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APOSTOLIC LETTER 

ISSUED MOTU PROPRIO 
BY THE SUPREME PONTIFF 

FRANCIS 
INSTITUTING THE 

Dicastery for Promoting 
Integral Human Development

In all her being and actions, the Church is called to promote the integral develop-
ment of the human person in the light of the Gospel. This development takes place 
by attending to the inestimable goods of justice, peace, and the care of creation. The 
Successor of the Apostle Peter, in his work of affirming these values, is continuously 
adapting the institutions which collaborate with him, so that they may better meet the 
needs of the men and women whom they are called to serve.

So that the Holy See may be solicitous in these areas, as well as in those regarding 
health and charitable works, I institute the Dicastery for Promoting Integral Human 
Development. This Dicastery will be competent particularly in issues regarding mi-
grants, those in need, the sick, the excluded and marginalized, the imprisoned and the 
unemployed, as well as victims of armed conflict, natural disasters, and all forms of 
slavery and torture.

In the new Dicastery, governed by the Statutes that today I approve ad experimen-
tum, the competences of the following Pontifical Councils will be merged, as of 1 
January 2017: the Pontifical Council for Justice and Peace, the Pontifical Council Cor 
Unum, the Pontifical Council for the Pastoral Care of Migrants and Itinerant People, 
and the Pontifical Council for Health Care Workers.  On that date these four Dicaster-
ies will cease exercising their functions and will be suppressed, and articles 142-153 
of the Apostolic Constitution Pastor Bonus will be abrogated.

I decree that what has been set out in this Apostolic Letter issued Motu Proprio have 
the force of law, notwithstanding anything to the contrary, even if worthy of special 
mention, and that it be promulgated by publication in L’Osservatore Romano, there-
fore published in the Acta Apostolicae Sedis, entering into force on 1 January 2017.

Given in Rome, at Saint Peter’s, on 17 August 2016, the Jubilee Year of Mercy, the 
Fourth Year of my Pontificate.

FRANCIS

 



4 DOLENTIUM HOMINUM N. 91-2016

Contents

3 Apostolic Letter Issued Motu Proprio 
by the Supreme Pontiff Francis 
instituting the Dicastery for Promoting 
Integral Human Development

6 Message of His Holiness Pope Francis  

OPENING OF THE XXXI  
INTERNATIONAL CONFERENCE
Towards a Welcoming and Supportive Culture  
of Health at the Service of People  
with Rare and Neglected Diseases

9 Speech by Cardinal Parolin
His Eminence Cardinal Pietro Parolin

THURSDAY 10 NOVEMBER

11 Speech of Don Carmine Arice
Don Carmine Arice, SSC

12 Speech of Greetings of  
Mariapia Garavaglia
Prof. Mariapia Garavaglia

13 Neglected Tropical Diseases:  
21st Century Ancient Afflictions  
of the Poor and Vulnerable
Prof. Peter J Hotez, MD PhD

16 The Role of Associations of Patients,  
their Families and Socio-Health-Care  
and Pastoral Workers
H.E. Msgr. Nunzio Galantino,

FIRST SESSION • Rare Diseases

19 1. Rare Diseases: a Global Commitment  
from Science to Public Health Care
Dr. Domenica Taruscio

25 2. Treatment and Research of Rare 
Diseases in Catholic Hospital Services  
in Australia
Mrs Suzanne Greenwood 

27 3. The History of Alkaptonuria in Slovakia  
and the World
Dr. Helena Glasová

FIRST SESSION • Neglected Diseases

31 1. Epidemiology and Health-Care Policies
Dr. Odile Tchangmena Befeuka

32 2. The Prevention, Treatment and 
Research of Neglected Tropical Diseases:  
a Sub-Saharan African Perspective
Prof. Samuel Kalluvya

34 3. The Great Challenges of Sickness 
Caused by the Ebola Virus in the 
Democratic Republic of the Congo
Dr. Marie Kapepela Kakicha 

38 4. The Zika Epidemic in Brazil
Dr. Maria Inez Linhares De Carvalho 

SECOND SESSION • Rare Diseases

42 1. The Principal Rare Diseases
Prof. Raffaele Manna
Dr. Elena Verrecchia

44 2. Rare Diseases: 
 the Current Situation in Taiwan

Prof. Dr. Vincent Han-Sun Chiang

47 3. The Spanish Federation for Rare 
Diseases: a Voice for More than Three 
Million Inhabitants of Spain
Dr. Santiago de la Riva

SECOND SESSION • Neglected Diseases

50 1. Ten Neglected Tropical Diseases in 
Africa: the Realities of the Local Areas 
and the Efforts Made to Deal with Them
Sr. Monica Luparello

55 2. Buruli Ulcer
Father Florent G.B. Priuli



5DOLENTIUM HOMINUM N. 91-2016

FRIDAY 11 NOVEMBER

ROUND TABLE 
Socio-Political, Economic and Juridical-Ethical 
Aspects from the Point of View of Respect for the 
Lives, the Dignity and the Rights of Patients and 
the Commitment to be Welcoming and Supportive

59 1. The Human, Social, Political  
and Economic Problems of People  
with Rare Diseases
Mr. Krzysztof Łanda  

61 2. Subsidarity, the Common Good  
and the Promotion of Life
H.E. Msgr. Vincenzo Paglia

64 3. The Mission of EURORDIS: the 
European Organisation for Rare Diseases
Ms. Simona Bellagambi 

ROUND TABLE  
The Question of Medical Products  
and Access to Treatment

67 1. Delivering New Medicines  
for the Treatment of Malaria
Ms Sylvie Fonteilles-Drabek

68 2. Progress toward the IRDiRC goals:  
200 new treatments for rare diseases  
by 2020
Prof. Paul Lasko

Thoughts for Dialogue and Discussion 

71 Care that Respects the Patient  
and the Environment: a Short Return  
to the Encyclical Laudato Si’
Dr. Antonio Maria Pasciuto

ROUND TABLE  
Good Practises

74 1. A Concept of Pastoral Care:  
CELAM – the Latin American and  
Caribbean Conference of Bishops
Father Leocir Pessini, M.I.

77 2. The Nippon Foundation  
and the Fight to Eliminate Leprosy
Mr. Tatsuya Tanami

79 3. The SAFE Strategy – Good Practice  
and Lessons Learnt from Ethiopia
Dr. Babar Qureshi

81 4. Reaching the Most Vulnerable  
Through the Engagement of Civil Society 
and Faith-based Organisations:  
the WHO ENGAGE-TB model
Dr. Lana Syed 
Dr. Haileyesus Getahun
Dr. Thomas Joseph 
Dr. Giuliano Gargioni
Dr.  Mario Raviglione

85 5. Research, Solidarity and Medicines
Dr. Lelio Marmora

SATURDAY 12 NOVEMBER

87 Precision Medicine in Rare  
and Monogenic Diseases
Prof. Giuseppe Novelli

89 Conclusions and Recommendations 
Treating Everyone to Achieve True 
Fraternity
Father Michele Aramini 



6 DOLENTIUM HOMINUM N. 91-2016

Message of  
His Holiness Pope Francis  

 

To the Most Reverend Monsignor 
Jean-Marie Mupendawatu 
Secretary of the Pontifical Council for Health Care Workers

I wish to send my cordial greetings to those taking part in the thirty-first international conference 
on the subject ‘Towards a Culture of Health that is Welcoming and Supportive, at the Service of 
People with Rare and Neglected Pathologies’, organised by the Pontifical Council for Health Care 
Workers, which I thank for this initiative. I also address grateful thoughts to the memory of my 
much lamented brother in the episcopate, H.E. Msgr. Zygmunt Zimowski, the former President of 
the Pontifical Council, who returned to the House of the Father last July.

Qualified experts, from every part of the world, have come together to explore the subject of ‘ra-
re’ pathologies and ‘neglected’ diseases in their various aspects: from the medical-epidemiological 
to the socio-political and from the economic to the juridical-ethical. The conference intends to en-
gage in a survey of the present situation, as well as an identification and a re-launching of practi-
cable guidelines for action in this special medical/health-care scenario; having as founding values 
respect for the lives, the dignity and the rights of patients, together with a welcoming and support-
ive approach; and producing strategies for care and treatment that are moved by a sincere love for 
the actual person who suffers – from a ‘rare’ or ‘neglected’ disease as well.

The data that are available on these two chapters of medicine are emblematic. The most recent 
calculations of the World Health Organisation indicate that 400 million people in the world as a 
whole suffer from diseases defined as ‘rare’. The scenario of ‘neglected’ diseases is even more 
dramatic because they affect over a billion people. They are for the most part infectious diseases 
and they are widespread amongst the poorest populations of the world, often in countries where 
access to health-care services is insufficient to cover essential needs, above all in Africa and Latin 
America, in areas that have a tropical climate, with insecure drinking water and deficient hygienic/
alimentary, housing and social conditions.

The challenge, from an epidemiological, scientific, clinical/care, hygienic and economic point 
of view is, therefore, enormous because it involves responsibilities and commitments on a global 
scale: international and national health-care and political authorities, health-care workers, the bio-
medical industry, associations of citizens/patients, and lay and religious volunteers.

This is an enormous challenge, but not an impossible one. Given the complexity of the sub-
ject, indeed, a multidisciplinary and joint approach is necessary; an effort that calls on all the hu-
man realities involved, whether institutional or otherwise. Amongst them there is also the Catholic 
Church which has always found a motivation and impulse in her Lord, Jesus Christ, who was cruci-
fied and rose again, the figure both of the patient (‘Christus patiens’) and the physician (‘Christus 
medicus’, the Good Samaritan).
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At this point, I would like to offer some observations that can contribute to your reflections.
The first is that if the human person is the eminent value, it follows that each person, above all 

a person who suffers, because of a ‘rare’ or ‘neglected’ disease as well, without any hesitation de-
serves every kind of commitment in order to be welcomed, treated and, if possible, healed.

The effective addressing of entire chapters of illness, as is the case with ‘rare’ and ‘neglected’ 
diseases, requires not only qualified and diversified skills and abilities in health-care but also ones 
that are beyond health care – one may think of health-care managers, of administrative and politi-
cal health-care authorities, and of health-care economists. An integrated approach, and careful as-
sessments of contexts directed towards the planning and implementation of operational strategies, 
as well as the obtaining and management of the necessary sizeable resources, are required. At the 
base of every initiative, however, lies, first and foremost, free and courageous good will directed 
towards the solving of this major problem of global health: an authentic ‘wisdom of the heart’. To-
gether with scientific and technical study, the determination and wisdom of those who set them-
selves to work not only in the existential fringes of the world but also in its fringes at the level of 
care, as is of often the case with ‘rare’ and ‘neglected’ diseases, are, therefore, crucial.

Amongst the many who give of themselves generously, the Church, as well, has always been ac-
tive in this field and will continue with this exacting and demanding pathway of nearness to, and 
the accompanying of, the person who suffers. It is no accident, therefore, that this thirty-first inter-
national conference wanted to adopt the following key words to communicate the sense – under-
stood as meaning and direction – of the presence of the Church in this authentic work of mercy: to 
inform, in order to establish the state of present knowledge at a scientific and clinical/care level; to 
care for the life of patients in a better way in a welcoming and supportive approach; to steward the 
environment in which man lives.

The relationship between these diseases and the environment is decisive. Indeed, many diseases 
have genetic causes; in the case of others, environmental factors have a major importance. But 
even when the causes are genetic, a polluted environment acts as a multiplier of damage. And the 
greatest burden falls on the poorest populations. It is for this reason that I want once again to em-
phasise the absolute importance of respect for, and the stewardship of, the creation, our common 
home.

A second observation that I would like to bring to your attention is that it remains a priority of the 
Church to keep herself dynamically in a state of ‘moving outwards’, to bear witness at a concrete 
level to divine mercy, making herself a ‘field hospital’ for marginalised people who live in every 
existential, socio-economic, health-care, environmental and geographical fringe of the world.

The third and last observation relates to the subject of justice. Although it is true that care for 
a person with a ‘rare’ or ‘neglected’ disease is in large measure connected with the interpersonal 
relationship of the doctor and the patient, it is equally true that the approach, at a social level, to 
this health-care phenomenon requires a clear application of justice, in the sense of ‘giving to each 
his or her due’, that is to say equal access to effective care for equal health needs, independently 
of factors connected with socio-economic, geographical or cultural contexts. The reason for this 
rests on three fundamental principles of the social doctrine of the Church. The first is the principle 
of sociality, according to which the good of the person reverberates through the entire community. 
Therefore, care for health is not only a responsibility entrusted to the stewardship of the person 
himself or herself. It is also a social good, in the sense that the more individual health grows, the 



8 DOLENTIUM HOMINUM N. 91-2016

more ‘collective health’ will benefit from this, not least at the level, as well, of the resources that 
are freed up for other chapters of illness that require demanding research and treatment. The second 
principle is that of subsidiarity which, on the one hand, supports, promotes and develops socially 
the capacity of each person in attaining fulfilment and his or her legitimate and good aspirations, 
and, on the other, comes to the aid of a person where he or she is not able on his or her own to over-
come possible obstacles, as is the case, for example, with an illness. And the third principle, with 
which a health-care strategy should be marked, and which must take the person as a value and the 
common good into account, is that of solidarity.

On these three cornerstones, which I believe can be shared by anybody who holds dear the emi-
nent value of the human being, one can identify realistic, courageous, generous and supportive so-
lutions to addressing even more effectively, and to solving, the health-care emergency of ‘rare’ and 
‘neglected’ diseases.

In the name of this love for man, for every man, above all for suffering man, I express to all of 
you, participants in the thirty-first international conference of the Pontifical Council for Health 
Care Workers, the wish that you will have a renewed impetus and generous dedication towards 
sick people, as well as a tireless drive towards the greatest common good in the health-care field.

Let us ask the Most Holy Mary, Health of the sick, to make the deliberations of this conference 
of yours bear fruit. To her we entrust the commitment to making increasingly human that service 
which, every day, the various professional figures of the world of health perform for suffering peo-
ple. I bless from my heart all of you, your families, and your communities, as I do those whom you 
meet in hospitals and nursing homes. I pray for you; and you, please, pray for me.

From the Vatican, 12 November 2016

FRANCIS
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OPENING OF THE XXXI  
INTERNATIONAL CONFERENCE
Towards a Welcoming and Supportive 
Culture of Health at the Service of People 
with Rare and Neglected Diseases

Speech by Cardinal Parolin

HIS EMINENCE CARDINAL 
PIETRO PAROLIN
Secretary of State  
of His Holiness,
the Holy See

Your Eminences, Your Excel-
lencies, Ladies and Gentle-

men, from the many and impor-
tant subjects worthy of attention, 
for this thirty-first international 
conference organised by the Pon-
tifical Council for Health Care 
Workers the following subject 
was chosen: ‘Towards a Welcom-
ing and Supportive Culture of 
Health at the Service of People 
with Rare and Neglected Diseas-
es’. This choice carries on from 
the subject that was recently ad-
dressed at the international meet-
ing of 9-10 June 2016 which had 
the title ‘Towards Holistic Care 
for People with Hansen’s Disease 
Respectful of their Dignity’.

This new subject extends our 
gaze to two very broad chapters: 
that of rare diseases and that of 
neglected diseases. According to 
the geographical areas involved, 
these two fields are closely con-
nected. Indeed, whereas even in 
countries with advanced medicine 
rare diseases constitute a field of 
care that can witness a low level 
of attention, in countries where 
the health-care service is deficient 
or totally insufficient, this lack of 
care concerns both rare diseases 
and very common tropical dis-
eases. 

Overall, these diseases afflict 
an enormous number of people. 
The figure is estimated at 350-400 
million in the case of rare diseases 
and a billion people in the case of 
neglected tropical diseases.

This numerical fact in itself 
should alarm us and stimulate us 
to engage in an increasingly sub-
stantial commitment so that these 
people are not abandoned to a 
destiny of suffering and social 
marginalisation.

One of the topics that is most 
relevant to rare diseases is sci-
entific-medical research which 
should understand their causes 
and identify possible therapies for 
them. The international pharma-
ceutical industry does not invest 
in a significant way in this kind of 
research and at times, although it 
has discovered effective medical 
products for such diseases, stops 
producing them because of a lack 
of profits.

The function of promoting re-
search in this field is the task of 
governments. But during recent 
years we have witnessed a cutting 
back in systems of welfare and 
this does not allow, even in rich 
countries, a broad flow of invest-
ments for this kind of research. In 
this way, it is above all associa-
tions of family relatives, Catho-
lic and non-Catholic non-gov-
ernmental organisations, donor 
Foundations and organisations of 
volunteers that provide funds to 
finance research. Despite the ef-
forts of all these bodies, research 

proceeds slowly and this remains 
one of the principal aspects to be 
considered in the context of ac-
tion designed to achieve effective 
treatment of rare diseases.

As regards the field of neglect-
ed tropical diseases, we are cer-
tainly not at year one in terms of 
the commitment to provide treat-
ment. In many cases, they are 
treated with medical products 
that are already in use and cheap 
or even donated by the pharma-
ceutical industries. For many 
years, the World Health Organi-
sation has set in motion imposing 
programmes for the treatment of 
people with neglected diseases. 
These programmes have flanked 
the strong commitment of Cath-
olic medical institutions, which 
are to be found in many coun-
tries that have high rates of ne-
glected tropical diseases, and the 
programmes of a large number 
of international organisations of 
volunteers. But despite the efforts 
that have been made hitherto, on-
ly a part of sectors of the popula-
tions that are affected receive ad-
equate care and treatment. In this 
case, the principal reason lies in 
the lack of networks of medical 
services involving prevention, 
diagnosis and treatment in those 
countries where these diseases 
are most widespread.

The Catholic Church, which has 
always seen care for sick people as 
an essential form of fraternal char-
ity, feels herself strongly called 
upon by the condition of suffer-
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ing of many millions of people. 
The Magisterium of Pope Francis 
never ceases to remind us that the 
duty of solidarity towards the suf-
fering and the poor forms a part 
of the Christian vocation. On this 
point, we cannot forget the close 
tie that exists between many of the 
neglected tropical diseases and 
the condition of extreme poverty 
in which many populations live. 
Thus the subject of care is added 
to the subject of justice. The ine-
quality of those who live in con-
ditions of a certain prosperity and 
those who live in grave poverty 
cannot remain without answers.

It is clear to all those who work 
in this sector – medical doctors, 
social workers, priests, men and 
women religious, and volunteers 
– that tropical diseases often arise 
in a context of extreme pover-
ty and in their turn generate fur-
ther poverty, impeding any form 
of social progress on the part of 
patients and often also of their 
families. Thus health-care must 
be accompanied by programmes 
of help that foster access to drink-
ing water, to decent housing, to 
the schooling of children, to the 
elimination of possible forms of 

stigma caused by illness, etc.
The Catholic Church works, 

and continues to work, for the 
achievement of these services 
for people with neglected tropi-
cal diseases, but on this pathway 
she wishes to find the company of 
all men and women of good will, 
who understand the needs of our 
brothers and sisters and also want 
to work to provide effective an-
swers.

We should unite all the forc-
es that are available to study the 
problems to the full, to assess 
the most promising actions that 
should be taken and then imple-
ment them at a practical level. In 
this undertaking we should not 
forget the necessary cooperation 
with States who are the first to be 
responsible for the health of their 
own citizens, but which often 
need to be helped to organise the 
network of their own health-care 
and welfare services.

For all of these reasons, we can 
easily understand how necessary 
it is to have an updated picture of 
the distribution of rare diseases 
and neglected diseases. This is a 
picture that should also include 
the current state of treatment and 

the most promising lines of re-
search.

Of importance will also be dia-
logue between those who work in 
the field to compare and bring out 
best practices and encourage their 
spread.

Lastly, we cannot forget that it 
is important to call the attention 
of the mass media to this subject. 
In this way, those who are not ex-
perts in this area will also be able 
to become aware of the situations 
of suffering of very many peo-
ple who call for understanding 
and support. This is a subject that 
touches upon the conscience of 
all men and women of good will 
and requires the cooperation of 
the largest number of people and 
precisely for this reason should be 
known about by as many people 
as possible.

To these objectives this thirty-
first international conference on 
‘Towards a Welcoming and Sup-
portive Culture at the Service of 
People with Rare and Neglected 
Diseases’ wants to make a contri-
bution, and on behalf of the Holy 
Father Francis I am happy to de-
clare it open.

Thank you. 
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THURSDAY 10 NOVEMBER

Speech of Don Carmine Arice

DON CARMINE ARICE, SSC
Director of the National Office 
for Pastoral Care in Health,
the Italian Bishops’ Conference

 

I express my thanks for the invi-
tation to take part in this inter-

national conference and with rev-
erence and cordiality I greet His 
Eminence Cardinal Turkson, their 
Excellencies who are here with 
us, and Monsignor Mupendawa-
tu, Father Chendi and all those 
here gathered here today.

The National Office for Pasto-
ral Care in Health of the Italian 
Bishops’ Conference welcomed 
the subject of the international 
conference of this year with es-
pecial favour, seeing in this deci-
sion a typically evangelical out-
look: that is to say to look at, and 
to seek out, the last – those who 
are forgotten and expensive in the 
eyes of the world but precious in 
the eyes of God because ‘where 
man has miserably fallen, there 
God has mercifully descended’ 
(St. Bernard).

Experts will provide us with 
statistics, they will describe to 
us the state of the art of research 
and of health care for individuals, 
who, unfortunately, witness the 
right to health and treatment that 
is upheld by the Italian Constitu-
tion applied with difficulty. This 
a right that is still rather distant 
from being applied in real terms 
to everyone.

It may be useful to me and to 
you to remember, at the begin-
ning of our deliberations, what 
the Magisterium of the Church 
tells us: ‘the true measure of hu-
manity’, Benedict XVI wrote, ‘is 
essentially determined in relation-
ship to suffering and to the suf-
ferer. This holds true both for the 
individual and for society. A soci-

ety unable to accept its suffering 
members and incapable of help-
ing to share their suffering and to 
bear it inwardly through “com-
passion” is a cruel and inhuman 
society’.

Yes, indeed. Sick people restore 
to us that humanity which at times 
the agitated rhythms of the world 
blow away: they remind us that 
people are more important than 
things; that being is more impor-
tant than functioning.

Whereas science can increase 
the dissemination of knowledge 
within the human community, 
taking care of the suffering and 
the sick, specifically all sick peo-
ple, beginning with the most ne-
glected, as an act of justice before 
being an act of charity, can only 
make our society grow in human-
ity.

I am frightened when I hear it 
said that we must be careful about 
economic resources and in that in 
allocating them we must take in-
to account what is available. And 
to fear is added anger when it is 
forgotten that 1% of the world’s 
population possess wealth equal 
to that of the other 99% and that 
the sixty-two richest people on 
the planet have the same wealth 
as the poorest half of the world. 
The disciples of Jesus had much 
more than five loaves and a few 
fish to feed the multitude.

The various observers that 
our country possesses continue 
to tell us that health-care needs 
are on the increase and that with 
them health-care poverty is also 
increasing. Many people in Ita-
ly forgo the health care that they 
need because they cannot afford 
it. This is not something to which 
we can be indifferent. In the case 
of extraordinary care and treat-
ment, the question becomes dra-
matic.

I will borrow the words of Pope 
Francis written in his apostolic 
letter  Evangelii gaudium  in or-
der to express a hope to this high-
ly qualified international confer-
ence: ‘Today, we frequently hear 
of a “diagnostic overload” which 
is not always accompanied by im-
proved and actually applicable 
methods of treatment’ (EG, n. 50). 
Knowing about realities can only 
prepare the ground for discern-
ment and discernment must lead 
to the setting in motion of virtu-
ous processes. We hope that these 
days of deliberations, thought and 
dialogue will direct us towards 
suggesting concrete proposals for 
sick people and their families to 
the community of the Church, first 
of all, and then to civil society. 

Lastly, we know that although 
we cannot always cure, we can 
always provide care and the first 
form of care is welcome and sol-
idarity, or, as the Italian bishops 
have put it, enabling sick people 
to live in a ‘hospitable commu-
nity’.

The bishops of Italy wrote: 
‘Hospitality is the anthropologi-
cal dimension that captures and 
connects the various forms of 
prevention, care and rehabilita-
tion…It is the face, voice, gesture 
and speech that is able to generate 
care and at the same time to take 
care of people, above all when 
the illness turns out to be [com-
plex]…responsibility is taken for 
accompanying incurable illnesses 
as well, in the rhythms of a period 
which, however tiring or painful 
it may be, can restore meaning to 
the whole of a person’s existence’ 
(Predicate il Vangelo e curate i 
malati, Rome, 2006, p. 23).

May the Lord give us witnesses 
to hope who are able to unite pro-
fessional care and the comfort of 
the Spirit with compassion! 
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Speech of Greetings of Mariapia Garavaglia

PROF. MARIAPIA 
GARAVAGLIA
University lecturer  
on health-care systems,
President of the Luigi Maria 
Monti Foundation IDI-IRCCS,
Italy

 

Rare diseases: they are rare be-
cause of their percentages of 

incidence by cohorts of the popu-
lation, but millions of people and 
their families are involved. Our 
meeting on this subject is an im-
portant one. The speakers will ad-
dress the subject, bringing data 
and examples of success in their 
research as regards a goodly num-
ber of rare or neglected diseases. 
Unfortunately, a broad spectrum 
of diseases without a diagnosis 
still exists and this worsens the 
malaise and the suffering of fami-
lies. 

For us, involved as we are with 
our Catholic institutions, a further 
commitment is added to support-
ing research and health care and 
social care.

Through our activities we give 
form to the command ‘go out and 
heal’ and in our history we have 
made prophetic choices, acting 
where public and planned re-
sponses have not existed. Today, 
as well, we engage in activity that 
fills in gaps, even though in this 
way we operate at the level of 
state services.

We have the moral obligation 
to want to be present on the pan-
orama of services that is offered 
to citizens with our own specific 
witness.

Often the founders of our insti-
tutions have been particularly far-
sighted. For example, over a hun-
dred years ago the Blessed Luigi 

Maria Monti, starting with the 
treatment of patients with scabies, 
set up an institution dedicated to 
Our Lady and specialised in der-
matology: the IDI (the Dermato-
pathic Institute of the Immacu-
late Mary). Today, as was the case 
then, almost every poor person 
has a ‘neglected’ disease (NTD, 
neglected tropical disease). The 
opposite is also the case: neglect-
ed diseases provoke poverty be-
cause they do not allow people 
to have a normal life with work 
activity. They are often neglected 
but not rare, and poor people who 
live amongst the rich are the most 
afflicted by neglected tropical dis-
eases. In absolute terms, we can 
be happy that poverty is decreas-
ing but inequalities are increas-
ing.

Almost all our works seem to 
be in decline: perhaps we feel 
the malaise of not being up to the 
level of our predecessors and of 
ending initiatives and institutions 
that have had an impact in our 
society and in the Church. Our 
works involve many lay people 
whom we should not discour-
age and make lose confidence in 
us. Today, we must identify the 
most coherent role there is for 
us in order to be near to urgent 
needs; less substitution and more 
integration and cooperation with 
public services, but above all else 
‘prophecy’: asking public insti-
tutions about forgotten urgent 
needs, because they allow us 
to be those Samaritans who act 
where technicians, experts and 
politicians neglect needs that are 
fundamental for human dignity. 
We have a task that cannot be put 
off and which precedes the or-
ganisation of services that should 
be provided: to form a culture of 

health that is welcoming and sup-
portive. 

Formation and information are 
very useful: without knowledge 
one cannot provide care and treat-
ment. In particular, so-termed 
personalised medicine is advanc-
ing, precision medicine that cor-
responds to our personalist out-
look, according to which we must 
dedicate ourselves to a person’s 
health-care needs in a way that 
corresponds to that person’s ge-
netic profile.  Genomics is very 
important and we must not be be-
hind hand in our research. Indeed, 
we must not allow the ‘genecono-
my’ to become the prey of specu-
lation rather than precision med-
icine for everyone and not only 
for the wealthy. We must learn to 
make decisions in line with eth-
ical priorities and, as the title of 
our international conference says, 
we must provide care in a way that 
respects the life and the dignity of 
the patient and the environment. 
It is therefore important – indeed 
this is a duty that cannot be put off 
– to educate all health-care work-
ers at all levels, within our insti-
tutions as well, in the mission of 
‘going out and healing’, as well 
as in the charisms on which those 
institutions were founded. This 
should become a criterion for our 
choices and for our proposals. 

If in addition to being useful 
we are also indispensable within 
the framework of the organisa-
tion of health care, to assure the 
right to protection of health, our 
relationship with public institu-
tions will not be one of subordi-
nation or that of ‘mendicants’ for 
authorisations, accreditations and 
agreements, but simply appreci-
ated cooperation directed towards 
improving society as a whole. 
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I’m deeply appreciative of 
the honor to present here at 

the Vatican and to the Pontifical 
Council for Health Care Workers.  
I’m especially grateful to Msgr. 
Jean-Marie Mupendawatu, the 
Secretary of the Pontifical Coun-
cil for Health Care workers for 
the invitation.

Today I am going to introduce 
a group of diseases I sometimes 
call “the most important diseases 
you have never heard of,” what 
we first named back in the early 
2000s as the ‘neglected tropical 
diseases’ or NTDs.  These are dis-
eases borne of poverty and con-
flict – two challenges at the heart 
of the social mission of the Catho-
lic Church.

The concept of the NTDs was 
born out of the Millennium De-
velopment Goals (MDGs) first 
launched in 2000, when infec-
tious diseases were highlighted 
as through Goal 6, “to combat 
AIDS, malaria, and other diseas-
es”. Whereas AIDS and malaria 
benefited from massive overseas 
development assistance, those 
called “other diseases” were ig-
nored or neglected.  In response, 
we created the framework of 
NTDs to embrace a group of 13-
14 chronic and debilitating para-
sitic and related infections.  NTDs 
are the most common diseases of 
the poor; one in six people in the 
world have at least one NTD.

Through the Global Burden of 
Disease Study we have now de-
rived specific numbers for the 

prevalence of the world’s NTDs, 
led by intestinal helminth infec-
tions, schistosomiasis, lymphatic 
filariasis, dengue, and foodborne 
trematode infections.  

Why do we care so much about 
the NTDs? NTDs promote pov-
erty. NTDs can cause blindness, 
horrible swelling of the limbs and 
even death. Schistosomiasis is the 
second largest parasitic killer af-
ter malaria, trachoma is the lead-
ing cause of preventable blind-
ness. Lymphatic filariasis causes 
extreme, debilitating swelling of 
the legs and genitals. Intestinal 
worms such as ascariasis, hook-
worm and trichuriasis impede 
children’s cognitive and physical 
development, and can make them 
too sick to attend school. Schis-
tosomiasis and other NTDs dis-
proportionately affect girls and 
women making them more sus-
ceptible to HIV/AIDS and other 
catastrophic infections. The stig-
ma associated with some of the 
most disfiguring neglected tropi-
cal diseases isolates patients from 
their families and communities. 
These adverse health consequenc-
es translate to lost economic pro-
ductivity and development op-
portunities, trapping families and 
communities in a cycle of disease 
and poverty. 

NTDs are ancient afflictions 
described in the Bible and other 
ancient texts. Today, NTDs are 
having a horrific impact on the 
world’s Christian populations liv-
ing in poverty. Christian major-
ity countries account for most of 
some of the highest disease bur-
den NTDs such as Chagas dis-
ease, sleeping sickness, schisto-
somiasis, and others. 

Many of the most common 
NTDs can be treated and pre-
vented with existing drugs at an 
extremely low cost. A few, such 
as lymphatic filariasis and on-
chocerciasis, could be eliminat-

ed entirely if everyone at risk re-
ceived treatment. Pharmaceutical 
companies have donated billions 
of doses of medication and have 
pledged to donate billions more, 
but increased investment is need-
ed to expand treatment programs 
and ensure the delivery of these 
drugs to everyone at risk.  

This global effort guided by the 
World Health Organization has 
scaled up NTD treatment pro-
grams in the last decade. This is 
now the largest public health pro-
gram in the world. More than 978 
million people were treated last 
year for NTDs. But that is still 
just half of people living in at risk 
communities who require medi-
cation. Treatment programs are 
underfunded, leaving hundreds 
of millions of people without ac-
cess to these essential medicines, 
despite the low cost of treatment 
– just $0.50 per person, per year. 

This global effort to control and 
eliminate NTDs has successfully 
reduced the prevalence of some 
NTDs such as lymphatic filaria-
sis, onchocerciasis and tracho-
ma. Just this year, four countries 
in the Western Pacific Region 
eliminated lymphatic filariasis. In 
the Americas, onchocerciasis has 
been eliminated from all but one 
region on the border of Venezuela 
and Brazil. These are great suc-
cesses – millions free from disa-
bility and unnecessary suffering. 
But for other neglected tropical 
diseases, progress has stalled.  
Parasites such as hookworm and 
trichuriasis have barely decreased 
and the prevalence of schistoso-
miasis has actually increased.

