a fitting, innovative
therapy to enhance their quali-
ty of life. In case of X-linked hy-
pophosphatemic rickets, patients
are forced to face many difficulties
throughout their therapies, which
can lead to late diagnosis and
therapies. Therefore, the need for
a holistic and multidisciplinary ap-
proach was underlined, consider-
ing the complexity of the disease
because patients can have prob-
lems affecting endocrinology, the
kidneys, teeth, bones, orthopedy,

joint pain, but also problems con-
nected to social and working as-
pects.

The meeting was also attended
by Associations of XLH hypophos-
phatemic patients, whose active
participation contributed to outline
health routes better. A fundamental
step to disseminate information was
the setting-up of the Italian Associa-
tion of Patients with Phosphate Me-
tabolism Rare Disorders (AIFOSF) in
2018. Among the various needs that
emerged during the meeting, con-
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di Nella Augusta Greggio

sidering the lack of XLH specialised
centres, that of setting up a multi-
disciplinary network to guarantee
a better coverage across the nation
to avoid patient migration to seek
the best treatment centre. Action
coordination between three ERNs in
this field is fundamental to provide
patients in Italy and across all Euro-
pean Countries with a high quality
service.

A new hypophosphatemia meeting
of the three ERNs was scheduled in
2020.

The ENS: the most frequent questions (and
answers) at Aismme’s hearing-help desk

Has Calabria activated the ENS
yet?

Last October 24™, Calabria signed
the agreement with Campania to
supply the screening test and diag-
nostic confirmation to start expand-
ed newborn screening in Calabria.
We are putting pressure to start the
test as soon as possible. Meanwhile,
Aismme is available to provide the
filtered paper required to carry out
the test free-of-charge to all mums
in Calabria. For further information
please contact www.aismme.org
I've been told my baby’s ENS is po-
sitive. So is heill?

Positive test results do not necessa-
rily mean there is a disease. Several
factors can impact on the test result,
which is why it needs repeating and

further checks. The test can some-
times be positive due to the extre-
me sensitivity of the tools used to
analyse the sample or the method
used to carry out the test. Even a
few days’ early births, low weight
at birth, drug support and parente-
ral feeding can cause positive test
results. Therefore, do not be afraid,
rely on your Birth Centre serenely
and it will give you any needful in-
formation to continue the health
path for your baby.

What happens if my baby is found
positive?

In case the test is positive, the proto-
col envisages that the baby is called
with different timing and in different
ways according to the “suspected”
disease. If the pathology requires im-

mediate clinical action, the baby will
be invited to return to the Reference
Clinical Centre immediately, where
the treatment shall start at once and
the diagnosis shall be confirmed. If
the disease is not immediately de-
generative, the baby may be called
to undergo a second thorough test
whose result may be positive or ne-
gative. In case positivity is confirmed,
the true diagnosis will follow, by me-
ans of fitting analysis methods and
the confirmation of the genetic, mo-
lecular diagnosis starting from the
evidence given by the screening test.
Rely on your Birth Centre and do not
hesitate to ask for information. The
Centre will answer any question.
How do | know whether the test is
positive or negative?
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Results are available after about one
month, and the Screening Centre
does not generally communicate
negative results, but calls only new-
borns with positive risk profiles inste-
ad.This is because the current organi-
sation does not allow for it. Therefore,
if your baby presents no pathologies
you will not be contacted. We under-
stand this can trigger anxiety, which
is why we are working so that the
result, whether it is positive or not, is
always made known.

Signal your personal experience in
the screening path: in case of trou-
bles we shall make sure your voice
is heard.

Write to info@aismme.org
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NS2 — New challenges New services

A vademecum for more
effective Help Lines

Within the scope of Project NS2, Un-
iamo has drafted a new vademecum
on the associative help lines for rare
diseases, a simple, thorough guide
about the steps to take to activate
or boost up the hearing and infor-
mation service for patients and their
families, making it increasingly effec-
tive and structured.

The guide has been drafted by Dr.
Laura Gentile and Marisa Bellicastro,
psychologists and operators at SAIO
(Hearing, Information and Orienta-

tion Service) by UNIAMO, supported
by the social innovation company
Sinode.

In the vademecum, named “Help
line for rare diseases. An operative
guide’, readers can find a collection
and analysis of information, propos-
als and calls coming from associa-
tions. The result is a practical guide, a
useful tool for patient associations to
set up a valid and professional hear-
ing service. The guide can be down-
loaded from the UNIAMO website.