For some NTDs, such as hook-
worm, trichuriasis and schistoso-
miasis, existing drugs are less ef-
fective and will not be sufficient 
to achieve elimination. New strat-
egies and tools are needed. Vac-
cines such as those currently in 
development by the Sabin Vac-
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cine Institute could be powerful 
tools. Yet this research and devel-
opment is severely underfunded. 

Today, we are entering a new 
era of global health and develop-
ment. The Sustainable Develop-
ment Goals look at health in the 
context of many other factors in-
cluding climate change and Earth 
sciences and the social fabric. 
Likewise, the Catholic Church is 
advancing this concept through 
the establishment of the new Di-
castery for Promoting Integral 
Human Development. 

We are adjusting our develop-
ment strategy because the face of 
poverty is changing. NTDs are 
found among the poor, even those 
living in wealthy economies, es-
pecially G20 nations. This map 
shows the concentrated pock-
ets of poverty-related neglected 
diseases in the world’s wealthi-
est countries.  Our old norms of 
global health focused in devel-
oping versus developed nations 
are no longer accurate. In a new 
book just published I refer to this 
changing paradigm as ‘blue mar-
ble health.’ As Pope Francis put 
it, “On the one hand we are see-
ing a reduction in absolute pov-
erty, on the other hand we can-
not fail to recognize that there is 
a serious rise in relative poverty, 
that is, instances of inequality be-
tween people and groups who live 
together in particular regions.” 

Today the wealthiest econo-
mies of Latin America are found 
in the G20 nations of Argenti-
na, Brazil and Mexico, yet these 
three nations account for most of 
the world’s Chagas disease cases 
led by Argentina.  Less than 1% 
of people living with Chagas dis-
ease in these wealthy nations have 
access to essential NTD diagnos-
tic and medicine.  Or if we look to 
Brazil, while it is Latin America’s 
largest economy, the northeast-
ern region that includes the states 
of Pernambuco, Bahia, Paraiba, 
Ceará also accounts for the sin-
gle largest concentration of NTDs 
in the Americas led by schistoso-
miasis, leishmaniasis, Chagas dis-
ease and dengue, among others.  
Therefore it’s no surprise that Zi-
ka virus infection, with devastat-
ing effects for mothers and their 
unborn children, is concentrated 
in this same region, where pover-

ty especially urban poverty is se-
vere and widespread.

We need prophetic voices in 
these countries to call attention to 
the health problems affecting their 
poorest citizens. Catholic leaders 
could be a witness to this hidden 
suffering, urging policymakers to 
take strong action and invest in 
treatment and prevention.

It is clear that poverty is one 
key driver of NTDs; the other is 
conflict. For example, Ebola virus 
emerged due to the political desta-
bilization following conflict, and 
now these same forces are in play 
in the conflict zones of the Middle 
East and North Africa, including 
Syria, Iraq, Yemen, and Libya.  
This region appears to be likely to 
become the next big ‘hot zone’ of 
emerging NTDs.  We are witness-
ing a catastrophic situation with 
leishmaniasis for example where 
there have been hundreds of thou-
sands of disfiguring cases that the 
locals call “Aleppo evil”.  

In this new era of development, 
as we seek an integrated approach 
to combat the diseases that thrive 
in poverty and conflict, we urgent-
ly need new diagnostics, drugs, 
and vaccines to end the suffering 
caused by these diseases.

The Sabin Vaccine Institute is 
an organization of scientists, re-
searchers and advocates dedicat-
ed to reducing needless human 
suffering from vaccine-preventa-
ble diseases and NTDs. Since its 
founding in 1993 in honor of Dr. 
Albert B. Sabin, the developer of 
the oral polio vaccine, Sabin has 
been at the forefront of global ef-
forts to eliminate, prevent and 
cure infectious and neglected 
tropical diseases. 

At Sabin, we are leading efforts 
to develop half a dozen vaccines 
to combat NTDs affecting the 
world’s poorest people.  We re-
located our vaccine development 
team to Texas, where diseases 
once thought to be limited to low-
income countries are now found 
in areas of extreme poverty in our 
own backyard. I established the 
National School of Tropical Med-
icine at Baylor College of Medi-
cine to advance efforts against 
these diseases. We are developing 
a vaccines for Chagas that will 
hopefully soon enter the clinic.  
We’re also developing vaccines 

for leishmaniasis, schistosomiasis 
and human hookworm.  

Increased funding is needed in 
order to help increase momentum 
for the development and testing 
of new vaccines, advance prod-
ucts currently in development and 
create a sustainable path to deliv-
er them to people in need world-
wide. Greater investment today 
will lay the foundation for tomor-
row’s new and better vaccines to 
tackle neglected tropical diseases. 

We call our NTD vaccines “an-
tipoverty” vaccines because of 
their potential not only to improve 
health but also lift the poorest 
people out of poverty. The glob-
al effort to control and eliminate 
NTDs shares three key principles 
with the Church’s social teaching: 
the life and dignity of the human 
person, the preferential option 
for the poor and vulnerable, and 
the commitment to the common 
good.

It is clear that NTDs are an af-
front to human dignity and ob-
stacle to human flourishing. No 
one should suffer unnecessarily 
from these ancient diseases in the 
twenty-first century. NTDs make 
a preferential option for the poor 
and vulnerable, targeting margin-
alized communities denied ba-
sic human rights such as health 
care, clean water and education. 
To succeed in the effort to end 
extreme poverty, the global com-
munity must make a preferential 
option for the poor and vulner-
able by scaling up the effort to 
fight NTDs. One of the most ba-
sic things we can do to overcome 
what Pope Francis has termed 
the “globalization of indiffer-
ence” and advance the common 
good is to take decisive action 
against NTDs: expanding treat-
ment coverage to reduce preva-
lence today, advancing research 
and development of new tools to 
achieve elimination in the coming 
years, and in the interim, ensur-
ing the basic rights and dignity of 
patients, combatting all forms of 
stigma and discrimination. 

The unnecessary suffering of 
over one billion people is a chal-
lenge to the conscience of the 
Church and the world. As one 
of the largest social service pro-
viders in the world and as an in-
stitution with a powerful moral 



15DOLENTIUM HOMINUM N. 91-2016

voice, the Catholic Church is in 
a unique position to advance the 
fight against NTDs in three ways. 

First, Catholic institutions can 
directly support NTD treatment 
and prevention programs, work-
ing through the Church’s vast 
network of hospitals, health cent-
ers, schools, and parishes to reach 
every at-risk community with 
treatment and encourage healthy 
behaviors to prevent NTDs. Sec-

ond, Church leaders in communi-
ties affected by NTDs can min-
ister to sick individuals and their 
families and tackle stigma and 
discrimination. Third, the Church 
can mobilize much-needed fi-
nancing by encouraging charita-
ble giving by Catholic institutions 
and individuals and public invest-
ment by world leaders to sup-
port NTD treatment and advance 
research. Indeed, a coordinated 

push at every level of the Church 
could be the tipping point in the 
effort to control and eliminate 
these diseases for good.

For this reason, it has been an 
honor to speak at this conference. 
I am deeply grateful for this op-
portunity to share with you a vi-
sion for how we can one day 
eliminate the world’s NTDs as a 
powerful expression of solidarity 
with the poor.
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1. ‘As you did it to one of the 
least of these my brethren, 
you did it to me’

I will read my brief observa-
tions on two very well-known 
verses in the Gospel of Matthew: 
‘as you did it to one of the least 
of these my brethren, you did it 
to me….as you did it not to one 
of the least of these, you did it 
not to me’ (Mt 25:40,45).   

These are words which, lo-
cated in the context of this inter-
national conference, tell us that 
even one person with a rare dis-
ease is precious in the eyes of 
God, to the point of being identi-
fied with him or her! For this rea-
son, to work to include and take 
care of patients and their family 
relatives, who in addition to an 
invasive and tremendously diffi-
cult disease also have to endure 
the indifference of those who 
are responsible for public gov-
ernment and research, is a duty 
that we cannot, and we must not, 
shirk!

At a time when the internation-
al crisis is having an impact on fi-
nance and the economy seems to 
be increasingly directed towards 
‘an economy of exclusion and in-
equality’ (EG, n. 53), which has 
often been denounced by Pope 
Francis, the risk of seeing an in-
crease in indifference or at least 
delays is more than real. This 
forgets the fact that although rare 

diseases are rare, those who are 
affected by them are significant 
in number given that millions of 
people throughout the world suf-
fer from them1 and many of these 
live in indigence and poverty.

2. The Role of Associations  
in Relation to Civil Society 
and Church Society 

After saying this, it is not easy, 
and perhaps it is not even possi-
ble, to define in a precise way the 
role of associations of patients, 
of their families, and of socio-
health-care and pastoral work-
ers. The social contexts of our 
planet are different and whereas 
in some of these contexts spe-
cialised services to help patients 
with these complex conditions 
are absent, in others essential 
services, even for patients who 
do not have rare diseases, are ab-
sent. I will confine myself in this 
paper, therefore, to offering some 
observations of a general charac-
ter that arise more from the heart 
of a pastor than from an expert, 
recognising in the reality of asso-
ciations, even before their func-
tional character, an expression 
of an ecclesial communion that 
bears witness – in the real world 
of situations – to the command-
ment of mutual love of Jesus and 
the invitation of the Apostle to be 
unanimous in sharing the suffer-
ings of our brothers and sisters.

The primary role of associa-
tions of patients and for patients 
is first of all the sensitisation of 
civil (and ecclesial) society and 
the upholding in the world of 
health and health care of the pri-
macy of the sick person, his or 
her centrality and the fact that he 
or she is ‘the beginning, the sub-
ject and the goal’ (GS, n. 25). St. 

John Paul II never lost an oppor-
tunity to observe that ‘Christians 
must courageously and lucidly 
intervene to safeguard essential 
values and rights connected with 
the dignity and the supreme des-
tiny of the human person’ (Do-
lentium hominum, n. 5). But 
there are also many lay peo-
ple who, in responding to the at 
times desperate cry of forgotten 
and neglected sick people, feel 
as a matter of conscience that 
they should come together in as-
sociations in order to make their 
voices heard on behalf of these 
patients.

With what goals? To combat 
the therapeutic neglect of sick 
people who are onerous in eco-
nomic terms and not very satis-
factory when it comes to clini-
cal results; to assure that they 
have access to due and necessary 
care and treatment, over time as 
well; and to support the rights 
of patients and ‘give voice’ to 
the needs of patients and their 
families. All of this requires en-
gagement at both a cultural and 
a political level. A cultural effect 
which is the source and stimulus 
for every other transformation 
of the environment and society 
‘can be accomplished through 
work done not so much by an in-
dividual alone but by an individ-
ual as “a social being”, that is, as 
a member of a group, of a com-
munity, of an association, or of 
a movement’ (CL, n. 29). As the 
crisis that we are going through 
is above all a crisis of an anthro-
pological nature, coming togeth-
er in associations to promote a 
culture of life and care can only 
contribute to attacking the deep 
causes of the culture of indiffer-
ence and the discarding of peo-
ple.
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3. Health Care:  
a Luxury for the Few?

But this is not enough! The 
associations that exist – and not 
only them – tell us that it is in-
creasingly necessary to promote 
and require justice so that pa-
tients, their families and research 
receive the resources that are 
needed. To go from recommen-
dations and hopes to concrete 
choices in favour of the poor, 
as we know, is not always easy. 
Health-care systems vary from 
country to country and although 
in some countries health care for 
the poor is assured, at least partly, 
in other nations receiving treat-
ment is a luxury limited to those 
who can afford insurance-based, 
or private, medical services. The 
exclusion of some pathologies 
from the list of essential care 
levels further increases the sense 
of abandonment of patients and 
their families, with consequenc-
es of a psychological character 
as well that worsen their drama 
further.

In our country the list of ex-
empted rare diseases (and thus 
the responsibility of the Nation-
al Health Service) has only been 
updated recently with an in-
crease in the number of such dis-
eases (from 378 to 480) placed 
amongst the ‘ECL’ (essential 
care levels). This is a praise-
worthy and important sign for 
patients and their families. But 
since care for people with rare 
diseases is principally funded 
through resources that are ordi-
narily allocated to the National 
Health Service and divided an-
nually between the regional gov-
ernments, they vary from region 
to region in relation to respec-
tive and real budgets. The organs 
of central government must be 
careful to insure that what is al-
located to them actually reaches 
patients and research.

4. Associations…why the 
Rights of the Weak are not 
Weak Rights

Thus the difficult and at times 
frustrating action carried out by 
associations, that is to say mon-

itoring that the legislation of 
countries is adapted to ensure the 
rights of the weak are not also 
weak rights, should be strongly 
supported given that the dispro-
portion between commitment 
and results is enough to discour-
age anybody.

In my view, special attention 
must be paid to associations of 
families of patients who have ra-
re and neglected diseases. Every 
time that the dramatic experience 
of illness knocks at the door of 
a home, the whole family is in-
volved. For this reason, together 
with care for the patient, accom-
panying and supporting his or 
her family is the first care that is 
needed. The difficult pathway to 
which families of sick people are 
subjected is truly an uphill path-
way. Becoming aware of an un-
foreseen and unwanted situation 
is frequently aggravated by feel-
ings of guilt at not having gen-
erated healthy children. The very 
description of a disease as ‘rare’ 
or neglected’ can only further ac-
centuate a feeling of dismay and 
increase questions that nobody 
can answer with certainty: how 
will the situation develop? Will 
the right treatment for a cure be 
found? How many economic re-
sources will be needed to treat 
the sick child? Will I be helped 
and supported in providing daily 
care to my child?

To come together in an asso-
ciation means to face up to the 
feeling of loneliness inherent in 
the rarity of the disease; it means 
with the help of those who have 
already gone down this diffi-
cult road to work through both 
the initial trauma and the pro-
longed and consuming hard-
ship that unforgiving time deliv-
ers remorselessly and inevitably 
to its unfortunate victims. For 
these reasons, it is advisable that 
these associations should not 
be made up only of the families 
of sick people; the presence of 
other families without members 
who have a rare pathology can 
be a positive signal of inclusion 
as well as a sharing of the ener-
gies that are needed to face up 
to various challenges. The crea-
tion of a network of information 
and communication and the ex-

change of experiences, we are 
told by the families of patients 
themselves, can only be of great 
help and benefit.

5. Two Observations  
to End this Paper

Moving towards ending my 
paper, I would like to make two 
further observations: the first is 
about health-care workers and 
the second is about pastoral care.

We know how much, in the 
field of rare diseases, research is 
valuable; for patients and fami-
lies research means the hope of 
life. Whereas the administra-
tors of public governance have 
to allocate the resources that 
are needed, health-care work-
ers, even more, have to share the 
results of their research work. 
We need widespread science for 
everyone and we well know that 
without research there can be no 
medicine. But this science must 
become a widespread patrimo-
ny so that everybody can use it. 
It is said that scientists have lit-
tle love for the dissemination of 
their research! This is without 
doubt a special area for action by 
associations of medical doctors 
and for Christian health-care in-
stitutions that are also institutes 
for research and care of a sci-
entific character (IRCCS): plac-
ing their heritage of research in 
a system.

Lastly, an observation about 
pastoral care. Although fre-
quently in certain situations in 
which poverty of health is chron-
ic and long lasting patients feel 
that they are only a burden, the 
Christian community can be that 
setting in which – through works 
and gestures – patients perceive 
that their existence is always a 
‘very good thing’ and not a dif-
ficult problem that has to be 
solved and borne with hardship! 
To achieve this goal which is 
so arduous, abandonment at the 
level of therapy should not be 
conjoined with abandonment at 
the level of pastoral care. A pres-
ence at the side of patients and 
their family relatives can help 
this experience to be lived not 
only as a clinical event but al-
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so as an existential event.  Pope 
Francis writes with great clarity 
in Evangelii gaudium: ‘I want to 
say, with regret, that the worst 
discrimination which the poor 
suffer is the lack of spiritual 
care’ (EG, n. 200). The Christian 
community responds in this way 
to its vocation to be a sacrament 
of the presence of Christ at the 
side of man, a presence which 
like our Lord accompanies and 
shares.

‘To those who suffer’, we 
read in Lumen fidei, ‘God does 
not provide arguments which 
explain everything; rather, his 
response is that of an accom-
panying presence, a history of 
goodness which touches every 
story of suffering and opens up a 
ray of light. In Christ, God him-
self wishes to share this path with 
us and to offer us his gaze so that 
we might see the light within it’ 
(n. 57). 

Note

1 Rare diseases (RD) are a broad and he-
terogeneous group of pathologies that are de-
fined as such on the basis of their prevalen-
ce in a population. At a European level, as in 
Italy, on the basis of the recommendations of 
the ‘Community Action Programme for Ra-
re Diseases 1999-2003’, a disease is defined 
as ‘rare’ when it afflicts not more than 5 pa-
tients in every 10,000 inhabitants. Overall, 
these pathologies are very numerous. Indeed, 
the World Health Organisation has estimated 
that between 6,000 and 7,000 different rare 
diseases exist and that these afflict about 3% 
of the population. Overall, it is estimated that 
between 27 and 36 million people are affec-
ted in the European Union alone, and about 
1-2 million of these are in Italy (data from the 
Advanced Institute of Health Care, Italy). 
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Rare diseases are a numerous 
(about 7,000-8,000) and very 

heterogeneous group of patholo-
gies which are defined as being 
such on the basis of their low 
prevalence in the population. On 
the basis of the definition of the 
European Union, they afflict five 
people in every 10,000 inhab-
itants. According to the World 
Health Organisation, although 
they are rare individually togeth-
er they make up 10% of human 
pathologies and it is estimated 
that 6%-8% (about 27 to 36 mil-
lion citizens) of the European 
population has one rare disease. 
These diseases can attack all the 
organs and apparatuses of the 
body and they do this at all ag-
es; about 80% are genetic and the 
remaining 20% have multi-factor 
origins. Many rare diseases are 
clinically complex, present diffi-
culties at the level of diagnosis – 
with a consequent delay in their 
being diagnosed, and are grave, 
degenerative and chronic in their 
impact. About a third of them re-
duce life expectancy by at least 
five years, whereas others do not 
have a significant impact on the 
length of people’s lives if they 
are diagnosed early on and treat-
ed in an appropriate way. They 
can attack the physical and/or 
mental abilities of people, as well 
as their sensory and behavioural 
capacities. The disabilities con-
nected with them limit school, 

educational, professional and so-
cial opportunities and, indirectly, 
they can also lead to the practice 
of discrimination.

Delay at the level of diagno-
sis depends on a variety of fac-
tors, amongst which there is a 
low clinical knowledge of a dis-
ease on the part of medical doc-
tors, something that is often con-
nected with the extreme rarity of 
the disease involved, the pres-
ence of clinical signs that are not 
very clear, the absence or limited 
availability of diagnostic tests, 
and the fragmentation of help at 
the level of medical care and as-
sistance. The result is that many 
patients do not manage to obtain 
a correct diagnostic or prognos-
tic assessment of their pathology 
during the course of their lives.

Furthermore, the aetio-patho-
genesis of many rare diseases 
still remains unknown and in 
many cases therapies that cure 
the disease simply do not exist. 
However, the scarcity or absence 
of effective specific aetiological 
therapies does not imply that it is 
impossible to treat these patients. 
Indeed, numerous forms of treat-
ments for symptoms – as well as 
ones that are substitutive, reha-
bilitative and educational – exist 
that can improve the clinical de-
velopment of the disease and life 
expectancy, as well as the level 
of autonomy and quality of life 
of the lives of patients and their 
family relatives.

Because of the characteristics 
described above, rare diseases 
constitute a priority for public 
health care and a difficult chal-
lenge for the health-care systems 
of many countries.

The scale of the problem and 

the possibility of success at the 
level of action require strategies 
in scientific research and public 
health care that are planned at an 
international level.

International scientific re-
search should be encouraged, 
with the fostering of the sharing 
of data and new knowledge and 
the assuring of the transferability 
of results to clinical practice with 
the final objective of having a 
positive impact on the daily lives 
of patients. 

The final objective is preven-
tion, monitoring, diagnosis and 
treatment in relation to these pa-
thologies; preventing the disabil-
ity and the early deaths of pa-
tients; and improving the quality 
of life of patients through inter-
sectorial, multi-disciplinary and 
interdisciplinary action.

To achieve these goals, inter-
national cooperation between 
institutions, researchers, policy-
makers associations of patients, 
and all the stakeholders should 
be stimulated.

Over the years, starting in 1984 
and the enactment of the Orphan 
Drug Act in the United States of 
America, many initiatives have 
been taken at the international, 
European and national levels.

The IRDiRC

For many years, researchers, 
clinicians, research consorti-
ums and institutions of various 
countries developed studies and 
research on rare diseases often 
in a fragmentary way, with lim-
ited resources, without an in-
ternational coordination that 
would have utilised joint efforts 
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to achieve a single effective di-
rection. In response to this need, 
in 2011 the European Commis-
sion and the National Institute 
of Health (USA) established the 
International Rare Diseases Re-
search Consortium (IRDiRC) 
whose ambition was to construct 
a network at a global level of re-
searchers, clinicians, patients, 
industries, and fund providers 
to create synergies, optimise re-
sources, and thus accelerate sci-
entific research in the field. The 
IRDiRC has two principal goals 
which should be achieved by the 
year 2020: to identify 200 new 
therapies and implement new di-
agnostic instruments for all rare 
diseases.

Federations of patients, includ-
ing EURORDIS which contrib-
utes to the production of docu-
ments and proposals and assuring 
the presence of patients in the de-
cision-making processes of the 
IRDiRC, belong to this consor-
tium.

Ever since the creation of this 
consortium, the Advanced In-
stitute of Health Care has taken 
part, through its president, in the 
executive committee, and has 
also taken part, through the Di-
rector of the National Centre for 
Rare Diseases, in the interdisci-
plinary scientific committee.

The general policies of the 
IRDiRC advocate cooperation 
in research into rare diseases; 
the involvement of patients and 
their representatives in all the 
relevant aspects of research and 
in the sharing of data and re-
sources (for example biological 
samples); and the need to have a 
sufficient number of patients to 
carry out studies that have a suf-
ficient statistical validity. All the 
documents can be accessed at the 
site www.irdirc.org.

In order to accelerate the cul-
tural and political change that is 
needed to achieve the goals that 
have been fixed for certain key 
sectors indicated by the scientific 
committees and which are seen 
as being of priority importance 
by the executive committee, vari-
ous task forces have been created, 
amongst which we may list the 
International Consortium of Hu-
man Phenotype Terminologies; 

Patient Relevant/Reported Out-
come Measures; Small Popula-
tion Clinical Trials; Matchmaker 
Exchange; Automatable Discov-
ery and Access; Data Mining/Re-
purposing (further information 
is available at http://www.irdirc.
org/activities/current-activities)

Diseases and Orphan 
Medicinal Products

Rare diseases have been iden-
tified by the European Commu-
nity (EC) as one of the sectors 
where the added value obtained 
from specific action on a Europe-
an scale can provide its greatest 
contribution.

Since 1999, rare diseases have 
been identified by the EC as prior-
ity sector for Community action 
in the field of public health care. 
The European Parliament and 
the European Council approved 
Decision n. 1295/1999/EC of 
29 April 1999 which, within the 
framework of action in the sec-
tor of public health care (1999-
2003), adopted a community ac-
tion programme for rare diseases 
which had the following goals: a) 
improvement in scientific knowl-
edge about rare diseases, with the 
encouragement of the creation of 
a European information network 
for patients and their families; 
b) the training and updating of 
health-care workers in order to 
improve early diagnosis: c) the 
strengthening of international co-
operation between voluntary and 
professional organisations in-
volved in care; and d) support for 
the monitoring of rare diseases in 
the member States.

In 2000, the Official Gazette of 
the European Community pub-
lished the Rule of the European 
Parliament and Council on or-
phan medicinal product (EC) n. 
141/2000. The aim of this Rule 
was to establish a community 
procedure for the assigning of 
the definition of orphan medici-
nal products and to offer incen-
tives for research, development 
and the placing on the market of 
orphan medicinal products de-
fined as such. Article 4 of this 
Rule established in the European 
Medicines Agency (EMA; www.

ema.europa.eu) the Committee 
on Orphan Medicinal Products 
(COMP; www.ema.europa.eu). 
In 2003-2008 the First Commu-
nity Programme was launched 
and its priority goal was to sup-
port national policies in the field 
of health care of member States 
and to contribute to an increase 
in supportive action between 
member States through the pro-
motion of health and safety and 
improvements in health-care ac-
tion. The specific objectives 
were: 1) to improve the health 
of citizens; 2) to promote health 
and reduce health inequalities be-
tween groups of the population; 
and 3) to increase information 
and knowledge. In this last ob-
jective reference was explicitly 
made to the added value offered 
by organisations of patients with 
rare diseases in the creation and 
sharing of knowledge in the vari-
ous fields of these diseases.

 In 2004 the Rare Diseases 
Task Force (RDTF) was estab-
lished at the General Directorate 
for Health and Consumers of 
the European Union (EU – DG 
Health and Consumer) which 
was established by the Decision 
of the Commission 2004/192/EC 
of 25 February 2004 in the pro-
gramme of ‘Community Action 
in the Field of Public Health’ 
(2003-2008). The RDTF had nu-
merous components, amongst 
which the heads of research and 
public health-care projects on ra-
re diseases financed by the EC; 
experts from various member 
States; and representatives of 
the European Medicines Agency 
and of associations of patients. 
The principal goal of the RDTF 
was to help the European Com-
munity in the promotion of the 
best strategies for the preven-
tion, diagnosis and treatment of 
rare diseases, recognising the 
great added value that comes 
from the coordination of action 
on a European scale. The specif-
ic objectives were many in num-
ber and included improvement in 
information about the diagnosis, 
screening, treatment and cure of 
rare diseases; the promotion of a 
network of centres of expertise 
for the diagnosis and treatment 
of rare diseases; the promotion 
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of monitoring and the availabil-
ity of epidemiological data of 
high quality that could be com-
pared in Europe; the promotion 
of the development of systems of 
international classification and 
the codification of rare diseases, 
in cooperation with the World 
Health Organisation as well; 
and the promotion of the spread 
of clinical good practices to im-
prove the quality of life of peo-
ple with rare diseases. 

Rare diseases were also men-
tioned as a priority in the second 
Community action programme 
for rare diseases in the field of 
public health care (2008-2013). 
The two principal guidelines for 
action were: to facilitate the ex-
change of information through 
the existing networks for rare 
diseases and to develop strate-
gies to improve the coordination 
of activities at a European level 
as well as trans-national coopera-
tion.

In November 2008 the Com-
munication of the Commission 
to the European Parliament, to 
the Council, to the European 
Economic and Social Commit-
tee and to the Committee of Re-
gions was adopted: ‘Rare Dis-
eases: a Challenge for Europe’. 
This Communication outlined a 
Community strategy to support 
the member States in the diagno-
sis, treatment and cure of Euro-
pean citizens with rare diseases 
in relation to three chief areas:  
1) improving the recognition 
and visibility of rare diseases; 
2) supporting national plans or 
strategies for rare diseases in the 
member States; and 3) strength-
ening cooperation and coordina-
tion in relation to rare diseases at 
a European level.

In June 2009, the Recommen-
dation of the Council on action 
in the sector of rare diseases was 
published. This document rec-
ommended to the member States 
that they should: 1) draw up and 
adopt national plans and strate-
gies for rare diseases, preferably 
by 2013, in order to direct and 
organise pertinent initiatives in 
the field of rare diseases within 
the framework of their health-
care and welfare systems; take 
note of the drawing up of ori-

entations and recommendations 
for the planning of national ini-
tiatives  drawn up by the EU-
ROPLAN project (the European 
project coordinated by the Na-
tional Centre for Rare Diseas-
es of the Advanced Institute of 
Health Care; www.europlanpro-
ject.eu); 2) aim to assure that rare 
diseases were adequately codi-
fied and accessible in all health-
care ICT systems, encouraging a 
suitable recognition of such dis-
eases in national systems of care 
and refunding based on ICT, in a 
way that respected national pro-
cedures; 3) encourage research 
into rare diseases and promote 
the participation of national re-
searchers in research projects on 
rare diseases financed at all ap-
propriate levels, including the 
Community level; 4) identify 
centres of expertise in the mem-
ber States by the end of 2013 
and consider the possibility of 
promoting their creation, with 
the promotion of the participa-
tion of such centres in Europe-
an networks as well; 5) support 
the sharing at a European level 
of best practices as regards diag-
nosis and medical care, with the 
training of workers, and the de-
velopment of European recom-
mendations as regards diagnos-
tic tests and screening; 6) consult 
patients about policies in the 
field of rare diseases, facilitate 
the access of patients to updat-
ed information, promote activi-
ties engaged in by organisations 
of patients, such as sensitisation, 
training, the exchange of infor-
mation and better practices, with 
the construction of networks and 
the involvement of very isolated 
patients; and 7) in cooperation 
with the Commission aim to as-
sure, through suitable mecha-
nisms of funding and coopera-
tion, the long-term sustainability 
of infrastructures created in the 
field of information, research 
and care for rare diseases.

In 2010 the European Union 
Committee of Experts on Rare 
Diseases (EUCERD) was created 
through the Decision of the EC 
n. 2009/872/EC of 30 November 
2009. EUCERD took the place 
of the Rare Diseases Task Force 
(RDTF) of the European Com-

munity. EUCERD, which was to 
last for three years, had the goal 
of helping the EC in the drawing 
up and implementation of Com-
munity action in the field of rare 
diseases in cooperation and con-
sultation with the member States, 
the European authorities compe-
tent in the field of research and 
action in health care, and other 
interested parties that work in 
this field.

In 2013 the European Com-
mission appointed the Expert 
Rare Diseases Committee. This 
group of experts on rare diseas-
es, which was to last three years, 
provides opinions and consulta-
tion to the Commission for the 
drawing up and implementation 
of activities of the European Un-
ion in the field of rare patholo-
gies and fosters exchanges of rel-
evant experiences, policies and 
practices amongst the member 
States and the various interested 
parties.

The European Reference 
Networks (ERNs)

The EU directive n. 24 of 9 
March 2011 on the rights of pa-
tients in relation to trans-frontier 
care upheld the right of patients 
to freely choose their provider of 
health care and clarified rules in 
the field of medical care in an-
other country of the EU and the 
conditions to be respected as re-
gards obtaining a refund. This 
directive introduced rules di-
rected towards assuring that pa-
tients have ‘safe and high quality 
health care, defending the rights 
of patients in every member 
State they go to, assuring that pa-
tients receive all the information 
that is necessary to exercise their 
rights, and creating an efficient 
system of cooperation between 
the different health-care systems 
of the member States, facilitating 
forms of cooperation and mutual 
assistance between countries as 
well’.

Directive 2011/24/EU also en-
visaged the constitution, the gen-
eral concept and the forms of 
implementation of the European 
Reference Networks (ERNs). 

ERNs are made up of networks 
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of clinical centres characterised 
by clinical and scientific excel-
lence. The primary objective of 
the ERNs is to share best sci-
entific and clinical knowledge 
amongst the health-care work-
ers and the relevant centres of the 
various countries of the EU. 

Therefore, the aim of these 
networks of reference is to ap-
ply common criteria in order to 
combat rare diseases which re-
quire specialised treatment; to act 
as centres of research and qual-
ified settings for the diagnosis 
and treatment of patients of other 
countries; and to assure the avail-
ability of institutions to provide 
care where this is necessary.

The countries of the European 
Union had until 25 October 2013 
to incorporate this directive into 
their national legislation. Subse-
quently, the European Commis-
sion promulgated two measures 
for its implementation (http://
ec.europa.eu/health/ern/docs/ern 
_delegateddecision_20140310_en. 
pdf; http://ec.europa.eu/health/ern 
/docs/ern_implementingdecision_ 
20140310_en.pdf), with the iden-
tification of the objectives that 
the ERNs had to pursue and cri-
teria for the identification of cen-
tres that could form a part of 
them and for the assessment of 
European networks of reference 
and their members, as well as 
ways to achieve the facilitation 
of exchange of information and 
expertise in relation to the insti-
tution and assessment of such 
networks. The publication of the 
implementing measures gave a 
strong acceleration to the crea-
tion of ERNs and at the present 
time we are at the stage that in-
volved the selection of candida-
cies for participation in the first 
ERNs, whose creation is envis-
aged by 2016. However, the dis-
cussion about the criteria that the 
members of the ERNs should 
meet was set in motion by the 
European Community’s Expert 
Group on Rare Diseases (EUC-
ERD) which in 2013 drew up 
recommendations which concen-
trated on the special features of 
rare diseases and the criteria for 
the definition and the assessment 
of European networks of refer-
ence for rare diseases, as well as 

for the exchange and dissemina-
tion of information (http://
ec.europa.eu/health/rare_diseases 
/docs/eucerd_ern_en.pdf).

In addition, the Recommenda-
tion of the Council of the Euro-
pean Union on action in the field 
of rare diseases (8 June 2009) en-
couraged the member States of 
the EU to promote cooperation 
between the health-care servic-
es of the various countries of the 
EU and participation in centres 
of expertise in the European net-
works of reference.

Lastly, in June 2015 the 
CEGRD (Commission of Ex-
pert Group on Rare Diseases) 
Group approved twenty-three 
ERNs which constituted the ag-
gregation of twenty-three mac-
ro-groups for all rare diseases. 
Therefore, each ERN would be 
dedicated to an extremely broad 
group of pathologies which of-
ten require different needs at the 
level of care and treatment and 
involve differentiated diagnostic 
and treatment features.

In Italy, in July 2015, the Min-
istry for Health published a min-
isterial decree that established the 
National Organisation of Coor-
dination and Monitoring for the 
Development of European Net-
works of Reference. This nation-
al organisation, in harmony with 
those that already existed at a 
European Community level, sug-
gests rules, models and indica-
tors of reference directed towards 
the valuing of excellence in na-
tional health-care institutions for 
participation in the ERNs. 

The centres of expertise in Ita-
ly that meet the criteria request-
ed by the European Commis-
sion have been recognised by the 
Ministry of Health and have pre-
sented their candidacies to take 
part in the European networks of 
reference for rare diseases.

The ERNs will provide a 
framework of reference for the 
health-care pathways of patients 
with rare diseases through a high 
level of integrated expertise. The 
ERNs will promote access to 
common instruments such as reg-
isters, telemedicine and guide-
lines for best clinical practices 
for the diagnosis and treatment 
of rare diseases.

Rare Diseases in Italy

The ministerial decree (MD) 
of 18 May 2011 n. 279 estab-
lished the ‘National Network for 
the Prevention, Monitoring, Di-
agnosis and Treatment of Rare 
Diseases’ and the National Reg-
ister of Rare Diseases. This is the 
regulation that was envisaged by 
the legislative decree of 29 April 
1998 n. 124 (art. 5, section 1, let-
ter b) in relation to health care for 
patients with rare diseases. It al-
so laid down rules for exemption 
of participation in costs relat-
ing to rare diseases for correlat-
ed health-care services included 
in levels of health care, as well 
identifying specific organisation-
al forms to assure appropriate 
health-care services to individu-
als afflicted by such diseases.

To this end, there was then es-
tablished the above-mentioned 
national network made up of cen-
tres, preferably hospitals, specifi-
cally identified by regional gov-
ernments through deliberations 
and formal decisions. This net-
work is dedicated to cooperation 
and the exchange of information 
to facilitate the diagnosis, treat-
ment and care for patients afflict-
ed by rare diseases and includes 
the National Register of Rare 
Diseases and the regional regis-
ters.

The National Register of Rare 
Diseases was established in or-
der to allow the national plan-
ning of action directed towards 
the defence of individuals af-
flicted by rare diseases and to 
implement the monitoring of ra-
re diseases (MD 279/2001, art. 
3). This network, therefore, is 
the source of the flow of health-
care information which through 
the regional and inter-regional 
registers is centralised by the Na-
tional Register of Rare Diseases 
which had its head offices at the 
Advanced Institute of Health 
Care (ISS). The ministerial de-
cree 79/2001 also has a list of 
rare diseases (individual diseas-
es or groups of diseases) where 
the right is recognised for their 
sufferers to exemption from tak-
ing part in the costs for the cor-
related provisions of health-care 
services (art. 4).
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The pathway of the patient is 
described starting with the idea 
that he or she has a rare disease 
on to the recognition of the right 
to exemption (art. 5); the way in 
which services are to be provided 
(art. 6); and the way in which ser-
vices are prescribed (art. 7). Last-
ly, the updating of the contents of 
the regulation is envisaged with 
periods of at least three-years to 
do this (art. 8). As regards the up-
dating of the contents of the MD 
279/2001, it should be observed 
that recently new ‘essential lev-
els of assistance’ have been ap-
proved relating to rare diseases 
that will witness the placing of 
new pathologies inside the sys-
tem of protection. 

The National Network of Ra-
re Diseases has been created and 
developed as a set of the institu-
tions and services of the regional 
systems which work together in 
an integrated way, with each one 
acting on the basis of its own spe-
cific capacities and functions, to 
develop action involving preven-
tion and to implement action in-
volving monitoring and activity 
directed towards diagnosis and 
treatment and the promotion of 
information and training.

All the regional governments 
in Italy by now have created sys-
tems for the gathering of epide-
miological data (regional regis-
ters of rare diseases) that are able 
to monitor the activities of the re-
gional networks. These registers, 
through the flow of their data to 
the National Register, contribute 
to epidemiological activity relat-
ing to rare diseases at a nation-
al level. These activities are able 
to provide relevant information 
for regional, national and inter-
national planning in the field of 
public health care. The develop-
ment and the improvement of 
these epidemiological activities 
stand out as a critical element as 
regards the efficiency of the en-
tire system of the national net-
work and in the integration of 
this network at a European Com-
munity level (European Refer-
ence Networks, ERNs; Directive 
2011/24/EU on the rights of pa-
tients in relation to trans-frontier 
health care).

The National Health-Care 
Plan (PSN) 2013-2016

The Council of the Europe-
an Union recommended to the 
member States through the Rec-
ommendation on Rare Diseases 
of 2009 that they should draw up 
and implement appropriate plans 
or strategies for rare diseases or 
explore measures within the 
context of other strategies for 
public health care in order to as-
sure to individuals with rare dis-
eases access to high quality care 
from the diagnostic and treat-
ment point of view. Therefore, 
Italy as well created its own Na-
tional Plan for Rare Diseases 
2013-2016 (http://www.salute.
gov.it/imgs/C_17_pubblicazioni 
_2153_allegato.pdf).

Taking into account the many 
activities developed in Italy start-
ing with the establishment of the 
National Network for Rare Dis-
eases (MD 279/2001), the prin-
cipal objective of this plan is the 
development of an integrated, 
global and medium-term plan for 
Italy in relation to rare diseases 
that is centred around the needs 
at the level of care and treatment 
of an individual with such a dis-
ease and his or her family, drawn 
up with the involvement of all the 
stakeholders involved and based 
upon the experiences in the field 
already achieved and within the 
framework of the recommenda-
tions of the European Union.

The National Plan for Rare 
Diseases has thus re-launched the 
objectives of the MD 279/2001, 
albeit with a more realistic and 
operational approach, and taking 
into account the developments 
that have taken place in the field 
at a European level, in particu-
lar as regards the development of 
the ERNs. In the expectations of 
the National Plan for Rare Dis-
eases, activities should be en-
gaged in with the involvement of 
all the institutional actors on the 
national committee, to which the 
Ministry of Health and other in-
volved Ministries, the regional 
governments, the AIFA, the ISS, 
the AGENAS and the associa-
tions of patients with rare diseas-
es belong. This committee, which 
is required to administer the sys-

tem, has the task of outlining 
strategic guidelines that should 
be implemented in the fields of 
diagnosis and care and treat-
ment, research, protection and 
social help, training, information 
and the ICT systems, as well as 
the task of indicating the priori-
ties that exist as regards the em-
ployment of resources dedicated 
to rare diseases, and engaging in 
activities at the level of moni-
toring. In addition, the standing 
committee fo verifying the ac-
tual provision of ‘Essential Lev-
els of Assistance’ (ELA), based 
upon the agreement between the 
central government and the re-
gional governments of 23 March 
2005, should introduce amongst 
the tasks to be verified initiatives 
relating to the implementation of 
this National Plan taking into ac-
count the periods of time and the 
processes that are needed to im-
plement the action envisaged by 
the various situations that exist at 
a regional level. Action that is of 
special relevance for the activity 
of the National Network for Rare 
Diseases is the implementation 
and the improvement of the na-
tional network and watching over 
and monitoring this network.

The implementation and the 
improvement of the national net-
work should proceed in the con-
text of a plan shared by the re-
gional governments – respecting 
the general national recommen-
dations – in relation to the preva-
lence of individual diseases and 
groups of diseases, taking into 
account assessments inherent in 
the activities of individual insti-
tutions/centres of the SSN and 
their experience as documented 
through case histories and data 
relating to their activities and sci-
entific production. In addition to 
assuring that the care that is pro-
vided to patients with rare diseas-
es is expert and of high quality, 
this planning should minimise 
differences in the supply of ser-
vices and their accessibility in 
the various regions of Italy.

To this end, it will be neces-
sary to implement various initia-
tives, for which the information 
produced by the National Regis-
ter of Rare Diseases with its ac-
tivities involving the monitoring 
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of the network and patients will 
be of very great use. Examples of 
such activities are the following:

– Identifying the institutions/
centres of the network for rare 
diseases using objective crite-
ria and, as far as this is possible, 
ones that are agreed upon and 
shared, respecting the require-
ments envisaged by the recom-
mendations of the European Un-
ion. These centres should have a 
broad area of users, large num-
bers of significant activities and 
appropriate performances; they 
should develop clinical research, 
have official links with the oth-
er parts of the national network, 
and maintain records on the clini-
cal history of patients, during the 
move from childhood to adult-
hood as well. They should per-
form the tasks envisaged for the 
European centres of expertise, 
being able thereby to be candi-
dates for the ERNs.

– Strengthening the networks 
that already exist by facilitating 
the functional connection be-
tween institutions/centres and 
other institutions and services 
that are involved so as to take re-
sponsibility for patients and as-
sure continuity in the provision 
of care and treatment.

– Carrying out a periodic as-
sessment of these institutions/
centres on the basis of both in-
dicators of activities and results 
and the satisfaction of patients, 
with the participation of associa-
tions and through procedures in-
volving external audits as well, 
following the model of what has 
already been put into practice in 
various countries of the Europe-
an Union.

– Assuring that the spread of 
innovative practices at the level 
of care and treatment in relation 
to rare diseases always remains 
in a framework of safety and 
proven effectiveness, with the 
protection of patients.

– Using in an integrated man-
ner ICT systems for regional 
monitoring (including the re-
gional networks which also have 
the function of providing support 
for care) and national monitoring 
(including the National Register 
of Rare Diseases), as elements 
involving knowledge on which to 

direct policies and the actions of  
the government and assessments 
of the system.

– Minimising differences in 
the supply of services and their 
accessibility between the various 
regions of Italy and above all else 
allowing patients to be directed 
in a correct way towards compe-
tent institutions and centres.

As regards the activities in-
volving surveillance and moni-
toring, the regional or inter-re-
gional registers and the National 
Register of Rare Diseases should 
improve the coverage and the ef-
ficiency of the gathering of epi-
demiological date in line with the 
performance of their institutional 
tasks. To this end, it is necessary 
to adopt all those measures that 
are needed to improve the qual-
ity of information and to produce 
results that are useful in support-
ing the initiatives of public health 
care and to improve clinical prac-
tice. In particular, the procedures, 
contents and expiry dates of the 
gathering of data by the region-
al/inter-regional registers for the 
National Register of Rare Dis-
eases, and the analyses of the 
data contained in the National 
Register of Rare Diseases at the 
ISS, should be made uniform and 
standardised.  While awaiting the 
updating of the list of rare diseas-
es, the National Register and the 
regional and inter-regional reg-
isters can broaden the gathering 
of data contained in the minimal 
data set already agreed upon and 
might extend the survey to oth-
er diseases, amongst which rare 
tumours, in harmony with what 
takes place in the rest of the Eu-
ropean Union. This could also be 
done through the creation of a 
database designed to gather epi-
demiological data on rare diseas-
es during the inclusion stage and 
thus data not yet contained in the 
National Register of Rare Dis-
eases, and in a way that respects 
the rules and regulations that are 
in force as regards the protection 
of personal data. 

Lastly, they should also take 
into consideration the ‘Core Rec-
ommendations on Rare Disease 
Patient Registration and Data 
Collection’ that were drawn up 
and adopted by the EUCERD 

(www.eucerd.eu). They could al-
so engage in a census of the reg-
isters of diseases, assessing their 
quality and the extent to which 
they correspond to the rules and 
regulations in force, their eco-
nomic sustainability, and whether 
it is advisable to maintain them.

Rare Diseases and Information 
for Citizens

The National Plan for Rare 
Diseases 2013-2016 expressed 
itself in favour of the strengthen-
ing and support of the various in-
stitutional sources of information 
that already exist as well as the 
promotion of their use.

In this direction, since Febru-
ary 2008 the Green Telephone 
for Rare Diseases has operated 
with its head offices at the Na-
tional Centre for Rare Diseases at 
the Advanced Institute of Health 
Care. Planned and created with 
the need to provide information 
principally on rare diseases and 
on institutions and centres for 
rare diseases that operate in Ita-
ly, the Green Telephone for Rare 
Diseases constitutes a sources of 
centralised information in the na-
tional context, above all in line 
with what is envisaged by the 
MD 279/2001 on the ‘Regulation 
for the Institution of a National 
Network for Rare Diseases and 
the Exemption from the Costs 
of Taking Part in the Connected 
Health-Care Services’.

In addition to providing infor-
mation on the national network 
on rare diseases, the Green Tele-
phone for Rare Diseases was ex-
pressly created to offer contents 
and instruments that would pro-
mote knowledge and good prac-
tices in the field of rare diseases. 

Rare Diseases without  
a Diagnosis

Given the characteristics of rare 
diseases (few patients with each 
individual disease, difficulties at 
the level of diagnosis, etc.), in-
ternational cooperation is crucial 
in the sharing of fragmented re-
sources in individual countries in 
order to carry out better diagno-
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ses and provide better treatment. 
Rare diseases without a diagnosis 
are those that have not obtained a 
diagnosis from the medical doc-
tor who is the point of reference 
of the patient. Some patients wait 
for years to have a final diagno-
sis. These rare diseases include 
groups of pathologies that do not 
have a name; pathologies with 
well described phenotype; pa-
thologies with an unknown mo-
lecular base or pathologies that 
are due to unknown non-genet-
ic factors. In 2008 the NIH in 
the United States of America 
launched its ‘Undiagnosed Dis-
ease Programme’ with the specif-
ic objective of providing a diag-
nosis to patients who have been 
waiting for a diagnosis for years 
and studying the aetiopathoge-
neis of new pathologies. In 2013 
a specific financing of the NIH 
supported the national ‘Undiag-
nosed Diseases Network’.

However, the problem of un-
diagnosed patients is global. Re-
cently the National Centre for 
Rare Diseases of the Advanced 
Institute of Health Care con-
tributed to the launch of Undi-

agnosed Diseases Network In-
ternational (UDNI), and to the 
development of its activities and 
its governance, through the pub-
lication of principles and good 
practices and the development 
and the running of the web site 
www.udninternational.org. 

The UDNI seeks to diagnose 
patients without a diagnosis in 
the world and includes, in ad-
dition to Italy and the United 
States of America, other Euro-
pean countries (such as Bulgaria, 
Spain, Hungary, etc.) as well as 
Canada, Japan and Australia.

The UDNI involves centres 
with experience that are recog-
nised at an international level, 
and its scientific resources and 
know-how seek to fill in the gaps 
in knowledge that impede a diag-
nosis. As a consequence the UD-
NO fosters the translation of re-
search into medical practice. The 
active involvement of the patient 
is of fundamental importance. 
After the launch of the UDNI in 
2015, many countries activated 
their own national networks (for 
example Australia, Italy, Japan), 
operating within the framework 

of the UDNI in cooperation with 
the other members of the UDNI. 
Other information is available on 
the UDNO web site (http://www.
udninternational.org).

The UDN Italy

Within the framework of the 
UDNI, the Advanced Institute of 
Health Care and the NIH-USA 
have activated, thanks to funding 
from the Ministry for Foreign 
Affairs and International Co-
operation, a UDN Italy project 
whose objectives are in line with 
the UDNI, that is to say gather-
ing data from Italian patients 
without a diagnosis through the 
National Network for Rare Dis-
eases, using common standards 
and technologies, in order to 
characterise them at a phenotype 
and genotype level; developing a 
national database that is interop-
erable at an international level; 
developing bio-ICT instruments 
for data sharing at a national and 
international level; and strength-
ening and increasing internation-
al cooperation. 

2. Treatment and Research of Rare Diseases  
in Catholic Hospital Services in Australia

MRS SUZANNE 
GREENWOOD 
Chief Executive,
Office of Catholic Health, 
Australia

Introduction - Scale of 
Catholic health services in 
Australia within the context of 
the Australian health system

Catholic Health Australia rep-
resents Australia’s Catholic hos-
pitals and aged care provid-

ers.  Together, Catholic Health 
Australia member organisations 
form the largest non-government 
grouping of hospitals, aged and 
community care services in Aus-
tralia.

The role of Catholic Health 
Australia (CHA) is advocacy for 
the Catholic providers – to be the 
credible, ethical and influential 
voice of Catholic health, aged 
care and community care servic-
es in Australia, and to support the 
mission of CHA members – the 
various Catholic hospitals, aged 
and community care providers.1

The scale of Catholic care pro-

vider in Australia is not as large 
as other countries – we have al-
most 10,000 hospital beds across 
more than 80 hospitals. Two-
thirds of which are private hos-
pitals and one-third of which are 
public – government-funded hos-
pitals.

Approximately one in ten Aus-
tralians who are in hospital are 
being cared for in a Catholic hos-
pital: Australia’s population is ap-
proximately 24 million people, 
with 1 birth every 1 min 46 sec, 
1 death every 3 min 23 sec, and a 
net gain of 1 international migrant 
every 2 min 37 sec.2 Overall, Aus-
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tralia’s total population increases 
by one person every 1 minute 32 
seconds.

Australia has one of the high-
est life expectancy rates in the 
world, but has an ageing popula-
tion, increasing levels of chronic 
disease, and escalating demand 
for the best of quallity care, 
which in turn increases cost.

Rare Diseases – Incidence in 
Australia

Australia has adopted the 
widely-cited definition agreed 
and adopted by the European Un-
ion3 – that a rare disease is a spe-
cific, clinically serious disorder 
or condition that is a life-threat-
ening or chronically debilitating 
disease which is statistically rare, 
with an estimated prevalence of 
1 in 2,000 people or of similar-
ly low prevalence and high level 
of complexity that special com-
bined efforts are needed to ad-
dress the disorder or condition. 
This is less than 0.05 percent of 
the population. 

On this basis, current conserv-
ative estimates indicate that ap-
proximately 6-8 percent of Aus-
tralians in total are affected by a 
rare disease. There are estimated 
to be more than 8,000 rare dis-
eases in Australia. Many have 
no formal title. The difficulties 
of rare diseases are: diagnosis is 
often difficult or delayed; many 
rare diseases have no effective 
treatment; some require new 
expensive treatments; informa-
tion about rare diseases is often 
scarce or difficult to access for 
the health professional, patient, 
family and carers; and the psy-
chological burden and lack of 
practical support is a major issue 
in the treatment and manage-
ment of rare diseases.

Research priorities of Catholic 
Health Australia members

The response of the Catholic 
health sector to these difficul-
ties is more research. Catholic 
Health Australia held an Inau-
gural Medical Research Sympo-
sium in 20164 for Catholic clini-

cal research institutes, bringing 
together researchers from across 
Australia to encourage network-
ing, learning, and to celebrate 
achievements and ongoing initia-
tives in research.

The key note speaker was dis-
tinguished Australian research 
biologist, Sir Gustav Nossal AC 
CBE. Sir Gustav has enjoyed in-
ternational recognition for his 
breakthrough contributions to the 
fields of antibody formation and 
immunological tolerance. He has 
served as the Chairman of the 
committee overseeing the Global 
Programme for Vaccines and Im-
munization of the World Health 
Organisation. This was a signifi-
cant event which facilitated on-
going research co-operation be-
tween the various Catholic health 
care facilities.

Research priorities of Mercy 
Health

Mercy Health’s research is 
grounded in the Mercy mission 
of compassionate care founded 
by Catherine McAuley more than 
150 years ago and continued to to-
day under the guidance of the Sis-
ters of Mercy. Their researchers 
realise her vision to ‘care first’ for 
those in greatest need with a spe-
cial focus on the health of woman 
and babies.

Recognising that many ra-
re diseases are genetic, Mercy 
Health has a research priority 
investigating the impact of non-
invasive prenatal testing in preg-
nancy, and developing new diag-
nostics to predict preterm birth. 
Areas of research specialty in-
clude perinatal, paediatrics, gy-
naecology and palliative care.

Research priorities of Cabrini

The Cabrini Institute was es-
tablished 20 years ago by the 
Cabrini health care group - 
Cabrini is owned and operated 
by the Missionary Sisters of the 
Sacred Heart of Jesus who came 
to Australia in 1948. The Institute 
has a focus on clinical epidemiol-
ogy, medical oncology, nurse ed-
ucation and palliative care.

Cabrini have achieved signifi-
cant advancements in medical re-
search particularly through uni-
versity partnerships, such as with 
the Australian Catholic Universi-
ty, and through their various ac-
ademic departments such as the 
Monash Department of Clinical 
Epidemiology at Cabrini Hospi-
tal.

Research priorities of St 
Vincent’s Health Australia

St Vincent’s Health Austral-
ia is Australia’s largest Catholic 
health and aged care provider. St 
Vincent’s Health Australia is a 
ministry of the Catholic Church 
under the stewardship of Mary 
Aikenhead Ministries, as estab-
lished by the Sisters of Charity. St 
Vincent’s has many research in-
stitutions and programs including 
the Aikenhead Centre of Medical 
Discovery – which is Australia’s 
first hospital-based biomedical 
engineering facility.

The Centre will help achieve 
three major health outcomes for 
Australians: improved manage-
ment of chronic illness, ageing 
well, and prevention of disease. 
Biomedical engineering innova-
tions will be the Centre’s focus 
including: tissue engineering – 
engineering tissues, cells and 
genes; drug design and delivery 
– developing intelligent drugs, 
smart delivery systems; and med-
ical bionics – innovative devices 
to replace organs and body pro-
cesses.

Research areas of strength in-
clude, among other fields of re-
search: oncology/haematology, 
gastroenterology, neurosciences, 
cardiology, endocrinology, or-
thopaedics, and palliative care.

Research priorities of Mater 
Health

Mater Health Research was es-
tablished in 1998 with a primary 
focus in cancer research. The in-
stitute has since grown and now 
runs additional research programs 
in immunology, neurosciences 
and cognitive health, chronic dis-
ease biology, and pregnancy-relat-
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ed disorders, including high pro-
file research being undertaken in 
preventing stillbirths. The Mater 
Research Institute currently sup-
ports over 400 researchers and 
students working to provide better 
health outcomes for all people in 
the community.

Research priorities of St John 
of God Health Care

St John of God Health Care 
fosters a high quality and ethical 
research culture that enhances 
clinical practice. They engage in 
research with the greatest poten-
tial to improve health care, with a 
focus on translational research – 
research that moves from ‘bench 
to bedside’ – improving out-
comes for their patients.

Areas of research strength at St 
John of God Health Care include 
oncology, mental health, and ne-
onatal health.

Research priorities of Calvary 
Health Care

From humble beginnings in a 
stocking factory, Mary Potter and 

the Sisters of the Little Company 
of Mary established the first Cal-
vary Hospital in Rome in 1882. 
Three years later, six courageous 
Sisters sailed to Sydney, Austral-
ia, and began the first Calvary 
health care services in Australia. 
The main research focus areas 
are medical oncology, radiation 
oncology, haematology, and pal-
liative care.

Conclusion - Future 
Challenges for Australia

Australia has very few sisters 
and clergy working in our Catho-
lic facilities.

Catholic Health Australia has 
had two responses to this dilem-
ma to support those with rare dis-
eases.

Firstly, pastoral care: quality 
pastoral care is foundational to 
Catholic health care. To be a pro-
vider of Catholic health care re-
quires pastoral care to be part of 
all that we do.

In 2015, Catholic Health Aus-
tralia conducted a pastoral care 
mapping survey of the Catho-
lic health and aged care sector 
in Australia. Based on the sur-

vey findings, CHA has prepared 
a Pastoral Care Mapping Survey 
Report, an executive summary of 
the key findings and recommen-
dations, and a pastoral care as-
sessment tool. This tool has been 
developed so that the recommen-
dations coming out of the pasto-
ral care mapping survey can be 
used by Catholic hospitals as a 
way of recognising strengths and 
determining areas for improve-
ment. 

Secondly, Catholic Health 
Australia recognises that for-
mation of our lay leaders in the 
health care ministry is vital to 
ensuring our continued Catho-
lic identity. CHA will therefore 
launch, in July 2017, a minis-
try leadership formation pro-
gram for senior leaders within 
the health ministry to protect our 
Catholic identity and our healing 
ministry into the future. 

Notes

1 http://cha.org.au/images/2020_CHA_
Strategic_Direction_Statement.pdf

2 http://www.abs.gov.au/Population
3 https://ec.europa.eu/health/rare_dis-

eases/policy_en
4 http://cha.org.au/events/recent-events# 
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3. The History of Alkaptonuria in Slovakia  
and the World

DR. HELENA GLASOVÁ
The Institute of Pharmacology, 
Clinical and Experimental 
Pharmacology, 
The Slovak Medical University 
in Bratislava,
The Institute of Clinical 
and Translational Research, 
Biomedical Research Centre, 
The Slovak Academy of 
Sciences, Bratislava, 
The Slovak Republic

Introduction

The thirty-first internation-
al conference of the Pontifical 
Council for Health Care Work-
ers (for Health Pastoral Care) fo-
cused upon the great challenges 
posed to contemporary medicine 
and health care by rare and ne-
glected diseases. The success-
ful achievement of a ‘culture of 
health that is welcoming and sup-
portive at the service of people 
with rare and neglected diseases’ 

must take into account numer-
ous and complex medical, epi-
demiological, social, economic, 
juridical and ethical aspects of 
these seemingly not similar con-
ditions. It also requires serious 
joint multidisciplinary efforts on 
the part of all relevant stakehold-
ers, including health-care profes-
sionals, patients, their families 
and friends, scientists/research-
ers, industries, universities, non-
profit organisations, volunteers 
and health-care payers at the na-
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tional and international levels. 
The history of one particular rare 
disease – alkaptonuria (AKU) – 
both in Slovakia and in the inter-
national context may serve as an 
example of such successful, and 
already moderately optimistic, 
joined efforts.  

AKU – the Black Urine, Black 
Bone Disease  

AKU is a rare autosomal re-
cessive multisystem disorder af-
fecting approximately 1 in every 
250,000 people globally. A high-
er prevalence rate of around 1 in 
19,000 people is found in some 
countries, such as Slovakia. The 
rarity of the disease makes it an 
ultra-orphan indication. 

AKU is characterised by a def-
icit in the activity of an enzyme – 
homogentisate 1,2-dioxygenase 
(HGD) – in the liver, caused by 
mutations in the HGD gene (fig. 
1). HGD deficiency leads to in-
creased levels of a pathological 
intermediary product within the 
metabolic pathway of phenyla-
lanine and tyrosine – homogen-

tisic acid (HGA). AKU patients 
are unable to convert homogen-
tisic acid (HGA) into maleylace-
toacetic acid.7,8 

The hallmark of the disease is 
passage of urine that becomes 
black when left standing. HGA 
turns black on oxidation, lead-
ing to black urine and occasion-
al black sweat. A small propor-
tion of patients, however, do not 
develop these symptoms. It was 
discovered that the darkening 
was delayed in an acidic solu-
tion and accelerated in alkaline 
conditions. This led Boedeker 
in 1859 to describe the urine as 
containing an ‘alkapton’, later 
leading to the name ‘alkaptonu-
ria’.7,8

Despite efficient and marked 
excretion of HGA in urine, part 
of it is oxidised via benzoquinone 
acetic acid to a melanin-like pol-
ymeric pigment and deposited in 
the extracellular matrix of con-
nective tissues, in particular in 
cartilages. This leads to ochron-
osis and subsequent progressive 
premature severe degenerative 
spondyloarthropathy and arthri-
tis. Severe arthritic pain is the 

most severe symptom in AKU. 
The onset of ochronosis is in the 
late 20s or early 30s; the most af-
fected joints are the spine, hips 
and knees.7,8

Currently, no pharmacological 
treatment is available for AKU. 
Dietary therapy restricting phe-
nylalanine and tyrosine is diffi-
cult to maintain and has not been 
shown to be effective in reducing 
HGA in adults and it has no de-
monstrable efficacy in improving 
symptoms. Experimental treat-
ment with vitamin C to enhance 
HGA degradation has not proved 
helpful either. Treatment of the 
disease’s sequelae includes an-
algesia, physiotherapy, surgery 
and joint replacement.7,8 

AKU – a History of Early 
Medical Genetics

AKU is one of the four disor-
ders originally defined as inborn 
errors of metabolism and the 
first condition noted as follow-
ing Mendelian inheritance by Sir 
Archibald Garrod in 1902.2 He 
identified a familial pattern of in-
heritance and concluded that an 
inherited biochemical abnormal-
ity had to result in the passage of 
an abnormal intermediate in the 
urine. Remarkably, at that time 
serial biochemical reactions in 
the metabolic disposal of nutri-
ent substances had not yet been 
described. Proposed autosomal 
recessive genetics of AKU was 
later confirmed by Hogben in 
1932.2,3,4,9 

AKU is an autosomal reces-
sive disorder caused by a single 
gene defect mapped to chromo-
some 3 between regions 3q21-
q23 which is the site of the ho-
mogentisate 1,2-dioxygenase 
(HGD) gene. Mutations of the 
HGD gene lead to correspond-
ing changes in the amino acids 
sequence in the HGD protein. 
Substitution of the amino ac-
id valine for methionine at po-
sition 368 is the most common 
HGD mutation found in Europe-
an populations. Mutations in the 
HGD gene impair the activity of 
HGD by changing its structure. 
AKU patients are homozygous 
or compound heterozygous be-

Fig. 1 Molecular basis of alkaptonuria and related inborn diseases 
of phenylalanine an tyrosine methabolism6.
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cause of ‘loss of function muta-
tions’ in the HGD gene. Hitherto 
about 115 such mutations have 
been identified worldwide.5

The History of AKU  
in Slovakia

Slovakia is the country with 
the second highest world preva-
lence of AKU, its principal en-
demic region being in the north. 
It also possess an impressive 
history of epidemiological and 
medical efforts to deal with the 
condition, including screening, 
early diagnosis, implementation 
of necessary dietary measures, 
and state-of-the-art management 
of its chronic complications. 
The first case of AKU in Slova-
kia was diagnosed in 1947 and 
by 1953 102 AKU patients from 
15 families had been identified 
(at that time only approximately 
100 cases were known global-
ly). From 1956 to 1960 80 more 
AKU patients in 13 more affect-
ed families were identified by a 
sole investigator, the physician 
and clinical biochemist Dr. An-
ton Neuwirth (1921-2004)10 

It is worthwhile mentioning 
that Dr. Anton Neuwirth has 
been one of the truly outstanding 
Christian personalities of recent 
Slovak history. A distinguished 
physician, scientist, intellectual, 
diplomat (he served as the first 
ambassador of the Slovak Re-
public to the Holy See in 1994-
1998), and politician (he was a 
member of the Slovak Nation-
al Council and honorary chair-
man of the Christian Democratic 
Movement), he was a prisoner of 
faith under the Communist re-
gime. After his return from years 
in Communist prisons, he was 
sent to a remote medical prac-
tice in a rural northern territory 
of Slovakia. There, true to his 
scientific education and his spir-
it of being a clinical research-
er and physician, he discovered 
and painstakingly analysed the 
second largest part of the unique 
Slovak AKU patient population. 
Working in quite simple condi-
tions and led by his own profes-
sional enthusiasm, he was able to 
draw up detailed family trees (ge-

nealogy analyses) that allowed 
the detection of possible carriers. 
He also provided detailed coun-
selling and education to AKU 
families concerning the risks and 
necessary measures to be under-
taken, but he also provided them 
with the personal medical care 
that was needed. Subsequently, 
as he was not allowed for ‘po-
litical reasons’ to proceed further 
with his work and care, for the 
good of his patients and for the 
sake of the science he generous-
ly donated his entire meticulous-
ly gathered documentation to his 
colleagues for further follow-up 
and study.6 

Let us briefly quote here from 
the testimony of Dr. Anna Zábor-
ská MEP, nowadays a prominent 
Slovak physician, the daughter 
of Dr. Anton Neuwirth: ‘Unfor-
gettable were the days, when, af-
ter his return from prison, he as a 
physician discovered the endem-
ic occurrence of a rare hereditary 
disease – alkaptonuria (AKU) – 
at Horné Kysuce, a rural region 
in the north of Slovakia. On his 
own initiative he performed met-
abolic screening investigations 
in the garden of our home – ex-
amining the samples of urine of 
his patients – and then visited 
the patients in this whole region 
in order to explain to the affect-
ed families measures by which 
they could survive this serious 
disease. Definitely, this medical 
testimony influenced the deci-
sion of myself and my siblings to 
study medicine’.10

The History of AKU   
in the World

Although no proven treatment 
for AKU yet exists, some novel 
and promising developments are 
already underway. In 2003, the 
AKU Society was founded in 
the United Kingdom by an AKU 
patient, Bob Gregory, and a bio-
chemist, Prof. Lakshminarayan 
R. Ranganath. They were joined 
later by Nick Sireau whose two 
sons were born with AKU. Now-
adays, the AKU Society has a 
global network with a strong 
potential to foster research into 
AKU and connect and support 

AKU patients, their relatives and 
carers. Sister societies have been 
established in twelve other loca-
tions worldwide: in France, Ita-
ly, the Netherlands, Poland, the 
USA, Canada, Slovakia, Jordan, 
Germany, Sweden, India, and 
Pacific Asia.1 

In 2012 the DevelopAKUre 
Consortium, a comprehensive 
European network of universi-
ties, hospitals, pharmaceutical 
and biotech companies, research 
organisations, and national AKU 
patient groups, was established. 
It received funding from the Eu-
ropean Commission’s Seventh 
Framework Programme to con-
duct research into the effective-
ness and safety of a new and 
promising medicinal drug – ni-
tisinone – in AKU patients in 
a series of international multi-
centre clinical trials. The Slo-
vak National Centre for AKU at 
the National Institute for Rheu-
matologic Diseases in Piešťany, 
following the above-mentioned 
unique tradition, successfully 
took part in these truly global re-
search activities.1

Interestingly, nitisinone is a 
competitive inhibitor of 4-hy-
droxyphenylpyruvate dioxyge-
nase, an enzyme which metabo-
lises 4-hydroxyphenyl-pyruvate 
to HGA. In this way, this treat-
ment prevents the accumulation 
of the toxic metabolic interme-
diates – maleylacetoacetic and 
fumarylacetoacetic acid – in pa-
tients with another rare inborn 
condition: hereditary tyrosine-
mia type 1. It has been registered 
in the EU for its treatment since 
2005. Nitisinone also reduces 
HGA plasma levels and HGA uri-
nary excretion in AKU patients. 
It has been posited that reduction 
of HGA levels might prevent the 
onset, or slow the progression, 
of ochronosis in AKU patients.1,8 
The above-mentioned Europe-
an Commission Seventh Frame-
work Programme (FP7) funded 
studies aimed at proving  the 
supposed efficacy and safety of 
nitisinone in AKU patients, and, 
if successful, the eventual regu-
latory approval of the drug for 
this therapy.1

To end this paper,  it may be 
observed that historical, Slo-
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vak and international aspects of 
the history of AKU, which have 
been briefly presented in this pa-
per, may be considered unique 
examples for dealing – in a high-
ly scientific, ethical, efficient, 
sustainable and indeed Chris-
tian way – with this well-de-
fined but still rather debilitating 
and rare inheritable disease. The 
history of AKU may also serve 
as a concrete example to eluci-
date various interconnected fac-
ets of the complex phenomenon 
of rare genetic diseases, thereby, 
it is hoped, inviting the interest 
and necessary efforts not only 
of researchers and medical pro-
fessionals but also of all stake-
holders, including the broader 
community and the general pub-
lic, to foster necessary develop-
ments and ultimately to offer 
hope, and possibly in the long-
er run, a cure, for patients with 

these ‘difficult-to-diagnose’, and 
even more ‘difficult-to-treat’, in-
herited genetic diseases.  
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FIRST SESSION • Neglected Diseases

1. Epidemiology and Health-Care Policies

DR. ODILE TCHANGMENA 
BEFEUKA
“Agenzia Italiana  
del Farmaco” - AIFA,
Italy

Neglected tropical diseases 
(NTD) are ‘a group of chron-

ic infectious diseases that pro-
mote poverty and are widespread 
above all in rural areas and poor 
urban areas in low- and middle-
income countries’. These diseas-
es ‘promote poverty because of 
their impact on health, on devel-
opment in children, on pregnan-
cy, and on productivity in adults 
of working age because of their 
stigmatising character’ (PLoS 
Neglected Tropical Diseases).