Doubts, questions, needs?

Call our Help line. On the other side of the phone you will find an
available, trained person, ready to answer all your questions.

Uniamo: Saio project - hearing, information and orientation desk
hotline for rare diseases 800662541

Mitocon - non-profit organisation - Together to study
and treat mitochondrial diseases: Patient centre concatct

3407569156

Aismme: Hearing-help desk hotline 800910206

Open day on the ENS:
the Hospital opens
up to parents

Raising awareness about expanded
newborn screening among doctors
and parents-to-be, taking them
where the ENS is carried out: Birth
Centres and Hospitals.

This is the aim of the Open days,
five appointments sponsored by
SIMMESN and organised across It-
aly, from Palermo to Verona, from
Chieti to Rome and, finally, in Flor-
ence. The appointments fall within
the scope of the NS2 project - New
challenges, New services, pro-
moted by UNIAMO FIMR in part-
nership with non-profit Mitocon
associations - Together to study
and treat mitochondrial diseases,
Aismme, and cofinanced with the
Ministry of Labour and Social Af-
fairs. Informative events held by
experts and with two goals: first,
enabling parents-to-be to meet
specialist doctors, laboratory tech-

nicians, but also representatives of
Aismme, the patient association
that has been working through-
out the years to implement this
important test across all Italian re-
gions; second, providing doctors,
junior doctors, healthcare oper-
ators, nurses, psychologists and
social carers with the opportunity
to deepen their knowledge of the
screening path, so that rare dis-
eases and the screening become
shared knowledge.

“These are important opportuni-
ties to inform on the ENS - Aismme
Vice President Manuela Vaccarotto
explained - but also to share ex-
periences between families with
children affected by metabolic dis-
eases, and to discover the activities
carried out by the associations that
represent patients affected by rare
diseases. These are precious oppor-

Play Decide: UNIAMO in
Abruzzo and Umbria to
talk about the ENS

Two full days to discuss expanded
newborn screening in Abruzzo and
Umbria: the meetings were held last
September 25%-26" in Perugia and
Pescara and organised by UNIAMO,
in partnership with the coordination
centre for rare diseases of the two re-
gions.The morning was dedicated to
technical aspects at different tables
of experts in the sector, using the in-
novative Play Decide method, a de-
bate-game certified by the European
Commission, aimed at discovering,

The ENS in Abruzzo

discussing and taking decisions on
crucial matters. The afternoon saw a
public debate open to families and
rare diseases associations, organised
within the scope of the NS2 project.
The initiative fell within the series of
meetings organised to celebrate the
7" edition of the European Biotech
Week, September 23 -29t%, coor-
dinated in Italy by Assobiotec and
aimed at describing what biotech-
nologies are, by means of events and
rallies across the world.

In Abruzzo, following the 2017 Regional Council Deliberation no. 808,
the Pediatric Operative Complex Unit (UOC) in Pescara (with Dr. Silvia Di
Michele) was put in charge of the regional coordination of the ENS, while
the Regional Laboratory for Newborn Screening on Congenital metabolic
and Endocrine diseases was set up in the Laboratories for Analytical-Pro-
teomic-Endocrinology Biochemistry (Professors Ines Bucci, Agostino Con-
soli, Vincenzo De Laurenzi, Giorgio Napolitano), and for Molecular Genetics
(Professor Liborio Stuppia) at the CAST of the University in Chieti.

All nine birth centres in Abruzzo immediately adapted to the new protocols,
making the ENS a right to health available for all newborns in the Region,
also thanks to the commitment of the doctors, nurses and obstetricians.
Thanks to an agreement, the Children’s Hospital Bambin Gesu in Rome (the
Operative Unit for Metabolic Diseases directed by Dr. Carlo Dionisi Vici)
takes care of the diagnostic confirmation and the follow-up of all children
in Abruzzo who have a high risk of acute complications or need further
testing and treatments unavailable in Abruzzo, to guarantee the highest
possible quality of therapy and, at the same time, the training of the per-

sonnel in Abruzzo.

tunities when Hospitals open their
doors and welcome whoever wish-
es to approach the complex world
of rare diseases”.

You can provide 0.5%o pre-tax donations to Aismme using tax code

Forthcoming appointments in
Rome on February 14th, 2020
and in Florence on February 20th,
2020.
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Uniamo’s targets and projects
An interview to the new President Annalisa Scopinaro

Last October 5", Annalisa Scopinaro
was elected President of Uniamo, the
Italian Federation For Rare Diseases,
a role previously held by Tommasina
Jorno. Annalisa Scopinaro, 55, business
and economics graduate, has been
involved in the Federation’s activities
since 2014.