The World Health Organisa-
tion (WHO) lists some of the 
characteristics which these dis-
eases have in common: they con-
stitute an indicator of the poverty 
of populations; they afflict above 
all bands of the population that 
have a low level of visibility and 
little political power; they tend 
not to spread in geographical 
terms; they cause stigma and dis-
crimination, above all to the dis-
advantage of girls and women; 
they have an important impact on 
morbidity and mortality; they are 
neglected by research; and they 
can be controlled, prevented and 
probably eliminated by using ef-
fective, practical and low-cost 
strategies. 

In the list of NTD of the WHO 
seventeen pathologies are recog-
nised that are due to micro- or 
macro- parasites (the Anderson 
and May classification). Micro-
parasite diseases: 1. viral aetiol-
ogy: dengue disease and rabies; 
2. bacterial aetiology: trachoma, 
Buruli ulcer, endemic trepone-
matosis and leprosy; 3. proto-

zoan aetiology: Chagas disease 
(CD), human African trypa-
nosomiasis and leishmaniasis. 
Macro-parasite diseases (with a 
helminthic aetiology): cysticero-
sis, dracunculiasis, echinococco-
sis, lymphatic filariasis, parasite 
trematodes transmitted by food-
stuffs, onchocerciasis, schistoso-
miasis and geohelminthiasis. The 
World Health Organisation adds 
certain other ‘neglected condi-
tions’ (chronic suppurative oti-
tis media, eumycetoma, nodding 
syndrome, podoconiosis, sca-
bes, snake bite, strongyloidiasis). 
In the PLoS Neglected Tropical 
Diseases, the list of NTD is even 
more extensive.

Epidemiology: NTD are en-
demic in 149 countries of the 
world, of which at least 100 have 
two neglected tropical diseases 
that are endemic and thirty have 
six or more endemic NTD.

Health-Care Policies
The current plan of the World 

Health Organisation for the con-
trol of NTD envisages the inte-
grated use of five different strat-
egies:

- The first strategy is preven-
tive chemotherapy. This strategy 
envisages the distribution of me-
dicinal products on a large scale 
for populations at high risk. These 
are low-cost medicinal products: 
albendazole, mebendazole, prazi-
quantel, ivermectin, diethylcarba-
mazine and azithyromycin. The 
target diseases of this strategy are: 
filariasis, onchocerciasis, geohel-
minthiasis, schistosomiasis and 
tracoma. 

- The second strategy is the di-
agnosis and intensive treatment 
of cases. This is especially useful 
for those pathologies for which a 
preventive therapy cannot be used 
given that the medicinal products 

that are available have a toxic im-
pact of a certain impact. Amongst 
the pathologies which are the tar-
get of this strategy we may list: 
Chagas disease, human African 
trypanosomiasis, leishmaniasis, 
leprosy and endemic treponema-
tosis 

The World Health Organisation
- The third strategy is the con-

trol of vectors. Indeed, various 
neglected tropical diseases – 
amongst which dengue disease, 
Chagas disease, human African 
trypanosomiasis, lymphatic fil-
ariasis and onchocerciasis, are 
transmitted by insect vectors – 
whereas helminthic diseases such 
as schistosomiasis, dracunculia-
sis and treponematosis require 
molluscs or crustaceans that act 
as intermediary hosts to complete 
their life cycles. This strategy re-
quires the cooperation of the sec-
tors of agriculture and engineer-
ing (the use of pesticides).

- The fourth strategy is the im-
provement of conditions of hy-
giene and sanitation. 

- The fifth strategy consists of 
initiatives relating to veterinary 
public health. Many neglected 
tropical diseases – cysticercosis/
teniasis, echinococcosis, human 
African trypanosomiasis, Chagas 
disease, rabes, leishmaniasis, ali-
mentary trematodoses – have a 
zoonotic component, that is to say 
they can be transmitted to man by 
vertebrate animals (directly or in-
directly through a vector), and be-
cause they have an impact on the 
health of livestock they can have 
an effect on the wellbeing of a 
community.

G7-2016
The G7 highlighted the vital 

role of research in the develop-
ment and introduction of new 
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means of combatting neglect-
ed tropical diseases: the coop-
eration of key partners with the 
WHO – Global Observatory on 
Health Research and Develop-
ment; supporting research con-
nected with NTD in geographi-
cal areas which are most in need 
of help; strengthening basic re-
search (prevention, control and 
treatment) and research focused 
on the rapid and targeted devel-
opment of readily usable medici-
nal products; and supporting re-
sponse  mechanisms at a local 
level and utilising health-care 

systems in  positive way in or-
der to make appropriate therapies 
and medicinal products available, 
with the aim of controlling and/
or eliminating neglected tropical 
diseases by the year 2020.

Italy
The Ministry of Health – CCM. 

Within the framework of the pro-
ject area three spheres of action 
have been identified: transmissi-
ble diseases; non-transmissible 
pathologies; and systemic initia-
tives, for a total of eleven lines 
of intervention. These lines of 

intervention constitute a priority 
for the Italian government and 
they are in line with the provi-
sions of the National Prevention 
Plan and with the recently ap-
proved national plans, or ones 
that are about to be approved, 
by the State-Regions Conference 
and coordinated by the Ministry 
for Health – General Directorate 
for Health-Care Prevention. Sur-
veillance ISS – systematic sur-
veillance of infectious diseases 
for migrants in centres for immi-
grants (2015). Regional projects 
– Caritas – S.I.M.M. – I.N.M.P. 

2. The Prevention, Treatment and Research  
of Neglected Tropical Diseases:  
a Sub-Saharan African Perspective

PROF. SAMUEL KALLUVYA
HIV/AIDS Coordinator,
The Catholic University  
of Medicine,
The Bugando Medical Centre, 
Tanzania

Neglected tropical diseases 
(NTDs) are a group of dis-

eases that are found in the trop-
ics and sub-tropics and especially 
in impoverished rural areas and 
slums in towns and cities. They 
commonly affect poor commu-
nities without safe water, good 
hygiene and sanitation.  Hence 
the term ‘poverty diseases’. The 
impact of these diseases leads to 
the aggravation of poverty. Ac-
cording to the WHO, there are 17 
NTDs which include most of the 
common NTDs in sub-Saharan 
Africa: the socially transmitted 
(helminthiases); lymphatic fila-
riasis; onchocerciasis; schistoso-
miasis; protozoan infections such 
as human African trypanosomia-
sis and leishmaniasis. Bacterial 
NTDs include Buruli ulcer, tra-
choma and leprosy. 

Importantly, it is possible to 
eliminate completely a significant 
number of NTDs. The prevention 
of NTDs in sub-Saharan Africa is 
paramount for several reasons. 
1. There is a disproportionately 
high disease burden in this region 
compared to other regions of the 
world. Of the 1.4 billion people 
afflicted by NTDs, sub-Saharan 
Africa bears the brunt of the bur-
den of NTDs. Almost all cases of 
onchocerciasis and schistosomi-
asis occur in Africa. 2. The high 
rates of new infections of NTDs. 
3. The high number of disability-
adjusted life years – a measure 
of the burden of these diseases. 
4. The economic cost of NTDs 
is quite high, creating a vicious 
circle of poverty. 5. NTDs cause 
high morbidity and disability lev-
els in terms of blindness and body 
disfigurement. 6. Overall, there 
are huge unmet needs for the pre-
vention of NTDs. For example, 
the need for preventive chemo-
therapy is 95% and 90.4% for on-
chocerciasis and schistosomiasis 
respectively. For most NTDs, pre-
ventative chemotherapy coverage 

is low. 7. There is low treatment 
coverage of at-risk populations 
in the African region compared 
to other regions in the world. 8. 
There is a growing body of evi-
dence that shows that there are 
deleterious interactions between 
NTDs and HIV/AIDS, TB, and 
malaria.  Helminthic NTDs in-
crease susceptibility to HIV infec-
tion. It has also been observed that 
genital schistosomiasis in young 
girls and women increases their 
risk of contracting HIV. It has 
been suggested that schistosomia-
sis may also blunt CD4 responses 
in HIVinfected individuals with 
schistosomiasis co-infection in 
antiretroviral treatment. Leishma-
niasis can accelerate the advance 
of HIV in patients. NTDs worsen 
the prognosis of HIV/AIDS, tu-
berculosis, and malaria. 9. Weak 
health-care systems in sub-Saha-
ran Africa are already overbur-
dened by infectious diseases such 
as HIV/AIDS, malaria and tuber-
culosis, as well as by a growing 
epidemic of non-communicable 
diseases. It is important that the 
burden of NTDs is removed. 10. 
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Studies have shown that the pre-
vention of NTDs is quite cost ef-
fective. 11. The prevention of 
NTDs is effective in reducing on-
ward transmission and may result 
in the elimination of NTDs.

Prevention Strategies  
for NTDs

Prevention and control meas-
ures for NTDs should be imple-
mented in an integrated man-
ner and should be multispectral 
and involve all key stakehold-
ers. These last include those in 
health, agriculture, water and ir-
rigation, forests, as well as envi-
ronmental management and poli-
cy makers. Community resources 
should be harnessed to support 
community-based initiatives to 
prevent NTDs.

The prevention of NTDs 
should also be targeted, with the 
targeting of at-risk populations 
and geographical areas where 
NTDs are endemic. The preven-
tion of NTDs should be school-
based and community-based, and 
include the following: 

1. Mass distribution adminis-
tration (MDA). Due to the high 
co-endemic levels of NTDs, 
mass drug administration target-
ing four or more helminthiases, 
socially transmitted helminthia-
sis, lymphatic filariasis, oncho-
cerciasis and schistosomiasis, is 
recommended. Therefore, com-
binations of drugs which include 
albendazole or mebendazole for 
treatment of STHS, drugs specif-
ically for treating schistosomia-
sis; praziquantel and invermectin 
for onchorcerciasis;  and melar-
sopol or eflornithine for human 
Africa trypanosomiasis. Preven-
tive chemotherapy coupled with 
vector control is an effective tool 
in the elimination of NTDs.

2. Intensified case management 
(ICM). A key component of ICM 
is disease surveillance and inten-
sified case-finding. This strat-
egy is suitable for both protozo-
an NTDs such as human African 
sleeping sickness and leishma-

niasis and the bacterial neglected 
tropical disease, Buruli ulcer. 

3. Vector control. This requires 
integrated multispectral collabo-
ration involving the ministries of 
health, of agriculture and irriga-
tion, of forestry, of the environ-
ment, of livestock, of the mass 
media, as well as community 
leaders in the affected communi-
ties. Vector control aims at stop-
ping the transmission of diseases. 

4. The provision of safe water 
and sanitation and the promo-
tion of hygiene (WASH). The ge-
ographical distribution of NTDs 
overlaps with areas of unsafe wa-
ter and poor sanitation and hy-
giene. WASH initiatives are ef-
fective in the control of NTDs. 
Patients are often afflicted by 
more than one neglected tropical 
disease. It is important to com-
bine a number of NTD preven-
tion and control initiatives to tar-
get a number of causative agents 
of NTDs at the same time. With 
concerted efforts, and more fund-
ing, the elimination of a number 
of NTDs is a feasible goal in sub-
Saharan Africa contexts.

The Treatment of NTDs

Drugs used for preventive 
chemotherapy are also used for 
treatment of NTDs. The most im-
portant challenge in the treatment 
of NTDs is the lack of new, effec-
tive, safe and affordable drugs. 

The currently used drugs for 
the treatments of NTDs are very 
old and some of them such as 
melasorpol are quite toxic. There 
is also a possibility that some of 
these drugs have already pro-
voked resistance.

Early treatment of NTDs is 
hampered by a lack of cheap and 
accurate point of care diagnostic 
tools.

NTD Research

This is an area which has also 
been neglected. There is inad-
equate funding to undertake re-

search into NTDs. This explains 
the many research gaps in relation 
to NTDs. 1. Research to provide 
surveillance and mapping data of 
NTDs in at-risk geographical ar-
eas and populations. 2. Research 
to track trends in efficiency and 
resistance of drugs for the pre-
vention and treatment of NTDs. 
3. Research to develop new diag-
nostic and vector control tools to 
enhance the diagnosis and control 
of NTDs. 4. Research to develop 
new effective, safe and afforda-
ble drugs for preventive chemo-
therapy and treatment for NTDs. 
5. Research to develop effective 
vaccines for NTDs. 6. Research 
to provide evidence on how best 
to integrate the prevention and 
control of NTDs with the preven-
tion and control of HIV/AIDS, 
TB and malaria. 7. Research in-
to the interaction of NTDs with 
HIV/AIDS, TB and malaria, in-
cluding drug-interaction when 
drugs for NTDs are co-admin-
istered with those used for the 
treatment of non-communicable 
diseases, tuberculosis or malaria. 

Conclusion

There is a disproportionately 
high burden of NTDs in sub-Sa-
haran Africa. NTDs have a huge 
economic and health impact 
and perpetuate poverty. Preven-
tive chemotherapy, active case-
finding, the prompt treatment of 
NTDs, and vector control make it 
feasible to plan for the elimina-
tion of most NTDs.

Undoubtedly, more funding for 
the prevention, control and treat-
ment of NTDs is required to help 
align global targets for the pre-
vention, control and elimination 
of NTDs. 

More research funding is also 
required for the development of 
new, effective, safe and afford-
able drugs for preventive chem-
otherapy and the treatment of 
NTDs.

This will also help to promote 
research to fill identified research 
gaps in relation to NTDs.  
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of the Congo

 

Introduction

Ebola virus disease (EVD) 
is, together with Marburg virus 
haemorrhagic fever, a haemor-
rhagic fever caused by a filovirus. 
These are hospitalising diseases 
caused by inter-human contact 
and in particular by inter-family 
and inter-hospital transmission.

EVD was identified for the first 
time in 1976 following epidem-
ics that broke out in the Demo-
cratic Republic of the Congo and 
in the Sudan. It continues to af-
flict equatorial Africa. Epidem-
ics of this disease followed one 
another from 1976 to 2016 in the 
following countries: the Demo-
cratic Republic of the Congo, 
the Sudan, Gabon, Uganda, Con-
go Brazzaville, Guinea, Liberia, 
and Sierra Leone. Some cases 
were exported outside Africa and 
at the present time 27,378 peo-
ple are registered as having had 
this disease, with 12,654 deaths 
(42%) caused by it.

1. The History of EVD

Marburg virus disease was 
identified for the first time in Ger-
many and Yugoslavia amongst 
laboratory personnel who had 
been in contact with a monkey 
(cercopithecusaethiops) import-
ed from Uganda. In total, 29 peo-

ple were affected, of whom 23 
were in Marburg and 4 in Frank-
furt, with 2 in Belgrade (they all 
worked in laboratories and 7 of 
them died).  

In the Democratic Republic of 
the Congo the first epidemic of 
Ebola was recorded in Yambuku 
and it afflicted the city of Bum-
ba. This was the first epidemic of 
Ebola to be recorded in the world 
and subsequently, in the Demo-
cratic Republic of the Congo, 
seven epidemics took place be-
tween 1976 and 2014:

– From July to November 1976 
a grave epidemic of Ebola virus 
disease (viral haemorrhagic fe-
ver) broke out in the North of 
the Democratic Republic of the 
Congo, in Yambuku in the Prov-
ince of the Equator, producing 
318 cases and 240 deaths, that is 

to say a death rate of 88%. The 
Zaire Ebola virus was identified 
as being responsible for this dis-
ease.

– A year later, therefore in 
1977, a case and a death follow-
ing illness caused by the Ebola 
virus was registered in Tandala in 
the same Province of the Equator.

– In 1995 an epidemic of great 
magnitude afflicted the city of 
Kikwit in the Province of Band-
undu. It is estimated that the 
number of victims involved 310 
cases and 250 deaths, that is 
to say a death rate of 80%. The 
Zaire strain of the Ebola virus 
was responsible for this impor-
tant epidemic in the Province of 
Bandundu in Kikwit.

– In 2007 and 2008 in the 
health-care area of Mweka, in the 
Province of Western Kasaï, two 



35DOLENTIUM HOMINUM N. 91-2016

epidemics of Ebola broke out in 
the year 2007 (264 cases and 187 
deaths, that is to say a death rate 
of 70.8%) and also in 2008-2009  
(32 cases and 15 deaths, that is to 
say a death rate of 46.8%).

– In 2012 an epidemic hit Isiro 
in the Eastern Province and pro-
duced 52 cases and 29 deaths, 
that is to say a death rate of 56%.

– In 2014 the seventh and last 
epidemic took place in Boende 
in August, with 71 cases and 41 
deaths, that is to say a death rate 
of 56%.

At the outset these epidemics 
were sporadic but they then be-
came more frequent and moved 
to other countries in Africa and 
the world.

2. Objectives of this Paper

To inform, to sensitise and to 
share the experience of the Dem-
ocratic Republic of the Congo in 
order to prevent and to reduce the 
duration of epidemics and their 
death rates.

3. Methods

This work is based on docu-
mentary research; reports on the 
epidemic in Boende, declarations 
issued by the health-care authori-
ties of the Democratic Republic 
of the Congo, and conversations 
with leading figures in the field 
(the National Institute of Bio-
medical Research, the Directo-
rate for Combatting Diseases).

4. The Current Situation

– Current knowledge

The origins of Ebola virus 
disease

The Democratic Republic of 
the Congo has various risk factors 
as regards the outbreak of diseas-
es which in potential terms can 
produce an epidemic and above 
all ones that have origins in ani-
mals. Amongst these factors, we 
may refer in particular to a vast 
country covered in large meas-
ure with equatorial forests, with 
an extensive water network, and 

more than seven national parks 
and reserves which have wild an-
imals of various species; frequent 
contacts between men and wild 
and domestic animals, above all 
in a rural context; various practic-
es that involve risks: the handling 
and/or the consumption of dead 
wild animals that are potentially 
infected with disease, hunting ac-
tivity that is not sufficiently regu-
lated, porous frontiers that facili-
tate the uncontrolled movement 
of animal species, and a lack of 
integration of the monitoring of 
human and animal health within 
a ‘one health’ framework.

The last epidemic in the health-
care area of Boende in the Prov-
ince of the Equator, which ben-
efited from the experience of the 
past, may act as an example for 
this paper. At an ecological level, 
the health-care area of Boende is 
characterised by a hot and humid 
tropical climate where the tem-
perature varies between 21°C 
and 31°C. There are two seasons: 
the great rainy season (Septem-
ber to April) and the dry season 
(May to August). This area is lo-
cated in the central basin of the 
Democratic Republic of the Con-
go, most of which is covered by 
a large forest with the remaining 
part being a marshy area in which 
the roads are not in a good state.

The water system is very im-
portant. Rivers such as the Tsh-
uapa, the Lomela and the Salon-
ga and small rivers bring water 
to the health-care area of Boende 
which is rich in fauna and flora 
typical of the ecosystem of equa-
torial forests.

Reservoirs and transmission
The origin of an epidemic is not 

known because the patient zero 
has not been identified. The large 
monkeys (gorillas, chimpanzees) 
are very sensitive to this disease. 
They are not reservoirs but per-
haps vectors because various epi-
demics afflicting man have been 
accompanied by the deaths of do-
mestic and wild animals, as hap-
pened in Mweka in 2007, in Isiro 
in 2012, and in Boende in 2014.

Bats are potential reservoirs 
and could produce an infection 
without apparent signs of it. But 
no virus was isolated between 

1976 and 1998 in 30,000 anal-
yses carried out on mammals, 
birds, reptiles, amphibians and 
arthropods, starting with the re-
gions of the Ebola epidemic.

The epidemics of these two 
diseases (Malburg disease and 
Ebola disease) took place in 
countries in Africa whose eco-
logical conditions favour the cir-
culation of these viruses amongst 
animals. Man is an accidental 
host who becomes infected and 
then introduces the disease into 
his community. The factors that 
favour the development of their 
zoonosis and all the ways that the 
virus is transmitted to man are 
still not clear, whereas the trans-
mission in nature is said to start 
with primates near to man and 
other animals which are said to 
be the vectors of these diseases. 
Bats are said to be potential res-
ervoirs, in contact with hunters, 
miners and farmers.

An epidemic is said to come 
from an amplification of trans-
mission between humans start-
ing from health-care centres and 
communities where there is bad 
hygiene, the absence of water 
and bad practices.

A health-care centre becomes a 
source of contamination because 
of an absence or lack of equip-
ment to separate the health-care 
staff from the patients and of 
protective personal equipment; 
from close contact between the 
health-care staff, nurses and visi-
tors with patients, with their bio-
logical fluids (multi-use material, 
blood, faeces, vomit, clothes and 
other objects); and from contact 
with infected material.

Inside a community one is 
dealing more with: direct contact 
with infected individuals (bio-
logical fluids, sheets, objects), 
the handling or consumption of 
contaminated fur, above all of 
bats or large monkeys, unsafe 
traditional funeral ceremonies, 
and sexual relations (the perma-
nence of the virus in sperm can 
last up to about two months after 
the recovery of a patient). Some 
doubts still exist about transmis-
sion through the air and through 
fruit infected by the saliva of bats, 
domestic animals and plants.

Five types of Ebola virus are 
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known about: the Ebola virus, the 
Sudan virus, the Bundibudyio vi-
rus, the Thai Forest virus, and the 
Reston virus (the Philippines). 
The virulence varies according 
to the type and thus the average 
death rate of the Ebola virus of 
the Democratic Republic of the 
Congo is 63%, of the Sudan vi-
rus is 53%, of the Bundibudyio 
virus is 27%, of the Thai Forest 
virus is 0%, and of the Reston vi-
rus is 0%.

Dealing with an epidemic
The specific objectives in-

volved in dealing with an epi-
demic principally revolve round 
three initiatives: the strengthen-
ing of activities involving the 
swift identification and preven-
tion of cases of Ebola virus dis-
ease in the health-care area of 
Boende and its hinterland and 
dealing with individual cases.

To achieve these objectives, 
various strategies were utilised: 
the creation of a system of co-
ordination, the strengthening of 
epidemiological monitoring, of 
laboratory work, of clinical re-
sponsibility for cases, of commu-
nication and of hygiene, water 
and cleansing, and psycho-so-
cial and logistical support. Cen-
tral coordination was established 
in the capital of the country Kin-
shasa, in the Provincial capital of 
Mbandaka, and at a local level in 
the health-care area of Boende. 
Six support committees accom-
panied this coordination.

This action was supported by 
the local authorities, by sector 
heads, by groups, by villages, 
and by the population and their 
secular and religious leaders. In 
all this coordination, the Minis-
try of Health assured leadership 
with the support of its partners 
(WHO, UNICEF, MSF, CDC, 
UNHAS, WINNIPEG, MO-
NUSCO, PAM).

As regards the committees:

Epidemiological monitoring
– Forward monitoring which 

involved the swift identifica-
tion of cases in health-care in-
stitutions and in the community 
through the registration of cases. 
All the recording of cases carried 
out by community health-care in-

termediaries and by the members 
of the community were system-
atically examined by the moni-
toring team. In addition, for all 
the cases contacts were regis-
tered and followed for twenty-
one days.

– Retrospective monitoring 
which involved looking for cas-
es and deaths after the presumed 
period when the epidemic began. 
These surveys were carried out at 
the level of the health-care insti-
tutions and at a community level.

Other activities were engaged 
in, such as the training of com-
munity health-care intermediar-
ies, nurses, and members of the 
framework team of twelve health-
care areas; the harmonisation of 
the instruments of monitoring; 
the creation of a data bank; the 
spread of instruments for moni-
toring (a list of contacts, a regis-
tration form of contacts, the defi-
nition of cases of EVD); and the 
daily organisation of meetings to 
analyse the monitoring data.

In order to direct the initiatives 
designed to combat the disease in 
a more effective way, some activ-
ities were engaged in such as the 
regular analysis of data, the crea-
tion of the chain of transmission 
in order to understand the con-
nection between cases, and the 
drawing up of an epidemiologi-
cal bulletin that was issued regu-
larly.

Clinical responsibility for cases
Let us remember that the pe-

riod of incubation of EVD rang-
es from 2 to 21 days (on average 
4-10 days), which are followed 
by the following symptoms and 
signs:

Between the first and second 
days: fever, heavy headache, 
muscular pains, tiredness, and a 
reddening of the eye mucus.

Between the second and fifth 
days: irritation of the throat, 
pains in the chest and abdomen, 
a reddening of the skin, diarrhoea 
and vomit.

After the fifth to ninth day: 
haemorrhages, hiccups, sleepi-
ness, delirium, coma and death.

This disease is very contagious 
and contagion is highest between 
the fourth and seventh days. Con-
valescence is long and very pain-

ful and the patient remains as-
thenic for a number of weeks.

Before the Centre for the 
Treatment of Ebola (CTE) was 
operational, the clinical taking 
of responsibility for cases was 
organised in health-care centres 
and the general hospital of refer-
ence.

In general, after the obser-
vation of every suspected case 
(fever, headache, diarrhoea, ab-
dominal pain, vomit, tiredness 
and bleeding at all levels), the 
patient was sent to the CTE for a 
clinical examination and the tak-
ing of blood samples for labora-
tory analysis. If the first blood 
sample was negative, a second 
one was done during the follow-
ing seventy-two hours. If the first 
sample was positive, the patient 
was admitted to the CTE and fol-
lowed until discharged in line 
with the method: dead or alive. 
The patient left the CTE and was 
declared to be cured if the virus 
load had become insignificant or 
non-existent. Recovery from the 
disease is at the same time clini-
cal and biological.

After the confirmation of a 
case, the patient was isolated in a 
special room for this purpose, in 
which the equipment for control-
ling the infection and safety was 
placed. For a better clinical treat-
ment of cases, a specific proto-
col was drawn up which was fol-
lowed for every case admitted to 
the CTE. Isolation was organised 
according to the usual standards 
and hospital hygiene measures 
were followed for the whole of 
the epidemic in the two treatment 
centres. The centres for clinical 
treatment of the disease were di-
vided into two sections: one for 
suspected cases and one for con-
firmed cases.

The laboratory
A mobile clinic for the local ar-

ea was created for rapid diagno-
ses by radiologists.

Communication
Information, sensitisation (of 

the population through the ra-
dio, television, brochures), in-
terpersonal communication and 
mass communication (markets, 
churches, meetings, villages) 
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were utilised to improve people’s 
knowledge about the disease and 
to improve prevention, and to 
help in and obtain the notification 
of cases, deaths, and the accept-
ance of safe burials. The messag-
es and approaches were targeted 
and adapted to every goal (the 
washing of people’s hands with 
disinfectants, universal protec-
tion rules, not touching animals 
found dead, cleaning homes with 
disinfectants, going from village 
to village).

Psycho-social help
Specific psychotherapy was 

engaged in with patients, the 
members of their families and 
with communities afflicted by 
the disease, in order to achieve 
dialogue, the ending of conflicts, 
and to manage resistance to some 
of the measures to combat the 
epidemic (isolation, safe burial). 
In this framework as well, food, 
home and school kits were dis-
tributed which took into account 
the poverty of the context. The 
personnel responsible for care 
and treatment received special 
anti-stress support.

Hygiene, water and health-care 
services

At this level, material for pro-
tection, disinfection and cleaning 
was distributed and drinking wa-
ter was made available to people; 
safe burials were performed and 
biomedical waste was dealt with.

Logistics
Everything connected with hu-

man resources, the transporta-
tion of the teams and equipment, 
laboratory material and samples 
(motorbike, helicopter, etc.), fol-
lowed by funding, accounting 
and safety in the zone of opera-
tions acted as support for all the 
committees.

– Control of Ebola virus  
disease and the great  
challenges involved

1. Monitoring

Effective epidemiological 
monitoring that assures the pre-
vention and early identifica-
tion of epidemics depends in the 

Democratic Republic of the Con-
go on:

Ecological conditions
The reservoirs of the virus 

have still not been identified 
given the presence of the basins 
of the Congo and the Nile with 
their equatorial fauna and veg-
etation, and forest areas, held to 
be responsible, that are very ex-
tensive and diversified. Overall, 
only one epidemic has been ob-
served in a specific place with, as 
a consequence, a risk assessment 
that was very difficult to make 
with an uncertain prediction of 
the disease.

The organisation of monitoring
The system of monitoring has 

to be made more effective on a 
community basis (more involved 
intermediaries and hunters) and 
the same may be said about op-
erational studies on all the points 
at risk which are not taken into 
account in prevention, the swift 
identification of an epidemic, 
supervision and assessment. It 
is also necessary to organise an 
effective and flexible communi-
cations network (notices at vari-
ous points, the involvement of 
hunters, appeals that start from 
high up and verify the work that 
is taking place in the field) and 
a system for the exchange of in-
formation with all the relevant 
institutions. 

Organisation within health-care 
education

At this level one observes an 
absence or a lack of equipment 
for individual protection (gloves, 
jackets, boots, masks…), of spe-
cialised equipment pre-installed 
for the maximum protection, of 
material for taking samples, cold 
chains, and laboratory equipment 
(diagnosis through a rapid test).

The need for the training of 
health-care personnel at all lev-
els in order to engage in effec-
tive action still remains an urgent 
need and above all else the main-
tenance in the field of trained 
personnel is required. The use 
of clinical specialists is recom-
mended given the association of 
other pathologies with Ebola vi-
rus disease.

2. Responses

Treatment 
Treatment was essentially that 

of symptoms with nutritional 
support; antivirals and vaccines 
were not at that time available.

Logistics
It was difficult to reach the epi-

centre of the epidemic because of 
the distance, the fact that the re-
gion was in a central area of the 
country, and the fact that access 
to it was difficult by road. In ad-
dition, it was difficult to engage 
in activity in the field (mobility, 
access, the distance needed to 
reach involved individuals, con-
tacts, internet…).