President Scopinaro, what are your
goals for Uniamo and for rare pa-
tients? How do you plan to achieve
them?
Becoming President of Uniamo en-
tails the responsibility of representing
and becoming the spokesperson of
a community of about one million of
affected people, not to mention their
families.
Relations must be constantly kept
with all Associations (about 150 mem-
ber Associations, but around 400
more interact and receive our Rare-
News) to collect patient and caregiv-
ers’ demands. Meanwhile, politicians
and institutions representatives must
be urged to draft and implement new
laws. With the Board, we have out-
lined short and medium term plans,
targeting some fundamental topics:

« Political activity: strengthening
the visibility of our community by
means of meetings, hearings, pres-
entation of memories and amend-
ments.

« Technical work: participating to
Working tables (PNMR, the ENS, the

Ethical Committee, regional tables)
in an increasingly structured way
and by sharing of documents with
the Associations.

» Awareness-raising: signing agree-
ments with Scientific Societies,
specialised magazines, supporting
informative events and, of course,
boosting the Rare Disease Days.

» Support to Associations: our pro-
jects are open to Associations will-
ing to participate as partners or
sponsors, a co-designing method
that supports organisational and
skills growth.

What lies ahead for rare diseases fol-
lowing upon the political changes?
To date, there are some signs of open-
ing towards the Healthcare world,
also envisaging funds that may restart
some projects. Yet, specific resourc-
es must be allocated to the world of
people with a rare disease: so far, lit-
tle has been said about funds for the
Rare Diseases National Plan; irrespec-
tive of our amendments, the Health
Pact does not mention rare diseases
whatsoever, highlighting just chronic
diseases. Rare diseases must become
a priority for public healthcare.

What is the current social-healthcare
situation in the regional system?
What is the healthcare service sus-
tainability for rare diseases?

The main theme of the RDD Europe

2019 was the integration between
healthcare and social policies, which
is one of the most compelling needs.
If you think that among 8,000 known
rare diseases only 300 have a therapy,
you will clearly understand how fun-
damental the quality of life and the
social theme can be. To date, things
are not looking bright. Even more
than for the healthcare system situa-
tion, for rare diseases we are talking
about a patchwork situation, consid-
ering that social competences are
delegated to the Municipalities. This
also includes the entire world of dis-
ability; therefore, we are approaching
3 sector players to try and find the
right synergies to optimise the actions
we would like to take in this regard.
Indeed, more data on the healthcare
costs for Rare patients should be avail-
able to call for a more specific plan-
ning. Unfortunately, at present we are
not even sure about the precise num-
ber of affected people.

What should patients expect in terms
of new diagnosis and therapies?

There are very promising scenarios:
over 60 upcoming innovative ther-
apies, likely to provide a cure or a
crucial enhancement in the lives of
affected people. Limitations lie in the
fact that only very few diseases will
benefit from them, yet scientific pro-
gress makes the scenario brighter. The
arrival of innovative and advanced
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therapies is also changing all health
expenditure and organisation pat-
terns. We need to face these chang-
es in a joint, structured way, work-
ing with other players (institutions,
companies, politicians) to make the
system sustainable. With Eurordis, we
have started discussion tables (also by
means of the Rare impact project) to
address the theme from a European,
rather than national perspective. We
do need a perspective that looks be-
yond borders. The ERN network set
up two years ago will support these
changes.

What should patient associations do
to enhance the quality of life of rare
disease patients within the territory?
How important is it to have an asso-
ciation network when talking about
rare diseases?

The best piece of advice | can provide
is to enter the network, optimise re-
sources and pre-empt energy losses.
The federation provides training and
endorses local initiatives, it can act as
an intermediary in the most compli-
cated situations. During our initiatives
(at least 30 new ones scheduled in
2020) we try and put Associations in
touch with other local bodies. Thanks
to the cooperation with the Notaries
association, we are able to explain
technical details of laws, such as Law
112; thanks to the cooperation with
Anfass, local sections participate and
highlight their concrete projects; the
National Social Welfare Institution
(INPS) sends out its local contact peo-
ple to start concrete discussions; Third
sector social cooperatives are ap-
proaching the problems rare patients
face. A leap in quality is required, by
means of personal training and the
education of partners.
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From Aismme

SidebySide:forthewellbeing of patientsand theirfamilies
A project by Aismme, financed by the Veneto Region for Verona

A project promoted by Aismme to offer concrete
support to those patients and families connected to
the Verona treatment Centre, by means of practical
activities such as yoga, food education and psycho-
logical support. But also awareness-raising activities
in schools and the local community, looking for vol-
unteers to support project activities: this is “Side by
Side’, a series of initiatives which will be activated
over the next months, and the reason why Aismme
was cofinanced by the Veneto Region (Regional
Decree DGR 630/19 and Regional Executive decree
DDR 110 of 7/10/2019).

The project will last one year and shall be dedicated
to child and adult patients with hereditary metabol-

ic diseases and to patients’ families in the Province of
Verona, Vicenza and Rovigo, but also to other patients
and families going to the Treatment and Diagnosis
Regional Centre for Hereditary Metabolic Diseases at
the Integrated University Hospital of Borgo Trento, in
Verona.The goal is to enhance the psychological well-
being of patients with metabolic diseases (also foster-
ing compliance with the “food” therapy), In particular,
by envisaging specific activities for patients:

« psychological support;

+ yoda, gentle exercise and postural gymnastics;

+ book therapy and narrative medicine;

« food education (mindful eating, diet therapy

education...);;

for their families
« psychological support;
« socialisation activities between families of per-
sons with a metabolic disease;
for the community
» awareness-raising, training and capability of
volunteers to be, to include them in the activ-
ities of the Centre;
for schools
- awareness-raising on Hereditary Metabolic Diseases
by means of training teachers and classes, and train-
ing school canteen personnel.
« Info: info@aismme.org - www.aismme.org/Fiancoafi-

anco.asp

The Metabolic Cooking course in Verona

Young and adult chefs at- - !
tended the “2019 Metabolic g &
cooking, stories at table” last
September 28t at Gardaland
Hotel in Castelnuovo del Gar-
da, Verona. One day dedicat-
ed to food, a special cooking
class promoted by Aismme
in partnership with the de-
partment of Hereditary Met-
abolic Diseases of the Treat-
ment Centre in Verona, so
that young patients and their
families could approach new
recipes and ideas to manage
a better, more varied every-
day menu.

The morning was dedicated to the sharing of
knowledge and skills later applied in the kitch-
en, using specific and innovative protein/fat-free
products and types of flours. Two options were

available, one for the aproteic diet and one for the
lipid-free diet. At the end, a tasty lunch where all
the food prepared during the morning activities
was finally served.

Solidarity
in memory
of Alessio

An immense pain gave birth to a great solidarity
action. The protagonists were the parents of Ales-
sio Marinato, 22, from Cinto Cao Maggiore.

The young man had passed away due to a car
accident last July 10%, and his parents donated
Aismme € 6,000 which they had collected from
Alessio’s relatives, colleagues and friends in his
memory. This was called for by his mother, a nurse
in a Birth Centre where newborn screening tests
are carried out.

Aismme will name one of the next projects after
Alessio, and shall use the money to finance sup-
port projects for child and adult patients with
metabolic diseases, and to support the Screening
and Treatment Centre in Verona.

Colours and Solidarity: a march for Aismme
€ 6,000 have been collected in Malavicina, a fraction in the Municipality of Roverbella

Colourful, solidarity clouds: this is the Palace
Metabolic coloured run that took place at the
end of September in Malavicina, a fraction of the
Municipality of Roverbella, Mantua.

A 4.5-kilometre-long, non-competitive race
along the streets, which gathered over 400 peo-
ple in the name of solidarity for Aismme last Sep-
tember. “Given that the village counts 2,700 in-
habitants, attendance was extraordinary - Fabio
Piccoli, the promoter, commented - almost one
citizen out of seven, including the Mayor and
the Administration members of the Municipality,
marched with us and celebrated for the whole

day”. Importantly, a lot of money was raised and
given to Aismme: € 5,225 on top of € 600 collect-
ed by the group La Combricola.

metabolic

corsa co.orata

Among the projects of Aismme, one to raise
awareness on the Expanded Newborn Screening,
which saved the life of Fabio Piccoli’s 3-year-old
daughter, Sarah, affected by a rare metabolic
disease. Detected at birth, the baby underwent
therapies and diets that pre-empted the terri-
ble effects of the disease upon her little body,
namely severe disability or even death. This tale
will help Aismme to go on and provide help pro-
jects for child and adult metabolic patients, and
to support the screening and Treatment Centre
in Verona, where young Sarah is currently being
followed.