Socio-cultural obstacles 
Some difficulties were con-

nected to local culture. The pop-
ulation resisted accepting some 
measures to combat the disease 
that were proposed by the health-
care personnel (isolation, unsafe 
mortuary lavatories). Numer-
ous legends circulated to do with 
how the epidemic was perceived 
(trafficking in blood, genital or-
gans). Many rumours were dealt 
with through dialogue and psy-
cho-social accompanying.

The total involvement  
of all the players

The community, community 
and religious leaders, the politi-
cal-administrative authorities at 
all levels, medical personnel of all 
categories, the mass media (radio, 
television, press…), tradition-
al healers and experts in animal 
health should all be involved and 
their contribution should be coor-
dinated in an effective way. The 
management of socio-economic 
damage for destabilised survivors 
after epidemics has been partly 
considered (loss of productivity 
and purchasing power in an al-
ready precarious context).

5. Comments

The epidemic was limited 
thanks to these initiatives but al-
so naturally enough to the pres-
ence of two rivers that cordon 
off the zone afflicted by the epi-
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demic and to the lack on the part 
of the inhabitants of means of 
transport which meant that peo-
ple with the infection could not 
move around.

70 people were struck by the 
disease with 49 deaths (61%), 
above all at the beginning of the 
epidemic. It should be empha-
sised that diagnosis at the outset 
was not easy and the sick peo-
ple were treated for malaria, in-
fluenza and dysentery, above all 
because they displayed the symp-
toms of fever, abdominal pains 
and faeces with blood in it.

Compared to previous epidem-
ics that broke out in the country, 
the response time was reduced to 
fifteen days and the duration of 
the epidemic was brought down 
to forty days. The end of the ep-
idemic occurred three months 
after its outbreak had been de-
clared, that is to say forty-two 
days after the notification of the 
last case. This demonstrates a de-
crease in the response time, of 
the duration of the epidemic, of 
the number of people afflicted, 
and of the number of deaths.

6. Conclusions and 
Recommendations 

Conclusions

This last epidemic of Ebola 
virus disease in the Democratic 
Republic of the Congo provided 
us with new lessons, questions 
without answers, and challenges. 
However, the following facts fa-
cilitated work in the field and the 
achievement of better results:

– The political commitment 
and important contributions of 
the partners.

– A multi-sectorial approach 
(psychologists, the mass media, 
those who deal with the health of 
animals).

– Dialogue with the population 
and the team spirit of the actors.

– The contribution of labora-
tory diagnoses with rapid tests on 
the ground.

– Approaches and messages 
adapted to the objectives (village 
by village, the cleaning of homes 
with disinfectants, universal pro-
tection rules, not touching ani-
mals found dead).

– The reduction of the response 
time and of the duration of the 
epidemic even though the death 
rate was still high.

Recommendations 

Efforts have still to be made 
in the following areas: the im-
plementation of monitoring on 
a community basis and in line 
with the ‘one health’ approach; 
the prior positioning of mate-
rials, equipment and financial 
resources in order to engage in 
a rapid organisation of a high-
quality response; funds that can 
be used rapidly for a rational 
management of epidemics and 
research into questions that are 
still unanswered (earning, ex-
ploration, response, supervision 
and assessment); the strengthe-
ning of the ability of teams to act 
rapidly at all levels of the heath-
care pyramid (specialists) and 
the retrieval of the socio-econo-
mic level of survivors who have 
been destabilised by the epide-
mic. 

4. The Zika Epidemic in Brazil

DR. MARIA INEZ LINHARES 
DE CARVALHO MD
Vice-President, 
The World Federation  
of Catholic Medical 
Associations – FIAMC,
Brazil

Introduction

The outbreak of Zika began 
in early 2015 in Brazil and then 
spread to other parts of South 
and North America; it also af-
fects several islands in the Pacific 
and Southeast Asia.4  In January 
2016, the World Health Organi-

sation (WHO) said the virus was 
likely to spread throughout most 
of the Americas by the end of the 
year.5 In February 2016, WHO 
declared the outbreak a ‘Pub-
lic Health Emergency of Inter-
national Concern’ as evidence 
grew that Zika can cause birth 
defects as well as neurological 
problems.6, 7 As of mid-2016, a 
widespread epidemic of Zika fe-
ver, caused by the Zika virus, is 
ongoing in the Americas, the Pa-
cific and Southeast Asia.2,3 

The virus can be transmit-
ted from an infected pregnant 
woman to her foetus, and can 
then cause microcephaly and 
other severe brain anomalies in 
the infant.8, 9, 10 Zika infections 

in adults can result in Guillain–
Barré syndrome.10 Prior to this 
outbreak, Zika was considered a 
mild infection, as most Zika vi-
rus infections are asymptomatic, 
making it difficult to determine 
precise estimates of the number 
of cases.11 In approximately one 
in five cases, Zika virus infec-
tions result in Zika fever, a mi-
nor illness that causes symptoms 
such as fever and a rash.12, 13  The 
virus is spread mainly by the Ae-
des aegypti mosquito which is 
commonly found throughout the 
tropical and sub-tropical Ameri-
cas. Men infected with Zika can 
transmit the virus to their sex-
ual partners.7, 15, 16, 17 A number 
of countries have issued travel 
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warnings and the outbreak is ex-
pected to reduce tourism signifi-
cantly.7, 18 Several countries have 
taken the unusual step of advis-
ing their citizens to delay preg-
nancy until more is known about 
the virus and its impact on foetal 
development.19

Epidemiology

The Zika virus was first isolat-
ed in 1947, in a rhesus monkey in 
a forest near Entebbe, Uganda.20 
Although serologic evidence in-
dicated additional human expo-
sure during subsequent decades 
in parts of Africa and Asia,24  be-
fore the 2007 Yap Islands Zika 
virus outbreak only 14 cases of 
human Zika virus disease had 
been documented. Researchers 
generally believe that the virus 
was brought to Brazil by an in-
fected traveller who had been ex-
posed to the virus in French Pol-
ynesia, who was then bitten by a 
mosquito that then infected oth-
ers.25, 26, 27 The specific event that 
brought the virus to Brazil was 
uncertain until March 2016. Bra-
zilian researchers had suggested 
that the Zika virus arrived during 
the 2014 FIFA World Cup tour-
nament.25 The Zika virus usually 
has very mild or no symptoms, 
so it took almost a year for Bra-
zil to confirm the first case of the 
disease. By then, the outbreak 
was already widespread. Factors 
associated with the rapid spread 
of the Zika virus in Brazil in-
clude the non-immune popula-
tion; high population density; 
the tropical climate; and the in-
adequate control of Aedes mos-
quitoes in the country.28 Con-
firmed cases have been reported 
in 40 countries or territories in 
South America, North America, 
and the Caribbean,29 as well as 
16 in the western Pacific and one 
in Africa since the beginning of 
2015.  

Many countries with no cases 
of mosquito transmission have 
reported travel-related Zika cas-
es: people who moved or came 
home from a Zika-affected re-
gion before they showed symp-
toms.

In Brazil

As early as August 2014, phy-
sicians in  Natal in north-eastern 
Brazil began to investigate an 
outbreak of illness characterised 
by a flat pinkish rash, bloodshot 
eyes, fever, joint pain and head-
aches. While the symptoms re-
sembled dengue fever, testing 
ruled out this as well as several 
other potential causes.

By March 2015, the illness had 
spread to Salvador, Bahia, and 
had appeared in three different 
States.20 Then, in May 2015, re-
searchers from the Federal Uni-
versity of Bahia and the Evandro 
Chagas Institute determined, us-
ing the RT-PCR technique, that 
the illness was an outbreak of Zi-
ka virus.21, 22

Latest Data on the Zika 
Epidemic in Brazil (October 
2016): 2015-2016

200,465 cases were laborato-
ry confirmed as well as 3 deaths: 
2 cases in Rio de Janeiro and 1 
case in Espirito Santo. As re-
gards pregnant women, there 
were 16,473 probable cases, with 
9,507 confirmed by clinical and 
epidemiological or laboratory 
criteria, according to Sinan-NET 
data. Newborn, stillbirth or foetal 
miscarriage: 9,862. 31% (3,035) 
of cases remain subject to re-
search. 6,827 investigated, with 
2,063 confirmed with microceph-
aly and/or damage to the nervous 
system. 4,764 cases were discard-
ed.

Transmission                                                             

Adult  Aedes aegypti. This is a 
mosquito and is a  vector  or car-
rier of the Zika virus. Zika is a  
mosquito-borne disease . The Ae-
des aegypti  mosquito usually 
bites in the morning and after-
noon hours, and can be identified 
by the white stripes on its legs. 30 
Zika can also be  sexually trans-
mitted  by a man to his sexual 
partners.8 The sexual transmis-
sion of Zika was documented in 
nine countries – Argentina, Can-
ada, Chile, France, Italy, New 

Zealand, Peru, Portugal, and the 
United States – during this out-
break.32 

Aedes albopictus This is a 
cousin of aegypti that prefers ar-
eas with vegetation and keeps the 
virus active in your body after in-
gestion of contaminated blood. 
These mosquitoes live in tropi-
cal, sub-tropical and temperate 
climates, but can live in a broad-
er temperature range and at cool-
er temperatures than Aedes ae-
gypti. Because these mosquitoes 
feed on animals as well as peo-
ple, they are less likely to spread 
viruses such as Zika, dengue and 
chikungunya. This mosquito has 
a lower ability to transmit Zika 
and dengue.

Transmission

Zika is transmitted from preg-
nant women to the foetus (‘ ver-
tical transmission ’) and causes 
microcephaly and other severe 
brain anomalies in infants born 
to women infected with the vi-
rus.8, 10

Symptoms

It is estimated that 80% of cas-
es are  asymptomatic .15 The main 
clinical symptoms in sympto-
matic patients are low-grade fe-
ver,  conjunctivitis , transient joint 
pain (mainly in the smaller joints 
of the hands and feet) and  mac-
ulopapular rash  that often starts 
on the face and then spreads 
throughout the body. 33 Zika in-
fections in adults can cause  Guil-
lain-Barré syndrome . 10

Guillain-Barré syndrome

Signs and symptoms of Guil-
lain-Barre syndrome may in-
clude: prickling, ‘pins and nee-
dles’ sensations in your fingers, 
toes, ankles or wrists; weakness 
in your legs that spreads to your 
upper body; unsteady walking 
or an inability to walk or climb 
stairs; difficulty with eye or facial 
movements, including speaking, 
chewing or swallowing; severe 
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pain that may feel achy or cramp-
like and may be worse at night; 
difficulty with bladder control 
or bowel function; a rapid heart 
rate; low or high blood pressure; 
and difficulty in breathing.

Diagnosis

It is difficult to diagnose Zika 
virus infection based on clinical 
signs and symptoms alone due 
to overlaps with other  arbovi-
ruses  that are endemic to simi-
lar areas.34 The methods cur-
rently available to test for Zika 
antibodies cross-react with den-
gue antibodies. An  IgM -positive 
result in a dengue or Zika  ELI-
SA  test can only be considered 
indicative of a recent flavivirus 
infection. Plaque-reduction neu-
tralisation tests (PRINT) can be 
performed and may be specific. 
35 The Zika virus can be identi-
fied by  RT-PCR  in acutely ill pa-
tients. 7 

Prevention

To prevent the transmission 
of the Zika virus, WHO recom-
mends using  insect repellent 
, long-sleeved clothes to cover 
the body, and screens and  mos-
quito nets  to exclude flying in-
sects from dwellings or sleeping 
areas. It is also vital to eliminate 
any standing water near homes 
to minimise breeding areas for 
mosquitoes. Authorities can treat 
larger water containers with rec-
ommended larvicides.30, 14 Fur-
thermore, the  Centres for Disease 
Control and Prevention  (CDC) 
recommend that containers hold-
ing water near homes either 
be sealed or scrubbed once per 
week, because mosquito eggs can 
stick to them. 31

The Great Hope

Brazil and Colombia will 
intensify fighting Zika and 
dengue with Wolbachia bacteria

London (Reuters). Health of-
ficials in Brazil and Colombia 
will launch wide-ranging mos-
quito control campaigns using 

a naturally occurring bacteria 
known as Wolbachia to com-
bat the spread of dengue viruses 
and of Zika in their populations. 
Tests on small technical scale, 
which involve infecting mosqui-
toes with Wolbachia to prevent 
them from spreading the virus, 
showed a significant reduction 
in their ability to transmit Zi-
ka and dengue, leading donors 
to support more comprehensive 
plans. The Wolbachia bacterium 
naturally arises in many insect 
species around the planet, and 
research has shown that it can 
significantly reduce the ability of 
mosquitoes to transmit viruses to 
humans. When mosquitoes with 
Wolbachia are released in one 
area, they mate with local mos-
quitoes and transmit the bacte-
ria to future generations. Within 
a few months, most mosquitoes 
carry Wolbachia and the effect 
is self-sustained. Wolbachia-har-
bouring mosquitoes displayed 
lower viral prevalence and inten-
sity and decreased disseminated 
infection and, critically, did not 
carry infectious virus in the sa-
liva, suggesting that viral trans-
mission was blocked. 
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SECOND SESSION • Rare Diseases

1. The Principal Rare Diseases

PROF. RAFFAELE MANNA
DR. ELENA VERRECCHIA
The Faculty of Medicine  
and Surgery,
The University  
of the Sacred Heart,
Rome, Italy

Rare diseases (RD) are a broad 
and heterogeneous group of 

pathologies defined by their low 
prevalence in a population. At a 
European level, as in Italy, a ra-
re disease is defined as a disease 
that afflicts not more than five 
patients out of 10,000 inhabit-
ants. Taken together, these pa-
thologies are very many in num-
ber. Indeed, the World Health 
Organisation estimates that there 
are between 6,000 and 7,000 dif-
ferent rare diseases which to-
gether afflict about 3% of the 
population. The incidence of ra-
re diseases, in addition, can vary 
from region to region. It is there-
fore difficult to establish which 
are the principal rare diseases, 
not least because they vary ac-
cording to the sensitivity of the 
specialist and his or her knowl-
edge of the rare disease involved. 
In order to facilitate the diagno-
sis and treatment of rare diseas-
es, a number of reference centres 
have been created.

At the Gemelli Polyclinic of 
Rome, a Centre for Research 
into Periodic Fevers (CFP) has 
been operational since 1997. 
This centre engages in activity 
that involves the diagnosis and 
treatment of rare periodic ill-
nesses linked to inflammations 
that can arise at various stages in 
the life of a patient and require 
a special expertise and specific 
genetic tests. These fevers have 
a diagnostic delay of up to thir-

ty years (on average fourteen 
years) and involve a high human 
and economic cost for patients 
and their families. In Italy, this 
centre is seen as a point of na-
tional reference for autoinflam-
matory periodic fevers on a par 
with centres in London (UK) and 
Bethesda (USA).

Patients with periodic fevers 
of unknown origins who are sent 
from all over Italy but also from 
abroad (Malta, Switzerland, Tu-
nisia, Egypt) come to the CFP. 
Over the last ten years consul-
tations have been requested for 
over 1,200 patients for the pur-
poses of diagnosis and treatment. 
Patients from the regions of 
Lazio, Abruzzi, Umbria, Campa-
nia and Calabria are followed in 
a continuous way with periodic 
access to the clinic. 350 patients 
have family Mediterranean fe-
ver. Others have periodic fevers 
linked to mutations of the recep-
tor gene of the TNF (TRAPS), Hi-
bernian fever, ‘cryopin-associat-
ed periodic syndromes’(because 
of mutations linked to the CIAS1 
gene) where in some cases the 
fever is brought on by the cold; 
a fever linked to mutations of the 
mevalonate kinese gene (MVD, 
also called the IperIgD syn-
drome; PFAPA (periodic fever 
with pharyngo-adenitis and aph-
thosis); Still’s disease, which has 
one variety in children and one 
in adults; and  l CROM (chronic 
recurrent osteomyelitis). In ad-
dition to recurrent fevers, other 
syndromes exist which are char-
acterised by a different kind of 
clinical emergence that makes 
these illnesses difficult to diag-
nose, such as recurrent recurrent 
monoarthritis or recurrent pleu-
ropericarditis. Periodic fevers 
have also been diagnosed caused 
by a deficit of the C1Q esterases 

inhibitor (hereditary angioede-
ma). The worst complication of 
these pathologies, when they are 
not recognised, is AA amyloido-
sis which involves kidney fail-
ure, to the point of needing dial-
ysis, or mutilating arthritis. The 
diagnosis of other pathologies 
in the case of fevers of unknown 
origins is notably shortened 
when the team is specialised in 
the field and uses algorithms that 
are constantly updated and self-
testing.

The paradigm of these auto-
inflammatory conditions is fam-
ily Mediterranean fever. Fam-
ily Mediterranean fever (FMF) 
is an autoinflammatory illness 
with brief recurrent episodes of 
fever and serositis that lead to 
pain in the abdomen, the thorax, 
the joints, and the muscles. It is 
typical in the South-East Medi-
terranean. It usually emerges be-
fore the age of thirty. The earlier 
its appearance, the more the phe-
notype is grave. It is sub-divided 
into FMF type 1 and FMF type 2. 
Type 1 has attacks (once a week 
every 2-3 years) of fever and se-
rositis which last for 1-4 days 
and end spontaneously. Stress, 
exposure to cold, meals rich in 
fats, infections, some medicinal 
products, and the menstrual cy-
cle are possible trigger mecha-
nisms. The attacks are preced-
ed by light symptoms (myalgia, 
headache, nausea, dyspnoea, ar-
thralgia, back pain, asthenia and 
anxiety) and last for about 17 
hours. They are accompanied by 
fever (38-40°, for 12-17 hours, 
with antibiotics not having an ef-
fect); extended or localised ab-
dominal pain (often similar to 
acute abdominal pain); constipa-
tion (diarrhoea in children); joint 
pain (in the large joints); arthritis 
(joints of the upper/lower limbs); 
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and pain in the thorax with pleu-
risy and/or pericarditis. In 7% to 
40% of patients, the skin is also 
involved. Amyloidosis type AA 
is a grave complication. Type 2 
involves amyloidosis which is 
the first and only symptom. Dif-
ferential diagnosis takes place 
with hyperimmunoglobulinemia 
D, periodic fever syndrome, pe-
riodic fever associated with the 
TNF receptor (TRAPS), and 
PFAPA (periodic fever, aphtas, 
pharyngitis and cervical adenop-
athies).

For family Mediterranean fe-
ver, as for many of the autoin-
flammatory diseases, treatment 
with Colchicine is used (orally 
or by injection). This reduces or 
eliminates the attacks and pre-
vents amyloidosis type AA. The 
dose varies from 0.03 mg/kg cor-
poreal weight a day to a maxi-
mum of 3mg a day and is taken 
continuously and over a long pe-
riod. Colchicine has been shown 
to be a medicinal product that is 
able to improve the quality of 
life of these patients, although 
some patients with this condition 
do not respond to this treatment. 
Today new biological medicinal 
products are available, such as 
anti-bodies against the receptor 
or directly against the cytokines 
responsible for the inflammato-
ry cascade (Anakinra, Canakun-
imab, Tocilizumab, Enbrel etc.). 
These medicinal products have 
been shown to be extremely ef-
fective but in some cases there 
are still considered off-label for 
these pathologies. For this rea-
son, the CFP has taken part in 
an international study on the ef-
ficacy of a biological medicinal 
product, Canakinumab, in order 
to extend its therapeutic recom-
mendation to other autoinflam-
matory conditions. The current 
research is based upon the strat-
ification of patients on the ba-
sis of genetic mutations and se-
lection for biological medicinal 
products. 

Recently the centre was al-
so recognised as a centre of re-
gional reference for liposomal 
illnesses, in particular Fabry 
disease and Gaucher’s disease. 
These diseases, which are de-
fined in overall terms as liposo-

mal, are a group of about fifty 
diseases caused by an alteration 
of one of the functions of the li-
posomes (the organelles respon-
sible for breaking down and re-
cycling materials produced by 
cellular metabolism) and in par-
ticular by a lack or malfunction-
ing of the enzymes responsible 
for their activity. These altera-
tions involve an accumulation 
inside the liposomes themselves 
of materials that are not broken 
down and this in turn leads to 
damage to the cells and tissues. 
These are systemic pathologies 
that can affect more than one or-
gan and their most typical clini-
cal symptoms are: a swelling of 
the liver and the spleen; injury to 
the central nervous system with a 
progressive loss of neurological 
functions; and alterations of the 
eyes, the heart and the muscu-
lar system. The age when these 
diseases emerge varies but they 
usually appear in childhood.

Fabry disease is caused by a 
reduced or absent activity of the 
liposomal enzyme a-galactosi-
dase which causes a gradual ac-
cumulation of a sphingolipid, 
globotriaosylceramide, preferen-
tially at the level of the endothe-
lial cells of the smooth muscle of 
the blood vessels. With the pass-
ing of the years, these depos-
its localise in all the organs and 
principally in the myocardium, 
the kidney, the eyes, the skin, 
and the central nervous system, 
and alters their functions. Over-
all, this is a grave disease, which 
progressively gets worst. It has 
a difficult diagnosis and brings 
about an unsatisfactory quality 
of life.

The clinical symptoms are gen-
erally light when the disease first 
makes it appearance but they get 
worse with the passing of time.  
One of the characteristic signs 
of this disease, which is present 
in 85% of patients who have it, 
is acroparesthesia, that is to say 
stinging pains in the extremities, 
associated with major attacks of 
fever, in particular during the 
summer and when the seasons 
change. With the advance of 
age, heart disease emerges ear-
ly on with an alteration in the 
heartbeat. Subsequently, cardio-

myopathy is experienced, with 
a concentric hypertrophy of the 
left ventricle, ischemic cardiopa-
thy, and a deficiency of the heart 
valves. As a first symptom of the 
accumulation of sphingolipids at 
the level of the kidney, a wors-
ening proteinuria is witnessed 
with a progressive reduction of 
the working of the kidneys that 
can reach the stage of end-stage 
renal deficiency (ESRD). Treat-
ment in these cases remains peri-
toneal dialysis or haemodialysis, 
followed by a subsequent kidney 
transplant. The vascular system 
of the central nervous system is 
also affected by the accumula-
tion of sphingolipids in the en-
dothelial cells, and this causes a 
high risk of transitory and/or per-
manent ischemic attacks, even 
when the patients are young. At 
the level of the eyes, the sphin-
golipid accumulates in the cor-
nea and the retina, altering sight. 
At the level of the ears, vascular 
alterations can bring about tinni-
tus, giddiness and sudden hypoa-
cusis.

Since the year 2001, a specif-
ic treatment has been available 
based upon the injection of the 
absent enzyme produced from 
genetically modified stem cells 
– this is defined as enzyme re-
placement therapy (ERT). This 
medicinal product, produced by 
two different companies, is rec-
ognised by the EMA and the Ital-
ian Ministry of Health. Clinical 
studies are demonstrating the ef-
ficacy of ERT in slowing down 
the grave development of this 
disease and in some cases in pre-
venting the deterioration of more 
than one organ which is charac-
teristic of Fabry disease, espe-
cially when this therapy is begun 
early on. Recently a new medici-
nal product has been introduced 
which is taken orally, Migalastat, 
for the treatment of Fabry dis-
ease. The CFP, with the approv-
al of the EMA as an orphan me-
dicinal product, and at the level 
of recognition by the AIFA, took 
part in the experimental trials for 
Galafold.

Because of their rarity both 
family Mediterranean fever 
and Fabry disease are not much 
known about by medical doctors 
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unless they are ultra-specialised, 
and their diagnosis often requires 
a very long period of time – on 
average 14-18 years. Their prin-
cipal characteristic is rarity and 
this in part is the result of the dif-
ficulties that patients encounter 
in obtaining an appropriate and 
rapid diagnosis, and as a conse-
quence suitable treatment. The 
low level of scientific knowl-
edge about them that springs 
from their rarity often causes a 
long period of time between the 
appearance of these diseases and 
their diagnosis. This has a nega-
tive impact on the prognosis of 
the patient involved. In particu-
lar, the diagnostic-therapeutic 
pathways are often complicated 
by the small number of institu-
tions and health-care workers 
(and often the fact that they are 
not distributed in a homogenous 
way in the geography of a na-
tion) who are able to provide sat-
isfying responses to the health 
needs of patients afflicted by a 

rare disease who, indeed, often 
feel abandoned. In the majority 
of cases they do not have an ill-
ness that has to be fought but a 
condition that has to be accept-
ed and treated. At times, the task 
of health-care workers is not to 
heal but to take care of these pa-
tients and this can be achieved in 
the best way by uniting scientific 
knowledge with deep solidarity. 
In some cases, a rare condition 
involves the risk of illness more 
than illness in the strict sense of 
the term. In some cases, it is im-
portant to adopt all preventive 
measures in order to minimise or 
at time remove the possibility of 
health damage associated with a 
congenital or acquired risk fac-
tor. In these cases, as well, no-
table specific training is needed 
in order to lead the carriers of 
these conditions to find a bal-
ance which combines the great-
est possible safety with the low-
est level of medical intervention.

Today, however, an increased 

awareness of rare diseases has 
contributed to a reduction in de-
lays at the level of diagnosis, not 
least because of meetings in-
volving the dissemination of sci-
entific knowledge, even though 
often only a possible diagnosis is 
posited as the result of the capac-
ities and the wish to be informed 
of a few medical doctors. The 
confirmation of such a diagno-
sis, and above all the therapeutic 
approach and the follow-up, are 
entrusted to specialised centres. 
The strength of these centres is 
multi-specialist assistance with a 
trained and sensitised personnel 
who have knowledge that goes 
beyond training at a theoretical 
level, and specialised as well as 
basic clinical experience. With 
these goals, the CFP of the Ge-
melli Polyclinic works with oth-
er centres that deal with rare dis-
eases in order to allow patients 
with rare diseases not to feel 
abandoned but helped in a com-
plete way.  

2. Rare Pathologies: the Current Situation  
in Taiwan

PROF. DR. VINCENT  
HAN-SUN CHIANG
President,
Professor, the College  
of Medicine,
The Fu Jen Catholic University,
Taiwan

Rare diseases affect only a 
very small portion of the 

total population and therefore 
patients tend to receive insuf-
ficient attention from the gov-
ernment and society. The re-
sult of this is that their access to 
medical treatment, educational 
and job opportunities, and holis-
tic care is constantly neglected, 

if not completely denied. Over 
the last two decades, progress 
has been made through the joint 
efforts of the government and 
non-profit organisations in Tai-
wan. With the establishment of a 
network which integrates social 
welfare, medical care, legisla-
tion, and academic research re-
lated to rare diseases, we hope to 
safeguard human life and dignity 
for those who are afflicted by ra-
re diseases. This paper provides 
an overview of legislation, social 
and financial resources, research 
grants, clinical diagnosis, genet-
ic screening, prevention, and the 
future prospects for care of pa-
tients with rare diseases. 

Prevalence in Taiwan

In the report of the Taiwan 
Foundation for Rare Disorders 
released on 4 October 2016, 
there are 246 kinds of rare dis-
orders in the country. For the 
list of the top ten laboratory-di-
agnosed rare diseases in Taiwan 
(2015), please refer to table 1. 
There is as yet no consensus on 
the definition of a rare disease. 
In some countries and regions 
only the prevalence rate is con-
sidered, while in others the cri-
teria of genetics and diagnostic 
difficulties are included. The Ra-
re Disease and Orphan Drug Re-
view Committee in Taiwan de-
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fined a rare disorder as ‘a disease 
or condition that affects fewer 
than 10,000 people among the 
total population in Taiwan’. Cur-
rently, the total number of cases 
of rare diseases reported to the 
Health Promotion Administra-
tion of the Ministry of Health 
and Welfare of Taiwan is 10,620. 

Legislation and the Support 
Network

In 2000, the Legislative Yuan 
and Facilities of Taiwan imple-
mented the following legislation 
that aims at improving care for 
patients and families with rare 
disorders: the Rare Disease Pre-
vention and Orphan Drug Act; 
the Rare Disease Prevention 
and Orphan Drug Enforcement 
Rules; the Rare Disease Medical 
Aid Subsidy; the Orphan Drug 
Projects Application; and the Or-
phan Drug Designation and Re-
search Application.

After the enforcement of these 
laws, the public and private sec-
tors are now better equipped to 
provide better and more compre-
hensive treatment programmes 
targeting the individual needs 
of patients with rare disorders. 

For the time being, 94 items of 
orphan drugs are admitted with 
over 1,000 patients obtaining 
access to medication; moreo-
ver, 40 types and well over 100 
health nutrients can readily be 
dispensed. Besides medication 
and nutrition, the Ministry of 
Health and Welfare of Taiwan 
established a Rare Disease Spe-
cial Nutrition and Emergency 
Drug Logistics Centre to coor-
dinate resources so that patients 
and caregivers can have efficient 
single-window service. In addi-
tion, 22 Genetics Counselling 
Centres have been established in 
northern, central, southern, and 
eastern Taiwan to guarantee lo-
cal services.   

Social Resources and 
Financial Assistance 

In addition to the cover-
age of National Health Insur-
ance (NHI), the government al-
so provides subsidies for cases 
and items not refunded by NHI, 
which largely encompass nutri-
tion counselling, infant formula 
milk powder for babies with rare 
diseases, and auxiliary medical 
equipment. The Foundation for 

Rare Disorders offers different 
types of financial aid to help ease 
the burden of caring for patients 
and their families.

Patient Medical Financial 
Assistance

Patient Medical Financial As-
sistance was set up by the Tai-
wan Foundation for Rare Dis-
orders in 1999 with the aim of 
subsidising expenses for genetic 
tests, diagnosis, operations and 
drugs. As of December 2015, fi-
nancial assistance had been al-
located to 1,830 people, for a 
total of NT$48,551,613 (approx-
imately US$ 1,566,181).

Patient Family Living Financial 
Assistance

To support households with 
patients with rare disorders, Pa-
tient Family Living Assistance 
was created in 2000 to meet the 
needs of patients who require 
long-term or intensive care. 
From 2001 to 2014, a total of 
1,507 people were subsidised for 
a cost of of NT$30,072,870 (ap-
proximately US$970,092). 

Long-term Care and Treatment 
Financial Assistance

Long-term Care and Treatment 
Financial Assistance was set up 
in 2004 to provide supplemen-
tary financial support to patients 
whose medical expenses are not 
fully covered by the government 
or other social welfare systems. 
The programme is tailor-made 
for financially challenged fami-
lies. By the end of 2014, finan-
cial assistance had been allocat-
ed to 713 people, for a total of 
NT$47,018,753 (approximately 
US$1,516,733).

Research Grants

To strengthen academic re-
search in the field of rare pa-
thologies in Taiwan, the Taiwan 
Foundation for Rare Disorders 
provides research grants and 
scholarships to encourage ad-
vanced research among medi-
cal professionals and scholars 
as well as graduate students in 
studies related to rare diseases. 
Committed to facilitating gov-

Table 1: Top Ten Rare Disease Laboratory Diagnosed  
in Taiwan (2015)

(Source: Taiwan Foundation for Rare Disorders)

Rank Name of the Rare Disease Test

1. DiGeorge Syndrome 22q11.2 MLPA Analysis
2. Porphyria Urine PBG/ALA Analysis, Urine 

Porphyrin HPLC Analysis, 
Hemoglobin Porphobilinogen 
(PBGD) Deaminase Activity 
Analysis, Blood Plasma 
Scanning Analysis

3. Prader Willi Syndrome SNRPN Gene Mutation Test
4. Wilson’s disease ATP7B Gene Mutation Test
5. Rett syndrome MECP3 Gene Mutation Test
6. Tuberous Sclerosis TSC1/2 Gene Mutation Test
7. Citrullinemia type II SLC25A13 Gene Mutation 

Test
8. Achondroplasia FGFR3 Gene Mutation Test
9. Myotonic Dystrophy DMPK1 Gene Southern blot 

Analysis
10. Williams-Beuren Syndrome, 

WBS
7q11.23 MLPA Analysis
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ernment legislation, the Founda-
tion welcomes research projects 
relating to diagnoses, clinical 
treatment, medication, long-term 
care, psychological needs, case 
studies on support groups, and 
big-data analysis relating to rare 
diseases. It is hoped that the sci-
entific data and results collected 
through their research work can 
contribute not just to improving 
the quality of lives of patients 
and their caregivers but also to 
bringing them a sign of hope. 
As of 2014, 37 research projects 
had been awarded for a total of 
NT$15,310,000 (approximately 
US$493,870); 85 dissertations 
had also been awarded for a total 
of NT$3,150,000 (approximate-
ly US$101,612).

Clinical Diagnosis and Genetic 
Screening

Cooperation with medical 
Centres 

In 2009 the Taiwan Founda-
tion for Rare Disorders signed 
cooperative agreements with 
medical centres and laboratory 
examination centres for the diag-
nostic testing of rare disorders. A 
financial subsidy was also pro-
vided. In the year 2005, a sum of 
NT$3,007,405 (US$97,013) was 
provided for diagnostic testing. 
Out of the 510 cases of suspect-
ed rare disorders, 184 were accu-
rately identified, with an accura-
cy rate of 36.1%. From 2009 to 
2015, a sum of NT$13,434,741 
(US$433,378) was provided for 
the diagnostic testing of 2,060 
suspected cases, with 647 cases 
confirmed.  

Cooperation with international 
genetic screening laboratories

Despite the advanced technol-
ogy of genetic screening in Tai-
wan, there are limitations and 
these prevent individual cases 
from being discovered. Interna-
tional cooperation is therefore 
needed to achieve more precision 
in identifying rare conditions that 
are beyond our diagnostic capac-
ities. The Health Promotion Ad-
ministration of the Ministry of 
Health and Welfare of Taiwan 

authorised the Taiwan Founda-
tion for Rare Disorders to offer 
cross-border services in sending 
specimens to international or-
ganisations for advanced genetic 
screening. In 2015, five patients 
with rare diseases travelled to the 
United States of America and Eu-
rope for genetic tests and medical 
treatment. Through international 
cooperation, victims with the rar-
est pathologies are given a chance 
to seek appropriate medical care 
abroad to relieve their physical 
suffering and emotional anxie-
ty. These concrete actions testify 
that our ultimate value of human 
life and dignity is not to be com-
promised by the principle of eco-
nomic returns. With the financial 
support of the Taiwan Foundation 
for Rare Disorders, a full subsidy 
was allocated to families with fi-
nancial difficulties. From 2001 to 
2015, the Taiwan Foundation for 
Rare Disorders offered 445 pa-
tients the opportunity to take the 
screening test overseas, and spent 
a total of NT$5,138,792 (approx-
imately US$165,767) on genetic 
screening expenses.

Prevention

Second generation newborn 
screening

To develop screening tests for 
the newborn in more than 20 
kinds of rare diseases (such as 
IVA, MSUD, and GA-1 and oth-
ers), the tandem mass spectrom-
eter is utilised to analyse the dis-
tribution of compounds in the 
blood of infants. In light of the 
progress of the technology of 
genetic screening, new genetic 
screening items have been add-
ed, e.g. pompe disease and severe 
combined immunodeficiency 
(SCID). To further create a sup-
portive environment for families 
with infants who are born with 
genetically inherited rare dis-
eases, the Taiwan Foundation for 
Rare Disorders has given grants 
to 141,125 patients, for a total of 
NT$24,923,570 (US$803,986). 
The philanthropic partnership 
comprising investment from en-
terprises and three screening test 
centres allowed 15,590 newborn 
babies from low-income house-

holds and aboriginal families to 
receive subsidies amounting to 
NT$3,244,350 (US$104,656). 
Following the principle of sub-
sidiarity, the majority of the 
grant was distributed to the un-
derprivileged and marginalised 
groups to maximise its effect. 

Database of Specimens of Rare 
Diseases in Taiwan

On top of international linkag-
es, we also pay attention to rare 
diseases that are indigenous in 
the country and among the peo-
ple. The Ministry of Health and 
Welfare and the Taiwan Founda-
tion of Rare Disorders took the 
initiative in 2013 of collaborating 
with Academia Sinica, the lead-
ing research institute in Taiwan, 
in the establishment of the Da-
tabase of Specimen of Rare Dis-
ease and Taiwan Biobank. This 
seamless cooperation between 
the governmental, academic and 
private sectors ensured that gen-
uine scientific study on these 
rare diseases could be achieved 
through the sharing of knowl-
edge. 

Prospects for Future 
Development

Treatment of patients with rare 
pathologies is more than a med-
ical issue: it requires an inter-
disciplinary team with medical 
staff, social workers, psycholog-
ical counsellors and pastoral spe-
cialists to ensure holistic care for 
patients and their caretakers, es-
pecially immediate families. For 
patients from financially chal-
lenged families, a well-rounded 
subsidy mechanism guarantees 
that the long-term and intensive 
treatment plan can be readily ac-
cessed. I strongly believe that 
the availability and quality of 
care for patients with a rare pa-
thology and their families serves 
as a benchmark of a civilised so-
ciety. In some ways, these pa-
tients with rare conditions are 
the least of our brothers. ‘I say to 
you, whatever you did for one of 
these least brothers of mine, you 
did for me’ (Mt. 25:40). It is in 
giving and caring for these pa-
tients that we live out our identity 



47DOLENTIUM HOMINUM N. 91-2016

as Catholics and disciples of Je-
sus. In Ex Corde Ecclesia, Saint 
John Paul II instructed us as to 
the dual role of a Catholic uni-
versity: educating and evangelis-
ing. Likewise, a Catholic hospi-
tal can best embody its identity 
if the medical staff and support-
ing team can heal in a way that 
allows the patients to believe in 
God’s love. In the prayer for the 

Jubilee Year of Mercy, His Holi-
ness Pope Francis prays to Lord 
Jesus Christ saying: ‘You are the 
visible face of the invisible Fa-
ther, of the God who manifests 
his power above all by forgive-
ness and mercy: let the Church 
be your visible face in the world, 
its Lord risen and glorified’. As 
we are days away from the clos-
ing of the Jubilee Year of Mercy, 

let us constantly reflect on how 
we can cure and care for patients 
with a rare pathology so that they 
witness the mercy of God.  
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The Concept of Rare Diseases

Rare diseases, according to the 
EU definition, are diseases that 
affect less than 5 in every 10,000 
inhabitants. However, in the USA 
rare diseases are those affecting 
less than 200,000 inhabitants of 
the United States. Therefore, the 
term ‘rare’ means of ‘low preva-
lence’ in the population. There 
are many different rare diseases; 
some are clearly physically vis-
ible and others are hardly visible 
since they affect the inner organs.

The Common Characteristics 
of Rare Diseases

80% of them have a genetic ori-
gin and are transmitted genetical-
ly from generation to generation. 
They are chronic diseases and se-
riously affect the lives of patients; 
in half of them, their lives are at 
risk. 30% of the patients die before 
they are 5 years old. There is no 
total cure for rare diseases (RD).

Although there are many differ-
ent rare diseases, around 7,000, it 
is not so rare to have a rare dis-
ease. In Spain there are around 3 
million people affected by one or 
more rare diseases. This means 
that around 30 million people are 
affected in Europe and between 
6-8% of the world population, i.e. 
400,000,000 inhabitants.

The Natural History of a Rare 
Disease

Before the diagnosis
Pathologic symptoms normal-

ly appear in early childhood, but 
general practitioners or primary 
care clinicians often ignore the 
diagnosis. Patients and their fami-
lies suffer a pilgrimage from doc-
tor to doctor looking for a diag-
nosis. The mean time to obtain a 
diagnosis is between 5-10 years. 
In the best cases, diagnosis ar-
rives after 1-2 years.  The main 
problem is that the health of the 
patient progressively deteriorates 
and the condition aggravates due 
to the delay in finding a diagnosis. 
Finally, the diagnosis is obtained, 
but since it is a rare disease, and 
there is no cure, and few experts, 
this is the beginning of the second 
phase of its natural history

After the diagnosis
The Spanish Federation of Rare 

Diseases, FEDER, through its ‘in-
formation and orientation’ service 
helps families to find specialised 
clinicians and associations for 
each diagnosed disease. The RD 
patient associations are the main 
force in looking for solutions. 
This is the social phenomenon 
known as patient ‘empowering’. 
It is not so easy to find a special-
ised service for each rare disease 
in the health system. Families 
have to invest practically all their 
budgets to meet specialists, to buy 
medicines to palliate the disease, 
and in many cases they have to 
deal with the physical depend-
ence of the patients. Social inclu-
sion in schools and work are add-
ed problems. There is great deal 
of uncertainty about the future of 
the patients. In many cases, this 
future involves death.

The Feelings of Patients and 
Families with Rare Diseases

We can mention some exam-
ples of what patients say: “Doc-
tors don’t know anything about 
my disease; it is me who has to 
tell them about my symptoms.  
You feel afraid and alone thinking 
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that nobody can help you from 
a clinical point of view. Even 
worse, you have heard so many 
times the terrible sentence: ‘there 
is no cure for your disease’”.    

To summarise, doctors do not 
know about rare diseases; there 
is no cure in the great majority 
of cases; and there is not enough 
documented information about 
them.

In some cases, affected people 
have described their experiences 
in books. For example, the case 
of Hayley Okine with progeria 
(premature ageing) who wrote 
‘Old before my Time’; José Anto-
nio Fortuny suffering from spinal 
muscular atrophy who produced 
‘Talking with  Axel’; and Nick 
Vujicic, with tetraphocomelia, 
who wrote ‘An Unlimited Life’.

The Need to Become Stronger 
through Associations: FEDER

However, the best feeling of pa-
tients and families is the strength 
they have to come together in as-
sociations and become empow-
ered in this way. On top of that, 
there are national federations of 
rare disease associations who de-
fend the rights of rare disease pa-
tients and try to find solutions. 
This is the case of the Spanish 
Federation for Rare Diseases – 
FEDER.

FEDER represents all rare dis-
eases, even those suffered by 
people who have not yet been un-
diagnosed. FEDER was born in 
1999 from six rare disease asso-
ciations. Currently there are more 
than 350 associations under the 
common umbrella of FEDER. 
In 2010, FEDER was deemed a 
non-profit organisation, of public 
interest, in Spain. FEDER is the 
national Spanish platform for ra-
re diseases and covers more than 
800 different rare diseases. FED-
ER represents more than 3 mil-
lion people affected by rare dis-
eases in Spain.

FEDER requests from the gov-
ernment a series of policies for 
the welfare and benefit of the ra-
re disease community: fairness 
in obtaining a diagnosis; fairness 
in having medication and health 
care; support from the Ministry of 
Health of Spain for the endorse-

ment of  reference units in hospi-
tals specialised in rare diseases; 
the drawing up of  ‘Patient’s Path-
ways’; support for a national reg-
istry of rare diseases; fairness in 
disability evaluations;  support in 
education in schools for children 
with special needs; advocacy for 
work inclusion and adapted work-
ing places; and the encouraging 
of research into rare diseases. 
Among all these requests, some 
special needs deserve a particular 
focus.

The Diagnosis of Rare Diseases

There is an urgent need to build 
a specific programme to attend to 
all those patients who have not yet 
been diagnosed. The lack of a di-
agnosis leads to a long pilgrimage  
through national and local  health 
system centres that in many cases 
worsens the patient’s condition. 

There is an urgent need to ex-
plore the causes of ‘the status 
of undiagnosed patient’ case by 
case, and to promote a specific 
programme to reach a quicker di-
agnosis through genome and ex-
ome sequencing, so that clinicians 
may be assisted by the new tech-
nology of  ‘next generation se-
quencing’ (NGS).

Research into Rare Diseases

Investigation is the only way 
to find a diagnosis and a possi-
ble cure for rare diseases. Only 
10% of all rare diseases receive 
some kind of active research. But 
the research budget is insufficient 
and has been reduced since 2009 
by more than 50%. This makes 
FEDER constantly call for an in-
crease in the budget dedicated to 
research into rare diseases. 

We expect from research an ear-
lier diagnosis with a shortening of 
the long waiting times marked by 
uncertainty; an active search for 
therapies; and the development of 
orphan drugs to treat rare diseas-
es. Only 0.4% of the total number 
of rare diseases has some specific 
treatment.

We can imagine different types 
of therapies by gene or cell thera-
py, by the discovery of new drugs 
and antibodies, and using repur-

posing or the second use of ‘old 
known drugs’.

We could say that the search 
for therapies may be run with two 
gears. One gear for  a speed race, 
against the clock, to find drugs 
which may be used immediately 
by the patient. Of course, these 
drugs are already known in oth-
er contexts and for other diseases 
and therefore can be used safely 
if they demonstrate that they are 
efficient in the treatment of a ra-
re disease. At least we expect that 
this second use of ‘old drugs’ 
may help to stop the advance of 
the disease and may improve the 
quality of life of patients.   

The other gear is a long dis-
tance race. Research is constantly 
looking for new compounds, en-
gineering new genetic therapies 
to correct a mutated gene, or the 
use of multipotent health cells for 
replacement therapies. However, 
these sophisticated therapies re-
quire years of research in the lab-
oratory and tests on animals be-
fore they can be administered to 
humans. The mean time for such 
drugs to reach the patient where 
they are successful is calculated 
as on average 10-15 years.

Patient Pathways in Spain: 
Reference Units of Health Care

Since Spain is divided into sev-
enteen autonomous territories 
as regards its health system, we 
cannot speak of a single national 
health system. There are, instead, 
different autonomous systems. 

This system is a problem when 
we consider patients with rare dis-
eases, since it is very difficult to 
find specialists in all the different 
autonomous regions for diseases 
with a low prevalence.

FEDER requests that any pa-
tient suffering from a rare disease 
in any autonomous community in 
Spain should have the right to be 
attended to at an expert reference 
centre, independently of the au-
tonomous region where the centre 
is allocated. However, the current 
situation is complicated because 
the decision to transfer the patient 
to a different autonomous health 
system for care is a bureaucratic 
matter. The lack of sufficient eco-
nomic resources in expert hospi-
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tals for rare diseases leads to the 
refusal of patients from different 
autonomous communities

Hitherto in Spain different cen-
tres, services and expert units 
have been designated by the cen-
tral national health system for cer-
tain groups of rare diseases. How-
ever, there are still several groups 
of rare diseases for which no cen-
tral government endorsement has 
been considered. This does not 
mean there are no expert centres 
for those groups of rare diseases. 
However, for political reasons, 
the central government has not 
supported them hitherto.

What Conditions should a 
Rare Disease Reference Unit or 
Centre Meet ?

First of all experience, meas-
ured in terms of the number of 
treated patients and years of work 
in relation to a rare disease. These 
health care providers should have 
specialised physicians who are 
patient-centred by vocation. Pa-
tients from rare disease associa-
tions should recognise the centre 
as reliable for the treatment of a 
particular rare disease. The man-
agement of the disease should be 
done with a multidisciplinary ap-

proach, where all the profession-
als and specialists of the health 
centre work in a coordinated way.

A Final Consideration

I would like to finish with a 
positive thought. Since rare dis-
eases are a very serious problem 
of health and involve an impor-
tant part of our society, we should 
try to find solutions and build 
bridges of understanding to deal 
with the political, administrative 
and bureaucratic problems. We 
should build networks of hope.. 
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Introduction 
Neglected tropical diseases

According to the publication 
PLoS Neglected Tropical Dis-
eases, neglected tropical diseas-
es (NTD) are ‘a group of chronic 
infectious diseases that promote 
poverty and are widespread above 
all in rural areas and in poor urban 
areas in low- and medium-income 
countries’. In the view of the same 
publication, these diseases ‘pro-
mote poverty because of their im-
pact on health and development in 
childhood, on pregnancy, on the 
productivity of adults of working 
age, and because of their stigma-
tising character’. 

According to the World Health 
Organisation (WHO), ‘NTD, al-
though they are different from a 
nosological point of view, make 
up a single group inasmuch as 
all of them are strongly associat-
ed with poverty, they proliferate 
in environments with scarce re-
sources, especially in tropical ar-
eas, they tend to co-exist and the 
majority of them are ancient dis-
eases that have afflicted humanity 
for centuries’.

The World Health Organisa-
tion has listed the characteristics 
that these diseases have in com-
mon: they constitute an indica-
tor of the poverty of populations; 
they afflict above all else parts of 

the population with a low level of 
visibility and little political pow-
er; they tend not to spread geo-
graphically; they cause stigma 
and discrimination, above all to 
the detriment of girls and women; 
they have an important impact on 
illness rates and death rates; they 
are neglected by research; and 
they can be controlled, prevented 
and probably eliminated by using 
effective and practicable low-cost 
strategies.

A List of Neglected Tropical 
Diseases

The WHO at the present time 
includes in the list of neglected 
tropical diseases seventeen that 
are due to mico- or macro-para-
sites according to the classifica-
tion of Anderson and May.

Diseases caused by micro-para-
sites. With a viral aetiology: Den-
gue and rabies; with a bacterial 
aetiology: trachoma, Buruli ul-
cer; endemic treponematosis and 
leprosy; last May micetoma was 
added. With a protozoan aetiol-
ogy: Chagas disease (CD), hu-
man African trypanosomiasis and 
leishmaniasis. Diseases caused 
by macro-parasites (with a hel-
minthic aetiology): cysticercosis, 
dracunculiasis, echinococcosis, 
lymphatic filariasis, trematode 
parasitoses transmitted by food-
stuffs, onchocerciasis, schistoso-
miasi e helminthiasis. 

Neglected tropical diseases are 
endemic in 149 countries, in at 
least a hundred of which two such 
diseases are endemic and in thirty 
of which six or more are endemic.

Neglected Tropical Diseases  
in Africa

Sub-Saharan Africa is the re-
gion with the greatest prevalence 
of neglected tropical diseases. In 
Africa, Nigeria is without doubt 
the nation with the greatest num-
ber of such diseases in absolute 
terms, followed by the Demo-
cratic Republic of the Congo and 
the nearby nations of Central Af-
rica and the countries of the Sa-
hel. Guinea worm disease, Buruli 
ulcer, and human African trypa-
nosomiasis are present only or 
above all in the continent of Af-
rica. In all the 47 countries of the 
region at least one neglected trop-
ical disease is endemic and in 36 
of these countries (78%) at least 
five are co-endemic. They have a 
negative impact on the physical 
and mental capacities of the peo-
ple who are afflicted by them and 
they perpetuate the cycle of pov-
erty.

Viral Aetiology

Dengue fever
Every year there are 50-100 

million infections with dengue fe-
ver. Dengue fever is caused by a 
flavivirus and develops because 
of the bite of the mosquito Aedes 
aegypti. There is no treatment for 
dengue fever or for grave dengue 
fever other than palliative care.

Rabies
There are two forms of rabies: 

furious rabies and paralytic ra-
bies. Every year 60,000 people 
die in the world because of rabies. 
The greatest prevalence of this 
disease is in rural areas and it af-
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flicts children in a disproportion-
ate way. Rabies is usually fatal af-
ter the appearance of symptoms. 
It is caused by a lyssavirus that 
is transmitted through wounds or 
insect bites by infected animals. 
It can be prevented through the 
vaccination of humans and dogs 
and the washing and disinfection 
of bite wounds (post-exposure 
prophylaxis). Rabies provokes 
hyper-activity, hydrophobia and 
aerophobia. Death by cardio-res-
piratory arrest takes place within 
the space of a few days. Paralytic 
rabies provokes a slow advance of 
paralysis until the arrival of coma 
and death.

Bacterial Aetiology

Trachoma
21.4 million people in the 

world have trachoma, of whom 
2.2 million are partly blind and 
1.2 million totally blind. This dis-
ease afflicts above all women and 
children. The risk of mortality 
with this disease is very low, even 
though re-infections can lead to 
blindness. Trachoma is caused by 
a micro-organism that spreads di-
rectly in the eyes or through flies. 
It can be treated with antibiotics. 
The only known method of pre-
vention is personal hygiene.

Buruli Ulcer
It is not known how common 

Buruli ulcer really is. The risk of 
dying because of this disease is 
low, even though the secondary 
infections can be lethal. Illness 
from this disease takes the forms 
of deformity, disability and skin 
lesions, which can be prevented 
by early treatment. This disease 
is caused by bacteria and can be 
treated with antibiotics and sur-
gery.

Yaws
The data on the incidence of 

yaws are limited, even though it 
is known that this disease afflicts 
above all children. The risk of 
dying because of this disease is 
very low, but if not treated it can 
provoke deformations and dis-
abilities. This disease involves a 
chronic bacterial infection caused 
by treponemas. It is treated with 
antibiotics. It can be prevented 
through improved hygiene and an 

increase in hygiene and health-
care services.

Leprosy
In March 2013 there were 

189,018 known cases of lepro-
sy in the world and 232,857 new 
cases were diagnosed in the year 
2012. At the present time there are 
1-2 million people who have been 
disabled or disfigured because of 
past or present leprosy. Leprosy 
provokes physical and aesthetic 
disabilities if it is not treated but it 
is curable if it is treated early on. 
It is caused by bacteria and trans-
mitted through small drops from 
the mouths and the noses of in-
fected individuals. 

Micetoma (Maduromicosis, 
Madura foot)

This is a chronic, progressive 
local infection caused by fungi or 
bacteria, which affects the feet, 
the upper extremities or the back, 
and is characterised by tumefac-
tion or the formation of multiple 
fistulae. The infection advances 
slowly over months or even years, 
with a gradual extension and de-
struction of contiguous muscles, 
tendons, fasciae and bones. Last-
ly, the damage to the muscles, de-
formity, and the destruction of tis-
sues precludes use of the limbs 
that have been attacked. The de-
velopment of the disease can last 
a long time, at times for more than 
ten years. In cases neglected be-
cause of added bacterial infection 
and sepsis, death can take place.

Protozoan Aetiology

Human African trypanosomiasis
Human African trypanoso-

miasis is also known as African 
sleeping sickness. At the present 
time there are 10,000 cases of this 
disease. It is always fatal if not 
treated. Human African trypano-
somiasis is transmitted by vectors 
and is spread through the bite of 
the tsetse fly. The current forms 
of treatment are highly toxic and 
ineffective. In addition, resist-
ance to the medical products of 
such treatment is spreading. The 
most common symptoms are fe-
ver, headache, lymphadenopa-
thy, nocturnal sleep, personality 
changes, cognitive deterioration, 
and coma.

Macro-Parasite Aetiology

Cysticercosis and taeniasis
Taeniasis is an infection caused 

by the adult taenia whereas cyst-
icercosis is an infection by taenia 
larva. Both these diseases belong 
to the helminthiasis group. Cyst-
icercosis is the commonest avoid-
able cause of epilepsy in the de-
veloping word. This disease is 
not fatal, even though it can cause 
epilepsy, whereas forms of neuro-
cysticercosis can be fatal. Cyst-
icercosis is usually contracted 
after eating undercooked contam-
inated pork. Taeniasis takes place 
after the ingestion of contaminat-
ed foodstuffs or following contact 
with contaminated water or soil.

Dracunculiasis
Dracunculiasis is also known as 

Guinea worm disease. This dis-
ease is not fatal but it can cause 
months of inactivity. It is caused 
by drinking water contaminated 
with small copepoda crustaceans 
infected with the larva of dracun-
culus medinensis.  Dracunculia-
sis can be prevented through the 
filtration of water, the immediate 
identification of cases to prevent 
the spread of this disease, educa-
tion in health, and the treatment 
of ponds with larvicides.

Starting in the year 2012, the 
four endemic countries as regards 
this disease have been Chad, Ethi-
opia, Mali and South Sudan.

Echinococcosis
Levels of echinococcosis are 

highest in rural areas and more 
than a million people are infect-
ed by this disease every year 
in the world. This pathology is 
caused by the ingestion of para-
sites through animal faeces. It can 
be prevented by worm treatment 
for dogs, an increase in hygiene 
and sanitary services, the correct 
disposal of animal faeces, health 
education, and the vaccination of 
livestock.

Helminthiasis transmitted from 
the soil

The three species of nema-
tode worms responsible for the 
transmission of helminthiasis 
from the soil are  Ascaris lum-
bricoides, Trichuris trichiura and 
Strongyloides. At the present time, 
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1.5 billion people in the world 
are infected by this disease. The 
risk of dying from this disease is 
very low. The seriousness of the 
symptoms depends on the num-
ber of worms in the body and in-
cludes intestinal problems, a lack 
of energy, and a compromising of 
physical and cognitive develop-
ment of the victim. The parasitic 
worms are generally transmitted 
through exposure to human fae-
ces found in the environment or 
infected soil: for example, be-
cause of the practice that is wide-
spread in poorer countries of def-
ecating in common open spaces. 
This pathology can be prevented 
through a hygienic preparation of 
food, the use of clean water, suita-
ble sanitary services, vermifuges, 
and health education.

Lymphatic filariasis
Lymphatic filariasis is a disease 

that is also known as elephantia-
sis. About 120 million people in 
the world have this pathology 
and 40 million have malforma-
tions caused by it. It is rarely fa-
tal but it has implications for the 
whole of a person’s life, for ex-
ample lymphedema of the limbs, 
genital pathologies, and painful 
recurrent attacks. Most of people 
with this condition do not display 
symptoms but are damaged at a 
lymphatic level. Up to 40% of in-
dividuals affected by this disease 
have damage to their kidneys. 
Lymphatic filariasis is caused by 
nematode worms that are trans-
mitted by mosquitoes. It can 
be treated with anti-helminthic 
drugs which are relatively inex-
pensive and washing of the skin 
can slow down or even reverse 
the damage. About two-thirds of 
cases in the world are to be found 
in South-East Asia and a third are 
in Africa.

Onchocerciasis
Onchocerciasis is also known 

as ‘river blindness’. 37 million 
people in the world are affected 
by this disease, with prevalence 
being highest in rural areas. This 
disease provokes blindness, erup-
tions on the skin, intense itchi-
ness, and a loss of skin pigmen-
tation. This is a disease that is 
transmitted by vectors and caused 
by worms that infect flies. Over 

99% of cases of this disease are in 
sub-Saharan Africa.

Schistosomiasis
Over 200 million cases of 

schistosomiasis exist in the world. 
This disease provoked fibrosis of 
the bladder, fibrosis of the liver, 
portal hypertension, and cervical 
lesions (which increase suscepti-
bility to HIV in women). This is a 
disease that is transmitted by vec-
tors of the species Schistosoma 
which have a complex life cycle 
that alternates between man and 
fresh water snails. The infection 
takes place after a person’s con-
tact with contaminated water. This 
pathology is unique inasmuch as 
the damage to people who have 
been infected by it is not caused 
by the worms themselves but by 
the large volume of eggs that the 
worms produce. These cause hae-
maturia, the obstruction of the 
channel of the bladder, kidney 
insufficiency, cancer of the blad-
der, and periportal fibrosis. Mass 
treatment with praziquantel, bet-
ter access to drinking water, im-
proved hygiene and sanitary ser-
vices, and health education can be 
used to prevent schistosomiasis. 
About 85% of cases of this dis-
ease are to be found in sub-Saha-
ran Africa.

What is Being Done to Counter 
Neglected Tropical Diseases?

On 25 May 2013 Pope Fran-
cis received the members of the 
Centesimus Annus Pro Pontifice 
on the occasion of its interna-
tional conference on the subject 
‘Rethinking Solidarity for Em-
ployment: the Challenges of the 
Twenty-First Century’. One part 
of his message contained the fol-
lowing invitation: ‘the need “to 
rethink solidarity” no longer as 
simply assistance for the poor-
est, but as a global rethinking of 
the whole system, as a quest for 
ways to reform it and correct it in 
a way consistent with the funda-
mental human rights of all human 
beings…We have forgotten and 
are still forgetting that over and 
above business, logic and the pa-
rameters of the market is the hu-
man being; and that something 
is men and women in as much as 

they are human beings by virtue 
of their profound dignity: to of-
fer them the possibility of living a 
dignified life and of actively par-
ticipating in the common good’.

The struggle against neglected 
tropical diseases involves a broad 
range of partners who for some 
time have worked together by of-
fering donations, funds, resourc-
es, expertise, time and energy to 
develop, implement, and broad-
en strategies that involve suitable 
action and initiatives. Amongst 
these partners there are govern-
ment agencies, private founda-
tions and multinational pharma-
ceutical companies.

The World Health Organisation 
gave itself a general goal for the 
years 2014-2020 as regards Af-
rica: to accelerate the reduction 
of the ‘burden’ of neglected tropi-
cal diseases through the control, 
elimination and eradication of 
specific neglected tropical diseas-
es; and to contribute to the reduc-
tion of poverty, to the productivity 
and to the quality of life of people 
afflicted by them.

The practical goals of the World 
Health Organisation in Africa to 
be achieved by the year 2020 are 
the following: to eradicate Guin-
ea worm disease and yaws in all 
countries in the continent of Af-
rica; to support the elimination of 
leprosy and further reduce grave 
disabilities caused by leprosy; to 
eliminate lymphatic filariasis, on-
chocerciasis, schistosomiasis and 
trachoma; to control illness lev-
els caused by Buruli ulcer, human 
African trypanosomiasis, leish-
maniasis, helminthiasis transmit-
ted by the soil and rabies; and to 
prevent disabilities caused by Bu-
ruli ulcer, leishmaniasis, leprosy, 
lymphatic filariasis and trachoma 
that lead to blindness.

This plan of the World Health 
Organisation for the control of ne-
glected tropical diseases envisag-
es the integrated employment of 
various strategies which strength-
en each other in reciprocal fash-
ion: 1. the development of the 
capacities of national health-care 
systems; 2. the improvement of 
planning, the mobilisation of re-
sources, and the financial sustain-
ability of national programmes to 
combat neglected tropical diseas-
es; 3. the improvement of moni-
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toring, assessment, surveillance 
and research (this principally con-
cerns initiatives to interrupt the 
transmission of Guinea worm dis-
ease in Chad, Ethiopia, Mali and 
the South Sudan); and 4. Support 
for the social and physical reha-
bilitation of people afflicted by 
neglected tropical diseases (im-
proving  cooperation with other 
sectors such as, for example, so-
cial welfare services, education, 
agriculture and the economy) and 
contributing to their participation 
in the socio-economic develop-
ment of their communities). 

1. Action in Relation to Nation-
al Health-Care Systems Takes 
Place Through Various Initia-
tives: The first such action is pre-
ventive chemotherapy. This strat-
egy envisages the distribution of 
medical products on a large scale 
for the benefit of high-risk parts 
of national populations. These 
medical products have an ex-
tremely powerful anti-microbe 
activity and a very good tolera-
bility profile, and because of this 
they can be administered without 
a clinical diagnosis having been 
carried out. The cost of these 
medical products is low because 
of the very substantial donations 
made by some pharmaceutical 
companies. The aim of this strat-
egy is twofold: on the one hand, 
to prevent the long-term damage 
that these diseases can cause if 
they are not treated, and, on the 
other, to reduce their levels of 
transmission. The key medical 
products for chemotherapy are 
albendazole, mebendazole, praz-
iquantel, ivermectin, dietilcarba-
mazine and azitromicyn. The tar-
get diseases of this strategy are 
filariasis, onchocerciasis, hell-
minthiasis, schistosomiasis and 
trachoma.

In Africa the groups at risk that 
require preventive chemothera-
py range from 123 million in the 
case of onchocerciasis to 470 mil-
lion in the case of lymphatic fila-
riasis. Advances are being made 
in strengthening the capacity of 
national programmes to control 
of neglected tropical diseases in 
the continent of Africa. For exam-
ple, the administration of medi-
cal products for lympatic filaria-
sis, onchocerciasis, helminthiasis 

and trachoma reached about 203 
million people at risk in the year 
2011. The coverage of direct com-
munity treatment with ivermectin 
(CDTI) for the control of oncho-
cerciasis has reached 80% of the 
population in many communities. 
As a result, the transmission of 
onchocerciasis has been halted in 
a number of endemic areas.

The second action is the di-
agnosis and intensive treatment 
of cases. This strategy seeks to 
achieve the early diagnosis of sick 
individuals with the goal of pre-
venting or treating possible com-
plications This action is especial-
ly useful for those pathologies for 
which a preventive therapy cannot 
be used given that that the medi-
cal products that are available 
have a significant level of toxic-
ity. Amongst the pathologies that 
have been targeted by this strate-
gy we may refer to human Afri-
can trypanosomiasis, leishmania-
sis, leprosy and endemic forms of 
treponematosis.

In Africa the management of 
cases relates prevalently to Bu-
ruli ulcer, with 3,443 cases; to 
African human trypanosomiasis, 
with 7,197 cases; and to leprosy 
with 25,231 cases. Indeed, cases 
of leprosy, human African trypa-
nosomiasis and Buruli ulcer are 
decreasing.

The third action is control of the 
vectors of these diseases. Indeed, 
various neglected tropical diseas-
es, amongst which dengue fever, 
Chagas disease, human African 
trypanosomiasis, lymphatic filari-
asis and onchocerciasis, are trans-
mitted by insect vectors, whereas 
forms of helminthiasis such as 
schistosomniasis, drucunculia-
sis and alimentary trepenemato-
sis need molluscs or crustaceans 
which operate as intermediary 
hosts to complete their lifecycles. 
This strategy, which also includes 
a hidden use of pesticides, must 
be supplemented by expertise that 
goes beyond the strictly health-
care field and requires the coop-
eration of the agricultural and en-
gineering sectors.

The fourth action consists of im-
provement in hygiene and health-
care conditions. This kind of ac-
tion is perhaps the most important 
and has a synergy with the other 
actions that have just been listed. 

In the absence of a correct water 
supply and appropriate sewage 
disposal, preventive chemothera-
py, which is extremely effective 
in relation to helminthiasis, runs 
the risk of becoming useless be-
cause individuals tend to become 
infected again since they are ex-
posed to the same contaminated 
environment.

The fourth action is made up 
of initiatives involving veterinary 
public health. Many neglected 
tropical diseases, amongst which 
cysticercosis/taeniasis, echino-
coccosis, human African trypa-
nosomiasis, rabies, leishmania-
sis, and alimentary trematodiasis, 
have an animal component, that 
is to say they can be transmitted 
to man by vertebrate animals (di-
rectly or indirectly through a vec-
tor). In addition, such patholo-
gies, by having an influence on 
the health of livestock, can con-
dition the wellbeing of a commu-
nity whose economy strongly de-
pends on such activity. 