You can provide 0.5%o pre-tax donations to Aismme using tax code
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A great success for the Christmas Concert

for Aismme: an absolute opening night

Saturday and Sunday, December 215
and 22" at Ferrari Theatre in Cam-
posampiero, Padua, saw the first edi-
tion of the Grand Christmas Concert
of the Province of Padua for Aismme.
The project, supported by the Ro-
tary Club in Camposampiero, was
sponsored by the Veneto Region, the
Province of Padua, the Federation of
Camposampiero Municipalities, the
Municipality of Camposampiero it-
self, and the Province School Office of
Padua and Rovigo.

On December 21+, the stage hosted
40 members of the Voci Innate choir
of Padua, 25 members and lead sing-
ers of the MusicalMente Orchestra,
directed by Matteo Del Negro and
choreographies by the amateur as-

sociation Alla Sbarra with Luisa Li-
bralon.

The second night was on Decem-
ber 22", with the “Under 18" Grand
Christmas Concert, with young tal-
ents and voices selected across the
whole territory, also thanks to the
Province School Office of Padua and
Rovigo. On stage, 13 musicians of the
MusicalMente Orchestra, together
with choreographies by Alla Sbarra
and conducted by Matteo Del Negro.
Many people attended the events
and gave their contribution by pur-
chasing the tickets. These two eve-
nings not only gave the opportunity
to enjoy some good music, but also
to contribute to Aismme’s projects
concretely: the entire income was al-

located to Research projects and to
the personnel training at the Screen-
ing and Treatment Centre in Verona.
Heartfelt thanks to all the people
who worked hard, believed in and

supported this Project, and special
thanks to Oscar Luisetto of the Ro-
tary Club, Matteo del Negro of the
MusicalMente Orchestra, and To Lu-
isa Libralon.

The blue elephant: Aismme’s tale

A blue elephant is present at all ap-
pointments of Aismme. It is with us at
congresses and meetings, on the ENS
Open Day, during the presentation of
the #SNEinaction campaign and in all
the occasions where Aismme is called
to talk about metabolic diseases. It is
not a real animal, but one on paper
instead. It lives in the pages of a tale
for children that gently approaches
the theme of Metabolic diseases and
their connection with food.

“Suppose you have to convince a
child to relinquish the food his family
eats, not to touch his friends’ snacks,
to avoid food served to all his class-

mates at the school canteen, because
it may be detrimental for him and
even put his life at stake. It is not easy,
and the risk is to make the child feel
different or cast out - Aismme Pres-
ident Cristina Vallotto explains - It
must be done though, since for many
children affected by metabolic dis-
eases, some kinds of food can turn
into poison. It is a daily challenge,
transforming every lunch, break or
dinner into a problem rather than a
joy. An elephant-like task, which can
only be eased by an elephant itself".

The tale was written and illustrated
for Aismme by Emanuela Nava and

Giulia Orecchia, and it is the result
of the meeting between children’s
book publisher Carthusia Edizioni,
Aismme and Sobi lItalia, a Swedish
pharmaceutical corporation focused
on rare diseases, in cooperation with
the Clinical Centre for Hereditary
Metabolic Diseases of the Hospital in
Verona. Luca and Teodor, two adoles-
cents affected by hereditary metabol-
ic diseases, shared their recalls and
emotions. Their voices joined those
of their families and the professionals
that follow them. It is a tool for chil-
dren and parents alike, but also for
the teachers and friends who make
part of the world where a child af-
fected by a rare disease lives, life-long
bound to an extreme diet.

You can provide 0.5%o pre-tax donations to Aismme using tax code

Thanks to...

Sobi corporation, which immediate-
ly understood our needs and sup-
ported the project, publisher Car-
thusia Edizioni with Patrizia Zerbi,
Emanuela Nava and Giulia Orecchia
for their passion and their ability to
grasp each aspect and for making it
understandable in a simple, authen-
tic way. Many thanks to the Team
of doctors and psychologists of the
Treatment Centre for Hereditary
Metabolic diseases in Verona, who
always confirm their love and ded-
ication in treating young and adult
patients.



How to receive the tale“The blue elephant”

To have the tale delivered at home, provide a voluntary free donation
through Aismme by sending an e-mail to info@aismme.org

+| Thetaleis available in the best bookshops.

Theroyalties will be given to Aismme and allocated to differing projects.
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