2. The sustainability and the ef-
ficacy of action in relation to ne-
glected tropical diseases increase 
when that action is implemented 
inside national health-care sys-
tems, coordinated with other ex-
istent health-care programmes, 
and contributes to improvement 
in a given health-care system. 
The empowerment of people and 
communities is also important: 
the involvement of parts of popu-
lations that are afflicted by, or at 
risk of, neglected tropical diseas-
es, is important for the success of 
actions that are taken. Communi-
ties should thus be authorised and 
involved in activities that pro-
mote the prevention and control 
of neglected tropical diseases. 

In general, access to health-
care services is more difficult for 
women, in particular in rural ar-
eas where neglected tropical dis-
eases are highly endemic.

All actions should intention-
ally address or prevent problems 
of this type and other inequalities.

It is also necessary to strength-
en the capacity of national pro-
grammes in terms of infrastruc-
tures, adequate human resources, 
and the supervision of qualified 
personnel at national, district and 
local community levels. Natu-
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rally, it is of fundamental impor-
tance to include medical products 
against neglected tropical dis-
eases in national lists of medical 
products.

3. Reference should also be 
made to the importance of sci-
entific research, which is notori-
ously lacking if not completely 
absent in this context, as an essen-
tial instrument by which to obtain 
epidemiological data. Such data 
is of fundamental importance in 
planning and monitoring specific 
initiatives as well as in develop-
ing new diagnostic, preventive 
(for example vaccines) and thera-
peutic instruments.

It is clear, therefore, that the 
management of neglected tropical 
diseases requires a multidiscipli-
nary approach. As regards control 
strategies at a local community 
level, as well as medicine there 
should be an involvement of ento-
mology, veterinary science, agri-
culture and engineering, whereas 
with respect to their clinical man-
agement various branches of spe-
cialisation in medicine and sur-
gery are needed, as well as ones 
that are more specifically a part of 
the humanities, such as anthropol-
ogy and sociology.

The Church at the Service of 
People with Neglected Diseases

When speaking to the World 
Health Assembly in Geneva last 
May, Msgr. Mupendawatu em-
phasised the commitment of 
Catholic health-care institutions 
to ‘the fight against AIDS, tu-
berculosis, malaria and neglect-
ed tropical diseases as well as 
against other transmissible dis-
eases’. In February 2015, in his 
speech on behalf of the Holy See 
to the Social Forum of the Coun-
cil of Human Rights on access to 
medicines, Msgr. Tomasi, the per-
manent observer of the Holy See, 
called the attention of the partici-
pants to two obstacles in the way 
of access to medicines: ‘the weak 
incentive for the so-termed ‘non-
market’ or ‘low investment return’ 
forms of treatment, such as those 
for neglected tropical diseases 
rare diseases, or even those dis-
eases that have the greatest inci-

dence amongst low-income pop-
ulations’ and the difficulty that 
derives from the fact that ‘many 
essential medicines have not been 
developed with appropriate for-
mulations or specific dosages for 
paediatric use’.

These two speeches, in my 
opinion, offer the key by which to 
read the activity of the Church at 
the service of people with neglect-
ed tropical diseases:

– On the one hand, a ‘glorious’ 
history of commitment and sacri-
fice on the part of a large number 
of men and women missionaries 
who, often in difficult conditions, 
have taken care of sick people, of-
fering at times more the help of 
compassion and essential meas-
ures of hygiene than the help of 
medical products which, in fact, 
did not exist or were still not avail-
able; a history of commitment to 
the creation of wells, the health-
care education of mothers…which 
still continues today, above all in 
those areas that are most distant 
from large urban centres.

– On the other hand,  sensitisa-
tion and/or denunciation in great 
assemblies, as well as in the com-
munities from which men and 
women missionaries come, of 
these diseases…or, to put it bet-
ter, of the lives of so many of our 
brothers and sisters who are se-
verely tested and deprived of the 
most elementary rights.

– From my experience, I can say 
that at the present time the health-
care institutions and entities that 
belong to the Catholic Church or 
that work with mixed ownership 
with national or regional govern-
ments are called to place their ac-
tivities within the framework of 
the health-care programmes of 
such governments, thereby offer-
ing spaces, structures and person-
nel to the implementation of the 
initiatives described above. This 
cooperation, which today we call 
‘working in a network’, is as nec-
essary as it has ever been in or-
der to avoid thee waste of energy 
and resources and the scandal of 
division as regards serving the hu-
man person. However, this is not 
without its difficulties because of-
ten powerful international organ-
isations impose on governments, 
and governments impose on those 
who work with them, measures 

which are not always in conform-
ity with Catholic morality, meas-
ures that create embarrassment, 
perplexity and at times also pre-
clude the achievement of effec-
tive cooperation. 

Mozambique

Schistosomiasis and helmin-
thiasis are present throughout the 
country. In the year 2010 47% of 
children between the ages of five 
and fifteen suffered from urinary 
schistosomiasis and 53% of them 
suffered from helminthiasis.

Lymphatic filariasis is endemic 
in the North and the Centre of the 
country, with high points of 82% 
in some districts of the region of 
Nampula. 16 million people are at 
risk of contracting this disease out 
of a population that was estimated 
in 2013 at 25.83 million.

Trachoma: in the year 2011 a 
prevalence of this disease of 32% 
was registered in the North of the 
country. Onchorcerciasis is also 
present in Mozambique.

In 2008 the country had a lepro-
sy prevalence rate in the country 
of 1 in every 10,000 inhabitants, 
which corresponds to the elimina-
tion of this disease at a national 
level, even though such is not the 
case in all regions of the country.

In the year 2008, Mozambique 
adopted the Programme for the 
Control of Neglected Tropical 
Diseases, beginning with mass 
activity in this field in 2009. The 
programme until the year 2017 
envisages the treatment of about 
16 million people with onchocer-
siasis and filiariasis and 7 milllion 
children with schistosomiasis and 
helminthiasis.

In 2010 the government ap-
proved a strategy for controlling 
rabies for the period 2010-2014, 
involving the estimated sum of 
€50,000 in order to reduce the in-
cidence of rabies in Mozambique. 
The initiatives envisaged for this 
strategy were: sensitisation of 
the population to the importance 
of vaccination against rabies, the 
rounding up of wild dogs, and the 
implementation of campaigns for 
the vaccination of dogs.

In Mozambique, according to 
calculations of UNICEF (2014), 
53% of the population has access to 
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sources of drinking water whereas 
39% of the population still practis-
es defecation in the open.

The results achieved as regards 
making the environment healthy 
have been rather low compared to 
the advances achieved in the field 
of access to drinking water. Less 
than one in every four inhabitants 
of Mozambique practice methods 
that separate human waste from 
human contact in a hygienic way 
and this constitutes a grave threat 
to the health of children and is the 
cause of the majority of deaths 
because of diarrhoea in overall 
terms.

Notwithstanding the enormous 
improvements in this field since 
2008, when the coverage was 
even weaker, Mozambique is far 
from achieving – in particular as 
regards its goals of improvement 
in this area – that of halving by 
the year 2015 the percentage of 
people without sustainable access 
to drinking water and to minimum 
measures of hygiene.

Last May there took place the 
‘Campanha nacional de trata-
mento massivo da filaríase linfáti-
ca, bilharziose e parasitoses in-
testinais’ whose principal targets 

were about 4,000 people in Zam-
bézia, a million and a half in Cabo 
Delgado and more than 800,000 
in the Province of Niassa.

Campaigns for the treatment of 
intestinal parasites were engaged 
in at regular intervals throughout 
the country, even in the most in-
accessible, in order to facilitate 
access to medical products on the 
part of children of all ages and 
mothers who encounter difficul-
ties in going to dispensaries or 
hospitals.

Conclusion

To employ the words of Pope 
Francis we could say that these, 
too, are ‘outermost fringes of so-
ciety…How many uncertain and 
painful situations there are in the 
world today...wounds borne by 
the flesh of those who have no 
voice because their cry is muffled 
and drowned out by the indiffer-
ence of the rich! During this Jubi-
lee, the Church will be called even 
more to heal these wounds, to as-
suage them with the oil of con-
solation, to bind them with mer-
cy and cure them with solidarity 

and vigilant care. Let us not fall 
into humiliating indifference or a 
monotonous routine that prevents 
us from discovering what is new! 
Let us ward off destructive cyn-
icism! Let us open our eyes and 
see the misery of the world, the 
wounds of our brothers and sisters 
who are denied their dignity, and 
let us recognize that we are com-
pelled to heed their cry for help!’ 
(The Bull Misericordiæ Vultus). 
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2. Buruli Ulcer

FATHER FLORENT G.B. PRIULI
Medical doctor,
The Saint Jean de Dieu Hotel  
of Tanguiéta, 
Benin

Introduction

Buruli ulcer is a highly disa-
bling skin disease that is caused 
by a micro-bacterium called My-
cobacterium ulcerans. It is a tropi-
cal disease that in the main afflicts 
children under the age of fifteen. 
It is an emerging threat to public 

health in a large number of damp 
inter-tropical rural regions, in par-
ticular in central Africa and west-
ern Africa (where it is endemic). 
Over recent years it has become 
the third micro-bacterial disease 
to afflict man after leprosy and 
tuberculosis. In some regions of 
Benin, Ghana and the Ivory Coast 
its prevalence is greater than these 
two diseases.

Buruli ulcer is an affliction that 
remained neglected for a number 
of decades because it causes only 
a few deaths. Nonetheless, Buruli 
ulcer is often the cause of impor-
tant functional disabilities. In Af-
rica it is the source of handicaps 

affecting movement and of im-
portant forms of disability. For a 
long time, because of its margin-
al character, it only provoked the 
interest of Catholic and Protes-
tant missionaries which explains 
why the first research group of 
the World Health Organisation in 
1988 was made up for the most 
part of missionaries working with 
local and international medical 
doctors. This also explains the 
great experience of religious con-
fessional hospitals in Benin (Tan-
guiéta) and Togo (Afagnan) in 
treating this disease. I will offer 
here the testimony of that experi-
ence.
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The History and Geographical 
Distribution of Buruli Ulcer

History

Mycobacterium ulcerans was 
described for the first time in 
1897 in Buruli Country in Ugan-
da. The first observations were 
published in Australia in 1937 
and then in the Belgian Congo in 
1942. Since the 1980s there has 
been an extraordinary increase in 
cases of this disease in the world. 
In 1988 the World Health Organi-
sation launched an international 
initiative against Buruli ulcer (the 
Yamoussoukro conference) to co-
ordinate specific activities to fight 
against, and conduct research in-
to, this disease.

Geographical distribution

At the present time the pres-
ence of Buruli ulcer has been 
registered in thirty-six countries, 
above all in tropical regions with 
a warm and humid climate, in Af-
rica, South America, Asia and the 
western Pacific.

– In Africa: Angola, Benin, 
Burkina-Faso, Cameroon, the 
Ivory Coast, the Congo, Gabon, 
Ghana, Guinea, Equatorial Guin-
ea. Liberia, Malawi, Mali, Nige-
ria, Uganda, the Democratic Re-
public of the Congo, the Central 
African Republic, Senegal, Sierra 
Leone, the Sudan and Togo.

– In Latin America: French 

Guyana (the most important en-
demic point in the Americas), Bo-
livia, Mexico, Peru (the Amazoni-
an forest), Suriname.

– In Asia: India, Indonesia, Ma-
laysia, Japan, Sri Lanka, China.

– In the Pacific: Papua New 
Guinea, Kiribati (Micronesia), 
Australia.

Outbreaks of this disease have 
been limited geographically and 
have nearly always been around 
an aquatic ecosystem, near 
to slow moving watercourses 
(ponds, marshes, artificial or nat-
ural lakes, swampy areas, irriga-
tion systems, rice paddies…). In 
the year 2014, about 2,200 new 
cases were registered in twelve 
of the above thirty-six countries 
but many others were not diag-
nosed because people afflicted 
by this disease largely come from 
poor and rural areas. The major-
ity of cases are located in western 
Africa and central Africa, includ-
ing Benin, Cameroon, the Ivory 
Coast, Ghana and the Democratic 
Republic of the Congo.

In Benin, Buruli ulceri is en-
demic in some regions of the cen-
tre and the south of the country 
(Ouinhi, Zogbodomey, Lalo...).

Forms of Transmission

Buruli ulcer tends to afflict 
children from the age of two on-
wards (over 50% of cases of this 
disease afflict children under the 

age of fifteen), without distinc-
tion of sex. In adulthood it afflicts 
women more than men (the role 
of water basins). Often groups of 
cases of this disease take place 
around water basins where the 
water is not drinking water. The 
transmission of this disease in hu-
mans is probably directly through 
the skin starting with the hydro-
telluric water area. Various sce-
narios have been mentioned: trau-
matic lesions (cuts, open sores) 
could become infected when 
there is more or less prolonged 
direct contact with water that is 
contaminated with Mycobacteri-
um ulcerans; Mycobacterium ul-
cerans present on the surface of 
the skin could be introduced into 
the tissue below the skin by vari-
ous traumas (insect bites, bites, 
wounds caused by mines or fire-
arms); and insects from water in-
fested by Mycobacterium ulcer-
ans could transmit the disease 
through insect bites. The role of 
insects as hosts of Mycobacte-
rium ulcerans has by now been 
clearly established and their role 
as vectors has been demonstrated 
at an experimental level. This is 

Figure 1: the Distribution of Buruli Ulcer in the World

Figure 2: the Distribution of 
Buruli Ulcer in Benin
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confirmed by the fact that living 
bacilli have been identified in the 
saliva of these insects. However, 
the importance of insects in the 
aetiology of Mycobacterium ul-
cerans remains unknown and this 
role is difficult to explore because 
of a lack of knowledge about the 
biology of these insects. A recent 
study carried out in Cameroon has 
enabled us to eliminate the possi-
ble role of mosquitos or other do-
mestic insects in the transmission 
of this disease through the use of 
mosquito nets as a form of protec-
tion.

Symptoms

The manifestations of this dis-
ease are due to a necrotising in-
fection of the skin and the soft tis-
sues by a pathogenic agent. This 
microorganism produces a spe-
cial toxin, known as mycolactone, 
which provokes lesions of the 
skin tissue and inhibits an immu-
nity response. This disease can at-
tack any part of the body but most 
of the lesions are on the limbs: the 
lower limbs (60%) and the upper 
limbs (30%).

Early diagnosis is very impor-
tant in assuring a better prognosis 
for the patient. After an incuba-
tion period that can vary from a 
few weeks to a few months, Bu-
ruli ulcer develops in three stages:

The Pre-Ulcer Stage

This is the stage when the dis-
ease emerges and it can take four 
clinical forms: nodules, papules, 
plaques and oedemas. The first 
symptom is a nodule which de-
velops into plaques and oedemas, 
before the ulcer itself appears.

– The nodule is the most fre-
quent form. It begins in an area 
below the skin and it is hard and 
clear in outline, being one to two 
centimetres in diameter. Most of 
the time there is only one such 
nodule, it is painless, cold, mo-
bile and accompanied by a loss of 
pigmentation of the adjacent skin 
surface.

– The papule commences with 
a notable lesion of the skin which 
is painless and less than one cen-
timetre in diameter, accompanied 
by a reddening of the adjacent 

skin surface. This form is to be 
observed above all else in Aus-
tralia.

– The plaque has a hardened 
look, it is hyper-pigmented, it is 
more than two centimetres in di-
ameter, it has irregular fringes and 
it is painless. 

– The oedema form involves 
the sudden or gradual appear-
ance of an oedema which tends 
to expand to an entire limb, with 
an extensive coverage of the area 
where the ulceration began. It can 
be accompanied by local signs of 
inflammation and by a high tem-
perature.

We should lay emphasis on the 
nodular form. In an area where the 
disease is endemic, a cold and re-
cent nodule, visible in outline, and 
mobile at deep levels, is a nodule 
that should be suspected as being 
an example of Buruli ulcer. Its re-
moval is recommended and it will 
heal over in four weeks; a relapse 
will not then follow.

The Ulcer Stage

Buruli ulcer develops in a hid-
den way and when the ulcera-
tion appears it evolves very slow-
ly and remains painless, without 
systemic symptoms. It appears in 
any part of the initial lesion and 
expands more or less rapidly. It 
involves a more extensive loss 
of the cutaneous substance, with 
‘undermined’ fringes; it is pain-
less or not very painful, with ir-
regular outer rings. Its develop-
ment is often long and marked by 
complications, above all of an in-
fectious kind.

The Cicastrisation Stage and 
Thereafter

The spontaneous cicatrisation 
of the lesions appears after vari-
ous months of the development of 
this disease. It is the consequence 
of the cleansing of the ulcer, of 
the joining of the edges from 
where the skin ailment begins. 
The scar tissue is fibrous, sclerot-
ic and there are frequent definitive 
disabilities such as retraction, an-
kylosis, amputation or the loss of 
a limb, and lymphedema caused 
by scar  necking.  

Special Forms

Osteomyelitis
Osteomyelitis is a special form 

of Buruli ulcer. Its frequency is 
estimated at 14% of cases. It is 
believed that this is a return of the 
disease during the course of its 
development, with damage to the 
bone. 41% of cases of osteomy-
elitis relate to the disease, these 
are contact examples of osteomy-
elitis, as against 59% which have 
metastatic origins. 

Damage at different points
Various identical or different 

lesions can co-exist in the same 
patient. However, this takes place 
with a relative conservation of his 
or her general state in a context 
where there is no high tempera-
ture.

Treatment

Medical treatment
Medical treatment involves an-

ti-biotherapy lasting eight weeks 
that leads to a reduction in the 
size of the lesions and thus re-
duces the scale of the surgical 
operation if this is necessary. In 
the case of less extensive lesions, 
this is often sufficient in one case 
out of every two without having 
to resort to surgery. In practice, 
a combination of rifampicin and 
streptomycin is prescribed. More 
recently (2011), a French team 
has tested a promising treatment 
in Benin, supported by the World 
Health Organisation, which asso-
ciates rifampicin with clarithro-
mycin. Buruli ulcer is also treated 
through the application of mont-
morillonite clay. At the Saint Jean 
de Dieu Hospital of Tanguiéta we 
have the advantage and the good 
luck to have an alternative treat-
ment available – ozone therapy. 
Because of its cicatrizing, anti-bi-
otic and hyper-oxygenation prop-
erties, the ozone used locally for 
lesions allows an improvement in 
the treatment of ulcerous lesions.

Surgical Treatment  
(examples from the hospital  
of Tanguiéta)

This is based in essential terms 
on the surgical removal of ne-
crotic tissues and on reparatory 
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skin grafting. This was the chosen 
treatment for a number of dec-
ades until the spread in 2004 by 
the World Health Organisation of 
a recommendation directed to-
wards using anti-biotic therapy in 
the treatment of Buruli ulcer.

Treatment of the Consequences 
of the Disease

The treatment of the conse-
quences of Buruli ulcer is often of 
a surgical character and belongs 
to the category of plastic surgery. 
It may be necessary to correct 
the scar retractions of the limbs. 
In some situation, it is necessary 
to have an artificial limb where 
a limb has been amputated or to 
have a number of sessions of ki-
nesiotherapy to rehabilitate a limb 
that lost its ability to function dur-
ing the illness.

Prevention

Early diagnosis and treatment 
are the only means that exist to re-
duce the incidence of this disease 
to the minimum and to avoid dis-

abilities in the long term. For this 
reason, Buruli ulcer needs mass 
campaigns for its early identifi-
cation: in the Ivory Coast, the as-
certainment of nodular forms ad-
vanced from 54% of cases in 1998 
to 72% of cases in 2001. The best 
results have been seen in Austral-
ia and French Guyana where pa-
tients have a medical examination 
when the disease is at a very early 
stage and they receive early treat-
ment for their condition.

Health-care education must 
seek to inform rural populations 
exposed to the risk of contamina-
tion by the hydro-telluric environ-
ment when they frequent stagnant 
basins of water.

Prevention is based upon the 
frequent washing of clothes, treat-
ing lesions with anti-septic solu-
tions, and the need to wear clothes 
during agricultural work.

It has been demonstrated that 
the incidence of this disease di-
minishes in children vaccinated 
with BCG. The efficacy of vac-
cination with BCG has also been 
demonstrated in the prevention of 
complications affecting bones.

The Role of Protection of the Use 
of Mosquito Nets

In order to study the risk fac-
tors of this disease, the character-
istics and the lifestyle of patients 
afflicted by Buruli ulcer and of 
people without the disease (in to-
tal 168 ‘couples’ of individuals) 
were compared in a region where 
the disease is endemic in Came-
roon, in the districts of Akonolin-
ga and Ayos, near to the swamp 
of Nyong.

The risk factors that were iden-
tified are in particular: contact 
with stagnant water; the fact of 
wearing short clothes during ag-
ricultural activity, and the errone-
ous treatment of lesions. The fac-
tors working for protection that 
were described are: the use of a 
mosquito net, the frequent wash-
ing of clothes, fishing in the wa-
ters of the Nyong, and the cor-
rect treatment of lesions with 
anti-septic solutions. The authors 
conclude that ‘the possible role 
of mosquitos or other insects pre-
sent in the domestic environment 
in the transmission of the disease 
should be studied’.
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MR. KRZYSZTOF ŁANDA  
Ministry of Health of the 
Republic of Poland

Patients suffering from rare and 
ultra-rare medical conditions 

have to face a number of difficul-
ties. Access to medical staff who 
are specialised in a given condi-
tion is often limited. In addition, 
the diagnosis of rare disorders 
can be a challenging task. This is 
mostly due to a lack of awareness 
and limited access to diagnostic 
services. Often patients have to 
pass through several health-care 
providers who multiply unneces-
sary medical tests in reaching the 
final diagnosis. This obviously 
takes time, costs money, and last, 
but not least, exposes patients to 
additional distress. 

But one of the most important 
issues when discussing problems 
of patients with rare diseases is the 
funding of their treatment. Limit-
ed access to innovative medical 
therapies for patients suffering 
from rare and ultra-rare diseases 
often has economic reasons. 

The term ‘orphan’ refers to a 
medical action. The terms ‘rare’ 
or ‘ultra-rare’ refer to a medical 
condition or a disease. An orphan 
action may be considered the only 
action of proven efficacy in a rare 
or ultra-rare condition (the clini-
cal definition of an orphan ac-
tion). However, orphan medicinal 
products are subject to legal reg-
ulations. Consequently, system 
definitions are used and the term 
‘orphan medicinal product’ repre-
sents a complex entity.

The return on investments de-
pends on the number of patients 
and the product’s price. A market 
price ensuring fair profits to the 
manufacturer should correspond 
to the number of treated patients 
(profits should also reflect the 
therapeutic innovativeness of the 
product). It should be stressed 
here that the number under con-
sideration includes not only pa-
tients with a specific condition but 
the total number of patients with 
all indications with whom the 
product is used. Therefore, if with 
time the product proves effec-
tive not only in one but in many 

conditions, and the total number 
of patients treated in a specific 
country subsequently grows (e.g. 
to 100,000), the regulatory au-
thorities should no longer accept 
the very high price of the prod-
uct that was initially indicated 
with a small number of patients 
(e.g. 1,000). The manufacturer, 
in turn, should demonstrate ade-
quate flexibility in relation to the 
internal pricing strategy if addi-
tional therapeutic indications are 
registered for the product or re-
funding is obtained in additional 
groups of patients. Obviously, the 
manufacturer is reluctant to lower 
the price once it has been agreed 
upon. Therefore, mechanisms al-
lowing for an effective and ra-
tional pricing policy should be 
present in an efficient health-care 
system. This is especially impor-
tant in the case of highly expen-
sive health technologies used in 
rare and ultra-rare diseases. 

The greatest problem concern-
ing the refunding of orphan prod-
ucts is their high price. However, 
the prices of orphan drugs may 
vary significantly. If the manufac-



60 DOLENTIUM HOMINUM N. 91-2016

turer can expect high profits fol-
lowing the refunding of a product, 
much more restrictive procedures 
should be applied in its assess-
ment. If an orphan drug is a real 
therapeutic innovation, its high 
price should in many cases be ac-
cepted. However, if the product’s 
innovativeness is limited or un-
certain, the acceptance of a high 
price for the product is not justi-
fied. 

In case of high-cost and very 
high-cost drugs, the accepta-
ble risk of estimations should be 
much lower than with low-cost 
drugs. Manufacturer’s explana-
tions that conducting appropriate 
high-quality randomised trials or 
introducing registers complying 
with good registry practice (GRP) 
were not possible are usually un-
reliable. Difficulties in enrolling 
a sufficient number of patients 
are in most cases obviously ex-
aggerated. Economic difficulties 
in conducting high quality ran-
domised trials may be true but on-
ly in the case of drugs with a low 
price compared to the sales levels 
and when pre-registration state as-
sistance is not available. Howev-
er, there are numerous examples 
of orphan drugs with exorbitant 
prices that make huge profits for 
their manufacturers who are nev-
ertheless still reluctant to perform 
appropriate high-quality clinical 
trials: probably they are afraid of 
the results. Economic aspects are 
not raised very often by manufac-
turers who receive substantial fi-
nancial support for research from 
public institutions.

High-cost orphan drugs may 
be regulated with different levels 
of rigour. Nevertheless, the high-
er the price of a drug, the stricter 
the regulations that should be en-
forced in relation both to its as-
sessment and to its use.

Certain orphan drugs may be 
covered on a refunding list, usu-
ally after the indications and rules 
concerning prescription monitor-
ing have been precisely defined. 
Some may be placed in other ar-
eas of the BBP, e.g. therapeutic 
programmes with strict inclusion 
and exclusion criteria for entitled 
patients and restrictive reporting 
systems, separate for each orphan 
drug therapeutic programme. 
Specific high-cost orphan drugs 

and very high-cost orphan drugs 
may be covered on a ‘fee for ser-
vice’ basis, from a separate budg-
et, and listed in a separate part of 
the basic benefit package, e.g. the 
‘orphan drugs refund list’ or to-
gether with other very high-cost 
‘highly specialised procedures’. 
Although systemic arrangements 
vary between countries, some 
common solutions do apply.

Pricing and refunding deci-
sions may be made by different 
committees and/or different pub-
lic authorities. Nevertheless, the 
criteria, procedures and respon-
sibilities should be transparent, 
precisely described and based on 
legal acts of appropriate impor-
tance. The higher the cost, the 
more restrictive are the processes 
of assessment and appraisal that 
usually take place. Requirements 
concerning evidence for very 
high-cost orphan drugs should be 
higher than for low cost-drugs. 
As with other ‘non-orphan’ high-
cost drugs, the following analy-
ses should be required: an effi-
cacy and safety analysis based on 
a systematic review; a treatment 
cost analysis; and a budget impact 
analysis.

All analyses should be in com-
parison to optional treatment, 
wherever this is possible and clin-
ically applicable. It is understand-
able that for orphan drugs avail-
able evidence may be scarce and 
of lower quality than is required.

Nevertheless, available evi-
dence should be identified by 
means of a systematic review and 
its quality and precision of esti-
mations should be assessed, thus 
making it possible to manage the 
‘project risk’ (i.e. to determine the 
risk of making a wrong decision 
due to actual effectiveness being 
lower than the efficacy presented 
in the analyses and costs being 
higher than expected). 

Economic analyses, including 
cost-effectiveness or cost-utili-
ty analyses, are usually not re-
quired in the case of orphan drugs 
(and in most cases such analy-
ses would contribute nothing to 
the process of decision-making). 
However, instead of economic 
analyses rational justification of 
the price should be required, tak-
ing into account all possible indi-
cations (including off-label and 

soft label use if refunding in reg-
istered indications is granted); at 
times the costs of R&D and pro-
duction; the planned costs of mar-
keting following the obtaining 
of refunding; the business activ-
ity of the manufacturer in a spe-
cific country; the proposed price 
agreements, etc.

It should be stressed that the 
cost of developing required anal-
yses and price justifications is 
usually a very small proportion of 
the envisaged annual (even tak-
ing only one year into account) 
income of a pharmaceutical com-
pany producing a drug, if it is 
covered. Moreover, the product’s 
dossier usually contains a com-
plete set of analyses developed 
in other countries that may be 
adapted to the circumstances of a 
specific country and therefore the 
financial risk associated with sup-
plying analyses should be consid-
ered very small and the require-
ments reasonable. On the other 
hand, decision-making without a 
proper set of analyses is associat-
ed with a very high risk and usu-
ally leads to wrong coverage de-
cisions that are badly received by 
the public and sometimes entail 
serious consequences.

Official decisions cannot be 
justified without high-quality 
analyses. Reporting systems for 
ultra-rare diseases, both for high-
cost and very high-cost orphan 
drugs should collect data on: pa-
tients’ characteristics (confirm-
ing the fulfilment of the inclu-
sion criteria); efficacy and safety 
(clinically important primary end-
points according to the principles 
of EBM); and data on major cost-
generating events. Such reporting 
systems should be similar to clin-
ical and economic registers de-
signed according to the principles 
of good registry practice. Regis-
ters for ultra-rare diseases should 
not only function as a tool of con-
trol (the inclusion of appropriate 
patients and reporting of drug uti-
lisation). They should also collect 
data on efficacy, safety and gen-
eral costs associated with illness 
management. Such ‘real life’ da-
ta make it possible to verify the 
initial assessment of costs and ef-
fectiveness and therefore the ini-
tial (sometimes provisional) pos-
itive refunding decision, if data 
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are properly collected according 
to GRP principles.

If a high-cost orphan drug is 
placed on a refunding list, spe-
cial rules concerning its use in in-
dividual patients should be con-
sidered. A physician’s decision 
concerning the use of a specific 
orphan drug in a given patient 
may, for example, require verifi-
cation and/or authorisation by a 
supervising authority.

There may be different lev-
els of such supervision: the head 
of a ward, a hospital therapeu-
tic committee, a hospital direc-
tor, the competent regional health 
authority, the national consultant 
in a specific specialty, the health 
insurance institution, or the Min-
ister of Health. An initiation of 
treatment may sometimes require 
the consent of at least 2, 3 or even 
4 of these supervising authorities, 
provided in writing and using 
a special form. The physician’s 
application for consent to use a 

specific high-cost orphan drug 
in a patient with specific charac-
teristics may be submitted via e-
mail or by phone. Such a system 
works, e.g., in Austria, where an 
answer from an insurer is usual-
ly obtained within 2-3 minutes. 
Another solution is a regulation 
that only highly specialised phy-
sicians in appointed hospitals are 
allowed to use or prescribe high-
cost orphan drugs. This, however, 
may entail negative consequenc-
es, including an increased risk 
of corruption, especially where 
there is not appropriate control 
or a restricted utilisation moni-
toring system. Waiting lists are 
sometimes introduced, although 
they are widely criticised on the 
grounds of equal access to health 
care, controlling the development 
of an illness in a patient while 
awaiting treatment, etc.

The availability of high-cost 
orphan drugs, as can be the case 
with other expensive drugs, may 

be increased by means of efficient 
risk sharing schemes and price 
agreements between the manufac-
turer and the regulatory authority, 
developed in parallel and con-
firmed prior to the decision about 
refunding.

To sum up, a different approach 
to decision-making about refund-
ing for orphan products is needed. 
The utilitarian approach used for 
technologies aimed at ‘common 
illnesses’ is not suitable for or-
phan medicinal products. A shift 
in the direction of an egalitarian 
approach to the decision-making 
process about refunding is vital. 
Price justification rather than a 
full economic evaluation seems 
to be a solution for the assessment 
of orphan products. In addition, 
separate refunding budgets ear-
marked for the treatment of rare 
and ultra-rare diseases should im-
prove access to innovative thera-
pies for patients suffering from 
such diseases.

2. Subsidarity, the Common Good and the 
Promotion of Life

H.E. MSGR.  
VINCENZO PAGLIA
President of the Pontifical 
Academy for Life,
the Holy See

1. The title of this round table 
conference includes a large num-
ber of topics that are of important 
relevance at the juridical, politi-
cal, economic, sociological and 
ethical levels. They are inherent 
in the lives of very many men and 
women that are marked by the 
painful experience of illness. For 
my part, I would like to empha-
sise just one aspect – that of the 
responsibility that the whole of 
society must feel for the promo-
tion of life, and above all the lives 

of the weakest individuals, as a 
‘common good’.

2. One point of departure on 
this horizon is the principle of 
subsidiarity. This means that 
higher communities must respect 
the relatively autonomous activi-
ty of lower or intermediate groups 
and that they have the moral ob-
ligation to help lower communi-
ties when these last are not able 
to achieve on their own their pre-
established goals. In the social 
doctrine of the Church this prin-
ciple is a fixed point. John Paul II, 
in Centesimus annus (1991), ob-
served when criticising the excess 
of a ‘Social Assistance State’, that 
‘ a community of a higher order 
should not interfere in the inter-

nal life of a community of a low-
er order, depriving the latter of its 
functions, but rather should sup-
port it in case of need and help to 
coordinate its activity with the ac-
tivities of the rest of society, al-
ways with a view to the common 
good. By intervening directly and 
depriving society of its responsi-
bility, the Social Assistance State 
leads to a loss of human energies 
and an inordinate increase of pub-
lic agencies’ (n. 48). 

This principle, in order to be im-
plemented and to produce results, 
must recognise that the founda-
tion of its intrinsic constitution is 
the inescapable principles of free-
dom and responsibility.  Freedom, 
indeed, is the foundation of sub-
sidiarity and of the ways in which 
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it can take practical form in ac-
tion. If the State recognises that 
the so-termed lower groups or 
lower communities can achieve 
specific objectives in an autono-
mous way, this means that it sees 
in freedom its principle of refer-
ence, and for associations, move-
ments, foundations, macro-aggre-
gations etc. to act, they, also, must 
see freedom in the same way as 
their founding principle.

3. But is it enough to appeal to 
the principle of freedom alone as 
the first and absolute principle? 
In reality this principle must be 
conjoined, if it wants to be truly 
vital, that is to say at the service 
of man, with the principle of re-
sponsibility. In the teaching of 
the Catholic Church, indeed, the 
principle of subsidiarity is only 
one side of the coin. On the oth-
er side, there is the principle of 
sociality from which the former 
principle can never be disjoined. 
This means that the agent, wheth-
er an individual or a community, 
achieves his or its own ‘good’ not 
only when his or its private self-
interests are looked after, but al-
so when he or it is concerned and 
work to ensure that others around 
him or it achieve their own good. 
It is precisely through this soci-
ality that an individual or a com-
munity grows: by being enriched 
by the other. The entire structure 
of solidarity between individuals, 
and between communities and 
peoples, can be understood only 
by looking, at the same time, to 
the principles-duties of sociality 
and subsidiarity. 

If this does not take place, an in-
dividualistic and in the end nihil-
istic negative dynamic is inevita-
ble. Absolute freedom – removed 
from every tie (in Latin ab-solu-
tus) – is in contraction with the 
radical relational reality that the 
human person is. The myth of 
‘absolute’ freedom is leading our 
Western society towards a new 
dictatorship, the dictatorship of 
the ‘self’. Some philosophers, 
such as Gilles Lipovetsky, have 
spoken about a ‘second individ-
ualistic revolution’. This means 
that in contemporary society the 
cult of hedonism and psycholo-
gy, the choice of the privatisation 
of life and the acquisition of au-

tonomy by individuals in relation 
to collective institutions, have 
become a common norm and a 
shared value. In this horizon, 
an individualism without limits 
grows stronger and as a conse-
quence the sense of community 
grows weaker. And, as Todorov 
observes, a new tyranny appears: 
the tyranny of individuals. In-
deed, whereas in the regime of 
ideologies there was an exagger-
ated collectivism, today the oppo-
site is happening. The pendulum, 
it appears, has swung to the other 
side and no longer seems capable 
of a balanced position. 

The individual is pushed to-
wards a total self-determination. 
It is as though the ‘soil’ (the im-
age comes from the psychoana-
lyst Catherine Ternynck) in which 
man grows is drained of relation-
ships. But without thus lymph the 
soil remains sandy, crumbly, in-
substantial. And it is difficult, if 
not impossible, to build solid hu-
man social relationships on such 
a terrain. 

Some scholars speak about an 
‘egocracy’ (on the civil front) and 
‘egodolatry’ (on the ‘religious’ 
front). On such a horizon, the 
elimination of an embryo for the 
most varied of reasons becomes 
licit; one can interrupt the devel-
opment of the life of a malformed 
foetus because it bears a qual-
ity of life not suited to common 
standards, which are defined in 
utilitarian terms; resort to eutha-
nasia is hoped for because a pa-
tient who is incurable, although 
he or she can be treated for exam-
ple with palliative care and in re-
lationships of care, does not have 
the right to citizenship in a soci-
ety where the quotient of happi-
ness must always, and whatever 
the case, prevail; and so forth.

The absolute freedom of the 
‘self’ breaks down and pulveris-
es society and thus individuals as 
well. One could say that we are all 
more free but certainly we are all 
more alone, more slaves.

In reality, freedom is, in oppo-
site fashion, a relationship with 
the other; it is co-existence with 
the diverse; it is a drive to create 
a supportive world. Freedom is 
such only if it places us in a virtu-
ous relationship in order to build 
up a society on the human scale. 

It is always freedom for the Other, 
for beyond, for a supportive, free 
and dignified world for everyone, 
starting with the weakest. We our-
selves, for example, are free hic et 
nunc because our parents re-cog-
nised the true meaning of life and 
thus gave us the possibility, in the 
name of a freedom for, to be able 
to express our constitutional free-
dom through the founding value 
of life. Only through the recogni-
tion of the intangible value of life 
can freedom be disclosed.

In freedom for there takes place 
the transformation of foreign-
ers into moral friends; the prin-
ciple of subsidiarity takes on 
a profoundly ethical meaning; 
and a family and social fabric is 
constituted in which the other is 
equal by essence and therefore 
by value. There no longer ex-
ists the malformed, the diverse 
or the foreigner: there exists only 
the person who, like us, calls for 
our help, for our intervention, for 
sharing and communion-union 
and not only for aseptic and anon-
ymous co-existence.

Freedom without responsibility 
is empty of social value. Indeed, 
responsibility – from the Latin 
‘rispondere’ – requires us to see 
the other as an essential part of 
our being, as we are reminded by 
the ancient account to be found in 
the Book of Genesis: ‘God creat-
ed man in his image; male and fe-
male he created them’ (Gen 1:27). 
And to their alliance God entrusts 
responsibility for stewarding the 
creation and the generations. Into 
this dual task freedom is written, 
as well as responsibility for look-
ing after the creation and the gen-
eration of life.

4. And this dual mandate leads 
us to see life as a common good. 
Expressed in other terms, the in-
tangible value is recognised of the 
creation and of human beings, of 
the life of the human foetus or the 
neonate, and of the weak, the sick, 
the ‘diverse’, the elderly – of eve-
ry human person. Each of these 
has an intrinsic value and is linked 
indissolubly to the community as 
a whole. The defence of life and 
its promotion cannot constitute 
the need of individuals or of so-
cial micro-aggregations: it has to 
constitute the common denomina-
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tor of a society that is based upon 
the fundamental rights of the hu-
man person.

Political justice itself and the 
promotion of life can be founded, 
or can be given practical form, on-
ly on the basis of the classic inter-
pretation of the common good as 
distinct from that based on a the-
ological-utilitarian approach of 
the public good. A. Rosmini ob-
served about the common good: 
‘it is the good of all the individu-
als that make up the social body 
and are part of the law’, whereas 
the public good, in his view, was 
‘the good of the social body taken 
as a whole’. The consequence of 
the confusion, which is not only 
terminological but also and above 
all conceptual, is that, again to 
use the words of A. Rosmini, ‘the 
principle of public good takes the 
place of the principle of common 
good; justice is replaced by util-
ity; politics, taking Law into its 
own overbearing hands, makes of 
it that government which it finds 
most pleasing’ (The Philosophy of 
Law).

Thus the common good can 
be defined as the set of the those 
ethical-social-economic-political 
conditions that foster the inte-
gral development of the person. 
By integral development is meant 
the development of the body and 
the spirit, in a recognition of the 
single totality of the human per-
son. John XXIII wrote in Pacem 
in terris: ‘In this connection, We 
would draw the attention of Our 
own sons to the fact that the com-
mon good is something which 
affects the needs of the whole 
man, body and soul. That, then, is 
the sort of good which rulers of 
States must take suitable meas-
ure to ensure. They must respect 
the hierarchy of values, and aim 
at achieving the spiritual as well 
as the material prosperity of their 
subjects’ (n. 57). 

This approach was upheld as 

early as the Universal Declara-
tion of Human Rights (10 Decem-
ber 1948): ‘All human beings are 
born free and equal in dignity and 
rights. They are endowed with 
reason and conscience and should 
act towards one another in a spirit 
of brotherhood’ (art. 1); ‘every-
one has the right to life, liberty 
and security of person’ (art. 3). 
The defence of life as a common 
good is a fundamental right; it is 
an original and not derived right; 
it is equivalent to a natural right 
and its positive aspect is exercised 
fully; and it must not be violated 
by anyone and it cannot remain a 
mere affirmation of principle but 
must be translated into concrete 
realities that are accessible to eve-
ryone. As a right of everyone, the 
defence and promotion of life is 
therefore a common good.

As such, it is first of all the re-
sponsibility of institutions, but al-
ways also the outcome of the ac-
tive and responsible participation 
of the whole civil community, in 
all its forms of expression. The 
common good is a single thing, 
even though it has different prac-
tical declinations; it is always the 
good of everyone and of each per-
son; it is always the good of the 
person and as such it finds in na-
ture and in the dignity of nature 
its first reference point and its lit-
mus paper.

We should remember the lesson 
left to us by Jacques Maritain who 
wrote as follows in his book The 
Person and the Common Good: 
‘Thus the end of society is not the 
individual good or the collection 
of the individual goods of each of 
the persons that make it up. Such 
a formula would dissolve society 
as such to the benefit of its parts: it 
would go back either to an openly 
anarchic approach or the old an-
archic approach masked by indi-
vidualistic materialism, according 
to which the entire duty of the city 
is to watch over respect for the 

freedom of each person, through 
which the strong freely oppress 
the weak. The end of society is the 
good of the community, the good 
of the social body…The common 
good of the city is neither a sim-
ple collection of private goods nor 
the good of a whole that (like a 
species, for example, sees its in-
dividuals, or like a bee-hive in re-
lation to bees) benefits itself alone 
or sacrifices its parts for itself…
the common good of the city in-
volves and requires the recogni-
tion of the fundamental rights of 
persons (and those of the rights 
of family society where people 
are engaged in a more primitive 
way in political society) and itself 
involves as a principal value the 
highest access possible (that is to 
say compatible with the good of 
everyone) of persons to their lives 
and their freedom to develop, and 
to their communications of good-
ness which in their turn proceed 
from this’.

This what Pope Francis asked 
us in a provocative way some days 
ago when speaking to the Popular 
Movements: ‘What is going on in 
the world today that, when a bank 
fails, scandalous sums of money 
suddenly appear to save it, but be-
fore this bankruptcy of humanity 
not even a thousandth part is al-
lotted to save those brothers and 
sisters who suffer so greatly?’

The story of every man, how-
ever weak or apparently useless 
he may be, is a valuable treasure 
of the whole of humanity, and the 
social bodies of a community, re-
discovering new vigour and the 
capacity to make positive pro-
posals, are called to place them-
selves at its service, within a re-
established framework of a fertile 
dynamic between me and us, be-
tween the individual and society.

In this way, we can put into 
practice the ancient adage of the 
Talmud: ‘Whoever saves a life, 
saves the whole world’. 
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3. The Mission of EURORDIS: the European 
Organisation for Rare Diseases

MS. SIMONA BELLAGAMBI 
Member of the Governing 
Board of EURORDIS,
Italy

EURORDIS is a non-govern-
mental federation of associa-

tions centred around patients and 
led by patients that represents 
thirty million patients with rare 
diseases in Europe. Its mission is 
to create a strong pan-European 
community of associations of pa-
tients and people with a rare dis-
ease; to make their voices heard at 
a European level; and indirectly or 
indirectly to diminish the impact 
of rare diseases on their lives. Af-
filiations have grown constantly 
since 1997, the year of its founda-
tion, and its organisation reflects 
the approach of sharing by which 
activities involving co-operation 
with its own members and nation-
al federations and European fed-
erations that are concerned with 
a specific pathology are planned 
and developed.

What is a rare disease? In Eu-
rope a disease or a disturbance is 
described as ‘rare’ when it afflicts 
less that 1 in every 2,000 citizens. 
At the present time, between 
6,000 and 8,000 rare diseases 
have been identified and these af-
flict about 6.8% of the population 
during the course of their lives. 
About 80% of these diseases have 
genetic origins and 50% of them 
appear during childhood. Rare 
diseases are grave or very grave, 
chronic and often degenerative 
diseases that are a danger to peo-
ple’s lives. There are about thirty 
million people with rare diseases 
in Europe and over 300 million 
in the world. Rare diseases have 
specific features that make them 
not much known about and al-
so difficult to treat. Indeed, peo-
ple with rare diseases can be very 
few in number in a country and, 
as a consequence, so are the ex-
perts on such diseases that belong 

to different categories in various 
nations. Reliable information is 
scarce, research is fragmented, 
and resources are limited. Sus-
tainability is a problem and pa-
tients are often the real experts on 
their diseases; their loved ones are 
those who take care of them every 
day.

Rare diseases present us with 
many challenges that have to be 
addressed. A high percentage of 
people with rare disease are af-
flicted by movement or intellec-
tual disabilities that have a bur-
densome impact on the health 
and daily lives of such people. 
According to a survey that was 
carried out by EURORDIS, wor-
rying data exist about delays in 
diagnosis of these rare diseases 
– up to thirty years – and about 
the numerous difficulties that are 
encountered in gaining access to 
suitable care and treatment. The 
other great problem is a lack of 
treatment (only 5% of rare diseas-
es have an approved treatment. In 
some cases the symptoms can be 
treated to improve quality of life 
and life expectancy). A lack of 
knowledge about rare diseases in 
society and a lack of social rec-
ognition lead to the isolation not 
only of the person with a rare dis-
ease but also of his or her family 
unit. Marginalisation within so-
ciety and health-care systems – 
which are planned for common 
diseases and illnesses – is a con-
dition that is often experienced by 
patients with rare diseases, as it 
is by their families who also bear 
a heavy psychological burden: a 
lack of hope at the level of ther-
apy and the absence of practical 
support in daily life.

In the same way, the high num-
ber and the great diversity of the 
physical, mental, and behavioural 
manifestations of rare diseases, as 
well as the variety of their conse-
quences at a sensorial level, con-
stitute a further obstacle to their 
identification and treatment. In 

addition, a combination of these 
diseases can lead to a number of 
handicaps at the same time. The 
levels of severity of these pa-
thologies vary and they can lead 
to a lower life expectancy, with 
different consequences for daily 
life. Their appearance in life al-
so varies and conditions which 
are relatively common (autism, 
convulsions) can conceal the ra-
re diseases that give rise to them. 
In October 2016 the preliminary 
results of a study now underway 
carried out by EURORDIS con-
ducted in forty-eight European 
countries through Rare Barometer 
Voices, revealed through the re-
plies to 1,840 questionnaires valid 
throughout Europe (35 countries 
were represented) about rare dis-
eases that 63% of patients, 36% 
of  parents and 7% of other family 
members think that daily actions/
areas are where the greatest diffi-
culties are encountered. 

Starting with these shared facts 
documented by inquiries carried 
out by EURORDIS, one can see 
the only way in which rare dis-
eases can be addressed: by unit-
ing the forces that exist to com-
bat fragmentation and overcome 
isolation, creating a critical mass 
to speak with one voice, learning 
from each other and working to-
gether to find common solutions.

EURORDIS develops and pro-
motes activity involving advoca-
cy, information and the creation 
of a network, and empowers pa-
tients and their representatives in 
various fields. This is an organi-
sation that contributes to the Eu-
ropean debate about rare diseases; 
to the development of strategic 
documents in the social/health-
care field; and to research into, 
and the development of, medical 
products and therapies for rare 
disease. 

It has this structure so as to be 
able to bring together the experi-
ences, the needs and the opinions 
of all its members in order to plan, 
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propose and develop various ac-
tivities and initiatives in a shared 
way, supported by the work of 
its staff and a large number of 
volunteers: the Council of Na-
tional Federations, with which it 
has signed a document of mutu-
al commitment and shared goals 
and the organisation of national 
conferences for the development 
of national plans or strategies for 
rare diseases, and the Council of 
European Federations for a spe-
cific pathology involved in the 
development of European net-
works of reference, centres of ex-
pertise, clinical experimentations, 
registers and access to therapies. 
During its national assemblies, its 
action plans are voted on and at 
its two-yearly European confer-
ences workshops are organised on 
specific subjects of contemporary 
relevance.

‘Rare Connect’, which is a plat-
form, is a further instrument that 
is allowing the development of a 
communities online made up of 
patients, their family members or 
associations who live separately 
in  a geographical sense but who 
interact to discuss questions and 
exchange information. This pro-
ject was launched in 2010 and 
now has 77 online communities 
in partnership with 661 patient 
groups. It is supported by three 
full-time community managers 
and 265 voluntary chairmen or 
chairwomen.

As regards the empowerment 
of patents, this is necessary for 
people to become aware of their 
own capacities and to have con-
fidence in these capacities to act 
and to take decisions and to then 
transform them into actions, as 
well as to take control of their 
own lives, their own rights and 
their own social and economic 
conditions. To this end, in 2008 
EURORDIS launched its summer 
school to inform and train peo-
ple in relation to the development 
and regulation of medical prod-
ucts, as well as other things. In re-
cent years, 300 representatives of 
patients and 20 researchers have 
been trained and their involve-
ment began in the year 2015. The 
success of this project is attested 
to by the involvement of some 
of these people in the regulatory 
processes of the European Agen-

cy for the Evaluation of Medical 
Products and their cooperation 
with pharmaceutical companies.

However, every action requires 
awareness on the part of society 
and for this reason in 2008 EU-
RORDIS, together with the Coun-
cil of Alliances, planned a World 
Day of Rare Diseases which is 
now  celebrated every last day of 
the month of February every year. 
Born as a European event, this 
has constantly grown over recent 
years and now involves countries 
all over the world. In 2017 the 
subject, which is different eve-
ry year, will be research because 
without research there is no hope; 
without research, the answers that 
people who are afflicted by rare 
diseases and their families want, 
and have a right to, cannot be pro-
duced. The following is site where 
one can see the list of numerous 
events that are organised in each 
country: www.rarediseaseday.org.

The expression of the expecta-
tions of patients, all of these ac-
tivities and exchanges of infor-
mation contributed to the drawing 
up of the European Regulation on 
Medical Products, with its desig-
nation of over 1,500 orphan drugs 
and 100 products approved for the 
benefit of about three million Eu-
ropean citizens, and the Directive 
on the Rights of European Citi-
zens to Trans-Frontier Care which 
contains article 13, an article spe-
cifically on rare diseases that con-
stitutes the legal framework for 
the implementation of European 
networks of reference and the mo-
bility of patients within the Euro-
pean Union.

The fundamental values of soli-
darity and fairness that guide the 
activities and thus the documents 
and the contributions of EU-
RORDIS can often be summed 
up in the following lines which 
appeared in a document to sup-
port an increase in research ac-
tivity: ‘The sense of social jus-
tice and solidarity expressed by 
every reactive society requires 
action in favour of the most vul-
nerable groups, such as patients 
with a rare disease, who need spe-
cific measures that must be imple-
mented by their governments and 
their health-care systems so that 
they can have the same level of 
care and treatment as other kinds 

of patients. In order to contribute 
to improving the achievement of 
parity, more favourable treatment 
is needed of people who are in 
disadvantaged conditions. In oth-
er words, patients with rare dis-
eases need ‘positive actions’’.

We are very happy that these 
values are reaffirmed in such rel-
evant European documents as the 
‘Communication of the European 
Commission on Rare Diseases – 
2008’; the ‘Recommendation of 
the European Council on Action 
in the Field of Rare Diseases – 
2009’; and Regulation 141/2000 
on orphan medical products where 
incentives are envisaged for the 
development of orphan medical 
products in order to encourage 
innovation in this disadvantaged 
area and thus favour fairness. 
However we are now witness-
ing an increasing number of or-
phan medical products for which 
refunding is envisaged or there 
is even an inversion as regards 
decisions previously taken. EU-
RORDIS has developed a ‘Call 
for Payers’ in which a different 
approach is requested to decisions 
that have to be taken through early 
dialogue and a shared evaluation 
of the value of medical products. 
In the same way, there is a drive 
towards supra-national solidarity 
in order to respond to the shared 
needs of people with rare disease 
and to the fragmentation of exper-
tise and limited resources that can 
find a response only through com-
mon strategies, programmes, ser-
vices and actions. One thus hopes 
for the birth of European institu-
tions which through a network 
can foster the exchange of the 
multidisciplinary skills that are 
present in various counties, and 
also that research will even go 
beyond European frontiers in or-
der to minimise duplications and 
avoid the carrying out of research 
in isolated laboratories and opti-
mise scarce resources at the level 
of information such as databases, 
registers, systems of internation-
al epidemiological surveillance 
and vigilance in relation to medi-
cal products. Once again both the 
‘Communication’ of the Commis-
sion and the ‘Recommendation’ 
of the Council go in this direction 
and they may be seen as success-
es, at least on paper.
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Indeed, notwithstanding the 
steps forward, critical points or 
challenges remain that have to 
be addressed, as emerges from 
the surveys carried out by EU-
RORDIS such as the Access 
Campaign of 2016 on access to 
care and treatment. From this it 
emerges that the greatest difficul-
ty encountered by patients is to 
find an expert on their pathology 
despite the existence of centres of 
expertise in many countries and 
the InnovCare Project-2016  on 
social aspects that highlight how 
the separation of the social sec-
tor and the health-care sector is a 
common phenomenon; there con-
tinues to be a lack of connection/
coordination between the various 
services; the pathways of care are 
still fragmentary; and often pa-
tients and associations of patients 
have to coordinate care and help 
themselves.

The European networks of ref-
erence could constitute an im-
provement when it comes to these 
critical points because they are 
networks of centres of expertise, 
of workers and of laboratories 
that are organised at a trans-fron-
tier level. They are incorporated 
into the national health-care sys-
tems and it is expertise that trav-
els and is shared beyond frontiers, 
with health care being provided at 
a local level at a higher level of 
quality. All rare diseases should 
be included in over the next few 
years so that ‘every patient has a 
home’.

In the development of these 
networks the role of EURORDIS 
has been, and is, to develop the 
Recommendations/Addendum of 
the group of technical experts on 
the EUCERD MR in order to as-
sure that the networks are centred 
around patients, with the repre-
sentation of patients structured in-

to the formal governance and op-
erational supply of the networks.

What is needed is the creation 
of European advocacy groups of 
patients arranged around groups 
based on subjects present in the 
networks outlined in the EUC-
ERD Addendum, together with 
representatives of rare diseases/
associations of patients, as well 
as the existence of partnerships 
for the assessment of clinical ex-
cellence in the networks (PACE-
ERN), a consortium with HOPE 
and Accreditation Canada Inter-
national. All this in order to de-
velop technical suggestions for 
the development of manuals and 
technical assessment toolboxes 
for the requests of the networks 
on behalf of the European Com-
mission.

It is clear that we believe that 
care must be in line with a holis-
tic, multidisciplinary, ongoing and 
approach centred around individ-
uals in order to allow the full im-
plementation of their fundamental 
human rights as recommended by 
the EUCERD Group of European 
technical experts on rare diseases 
to member States. It is to move 
these rights from the ‘Recommen-
dation’ to their implementation 
that EURORDIS is promoting the 
InnovCare Project by which an as-
sessment will be made of the so-
cial needs that have not been met 
of people with rare diseases and 
their families, as well as an anal-
ysis of the models of social care 
that exist in various countries. The 
exchange of skills and good prac-
tices will be promoted, as well as 
the creation of a European net-
work of resources centre for rare 
diseases. We will try to learn from 
each other and to influence policy 
and we will develop a policy for 
a model of care and treatment by 
utilising case managers.

The concept of solidarity as Eu-
ropeans is constantly growing and 
is becoming international and it is 
specifically to achieve this that 
Rare Diseases International came 
into being. This is an initiative 
that seeks to create an informal 
network of organisations of pa-
tients with rare diseases in order 
to form a global alliance that rep-
resents patients and their families 
of all nationalities for all rare dis-
eases. Rare Diseases Internation-
al is a EURORDIS initiative with 
national federations all over the 
world with whom we have signed 
partnership agreements (MOU) in 
order to improve the capacities of 
the members of Rare Diseases In-
ternational through information, 
the exchange of knowledge, mu-
tual support, and joint actions. 
The objective of the committee 
of non-governmental organisa-
tions on rare diseases is to bring 
visibility and understanding of ra-
re diseases to the United Nations 
(UN), a platform where rare dis-
eases have received little atten-
tion hitherto. It brings together 
knowledge and experts in order 
to move towards a greater recog-
nition of rare diseases as a glob-
al priority in the field of health-
care policy, research, and social 
and medical care. The committee 
of non-governmental organisa-
tions for rare diseases was set in 
motion by Ågrenska Foundation 
and EURORDIS. It is a signifi-
cant committee established under 
the umbrella of the Conference 
of Non-Governmental Organi-
sations which has a consultative 
relationship with the United Na-
tions (CONGO).

Its official presentation at the 
United Nations in New York is 
envisaged for today, 11 Novem-
ber 2016: www.ngocommitteer-
arediseases.org 
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1. Delivering New Medicines for the Treatment 
of Malaria

MS SYLVIE  
FONTEILLES-DRABEK
Executive Vice President, 
Medicines for Malaria  
Venture - M.M.V.,
Switzerland

Your Eminences, Your Excel-
lences, I am honoured to be 

invited to speak before you today 
on behalf of Medicines for Malar-
ia Venture (MMV). This gives me 
the opportunity to share with you 
the work we do to meet the ur-
gent need for new medicines and, 
equally importantly, for the deliv-
ery of these medicines to people 
suffering from malaria.

Malaria is a preventable and 
treatable disease, an ancient dis-
ease that continues to be a dead-
ly foe. At the turn of this century, 
the world mobilised its expertise 
and resources to fight malaria 
and has succeeded in reducing 
deaths by 60% and malaria cas-
es by 37% in 15 years. These are 
impressive gains. Yet in 2015 
the disease still infected over 
200 million people – almost 100 
times the population of Rome. 
And it killed over 400,000.  

Who are these vulnerable peo-
ple? Most of those who died, al-
most 70%, were children under 
5 years of age. In parts of Africa, 
young children can often suffer 
from malaria more than 6 times 
a year. The disease wears them 
down, damaging their neurolog-
ical and biological development.  

Pregnant women are also dis-

proportionately affected by ma-
laria, since the parasite seques-
ters in the placenta, it causes 
severe anaemia, and the mother 
is also naturally immunosup-
pressed during pregnancy. In Af-
rica alone, approximately 10,000 
women and 200,000 babies die 
annually as a consequence of 
the infection, and there are sub-
stantial numbers of infants born 
prematurely and with low birth 
weight. These infants clearly do 
not thrive as well as normal in-
fants.

These people are also the 
world’s poorest. We must not 
forget that malaria is a cause and 
a consequence of poverty in de-
veloping countries. The disease 
drains $12 billion from Africa 
each year and strikes lowest-in-
come households the hardest. 

20 years ago, malaria had be-
come one of the world’s most 
neglected diseases. The handful 
of malaria medicines no longer 
worked. The pipeline for new 
antimalarials was virtually emp-
ty as the returns on investment in 
antimalarial drug development 
were considered too low by in-
dustry. As a result, cases were on 
the rise, with deaths exceeding a 
million every year.

In 1999, the MMV was creat-
ed to address this untenable sit-
uation, and totally changed the 
research landscape. As a prod-
uct-development partnership 
committed to the discovery, de-
velopment and delivery of new, 
efficacious and affordable anti-
malarial medicines, the MMV 

succeeded in bringing pharma-
ceutical and academic research-
ers together to defeat this dis-
ease.

Our partnership model is 
unique and has been emulated 
by many. We raise public, pri-
vate and philanthropic funds 
and are able to select and sup-
port projects, both financially 
and scientifically, and build a 
research portfolio of promising 
antimalarial medicines.

We have an extensive network 
across 50 countries of over 400 
partners from academia and in-
dustry, including pharmaceuti-
cal companies, biotechnology 
laboratories, universities and 
research institutions. I am de-
lighted to say that with the pow-
er of these partnerships we have 
achieved significant progress.

We have developed the larg-
est ever pipeline of more than 65 
potential antimalarial drugs and 
are working with our partners to 
advance these drugs rapidly so 
that new medicines can fill the 
malaria medicine box.

And we have already brought 
forward six new, quality medi-
cines, which include paediat-
ric formulations, treatments for 
severe malaria and protection 
against seasonal malaria. It is es-
timated that over the last 7 years, 
around 350 million of these treat-
ments have saved more than one 
million lives in over 50 coun-
tries. One of the key elements 
of this success is our partners’ 
commitment to developing and 
bringing to market drugs that are 
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affordable (between 1 and 2 dol-
lars for treatment of uncompli-
cated malaria).  

Our small team of 84 people 
from 26 countries remains ded-
icated to the mission to defeat 
this deadly disease once and for 
all. But the path is peppered with 
challenges. 

We do not want the medicines 
we develop to languish on dusty 
shelves in medicine stores just 
because health facilities do not 
stock them, or because health-
care workers do not know how 
to administer them. 

Our access strategy facilitates 
policy-change and ensures that 
new innovative antimalarials 
emerging from our pipeline are 
affordable, accessible, availa-
ble, and reach patients in time to 
save their lives. We are commit-
ted to making this happen.

Before I end, I would like to 
tell you the story of Saudat - a 
little 3 year old who almost lost 
her life to malaria but was given 
treatment in time. 

Saudat was admitted to Mur-
tala Mohammed Specialist Hos-
pital in Kano State, (Nigeria), 
unconscious, with convulsions 

and a high temperature. She had 
severe malaria. Her life was at 
risk. 

Nigeria is a high burden coun-
try, where almost every third 
young child has malaria that 
causes life-threatening symp-
toms like anaemi.1 The MMV 
had been working in Nigeria 
with our partner CHAI to en-
courage the uptake of injecta-
ble artesunate, a drug for severe 
malaria we had helped our part-
ner Guilin Pharmaceutical bring 
through the WHO prequalifica-
tion programme. Fortunately, 
the Murtala Hospital had inject-
able artesunate in stock and it 
was administered immediately, 
and then regularly for a period 
of 48 hours. Two days later, Sau-
dat regained consciousness and 
was put on a regimen of oral ar-
temisinin combination therapy 
to cure her of malaria. Injectable 
artesunate helped reduce the se-
verity of the infection and saved 
her life.

And that was not all. Based 
on Saudat’s positive response to 
treatment, and on similar cases, 
the paediatrics department at the 
busiest referral hospital in Kano, 

Nigeria, as well as other state 
hospitals, switched from intra-
venous quinine (difficult to ad-
minister and painful) to injecta-
ble artesunate to treat all cases of 
severe malaria. This was an ex-
cellent response, especially for 
all those young ones being ad-
mitted on a daily basis.

Saudat is a reminder of why 
we do what we do. One of the 
hundreds of thousands of chil-
dren who have benefited from 
MMV’s work.

Our work so far has been 
supported by a small group of 
government, private and phil-
anthropic donors who are as 
committed as we are to the ul-
timate defeat of malaria. We 
are infinitely grateful for their 
support and we recognise that 
achieving our ambitious goals 
will require sustained long-term 
investment and political com-
mitment. Together with our part-
ners, we will continue to work to 
free the world of malaria. 

Note

1 http://article.sapub.org/10.5923.j.heal
th.20150503.01.html

2. Progress Toward the IRDiRC Goals:  
200 New Treatments for Rare Diseases by 2020

PROF. PAUL LASKO
Department of Biology,
McGill University, 
Montreal, Canada

Good afternoon, everyone.  It 
is a great honour and a priv-

ilege to be with you today and 
to share my thoughts about lat-
est developments in rare disease 
research and therapeutic devel-
opment.  I will be speaking to 
you as someone who makes de-
cisions about what research pro-

grams to fund, as a scientific di-
rector of one of the institutes that 
makes up the Canadian Institutes 
of Health Research, a govern-
ment body that funds health re-
search.  I also have been deeply 
involved in the International Ra-
re Disease Research Consortium 
(IRDiRC), a body that works to 
foster better international collab-
oration and coordination in rare 
disease research.

There has been a big change 
over the past 5-10 years in the 
priorities of many public-sec-

tor funders of health research in 
that they are now recognizing the 
need to better engage patients in 
driving the research agenda.

In the United States, in 2010 
an independent, non-profit or-
ganization called the Patient-
Centered Outcomes Research 
Institute (PCORI) was estab-
lished by Congress.  Its mandate 
is to improve the quality and rel-
evance of evidence available to 
help stakeholders make informed 
health decisions, with the goal of 
determining which health care 
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options work best for patients 
and those who care for them in 
particular circumstances.

In the United Kingdom, the 
National Institute for Health Re-
search, which is part of the Na-
tional Health Service, estab-
lished INVOLVE back in 1996.  
Its role is to support active pub-
lic involvement in the Nation-
al Health Service, and in public 
health and social care research.  

In Canada, the Canadian Insti-
tutes of Health Research, in part-
nership with provincial Minis-
tries of Health, launched in 2014 
its Strategy for Patient-Orient-
ed Research.  Among its princi-
ples is a statement that patients 
need to be involved in all aspects 
of the research to ensure ques-
tions and results are relevant.  
These three examples illustrate 
a broader trend toward deeper 
partnerships among patients, re-
searchers, and funders, which in 
my view is a good development.

Turning more specifically to-
ward rare and orphan diseases, 
patient support groups that gen-
erally focus on a single disease, 
or a small group of diseases, in a 
single nation, are organizing into 
large umbrella groups that have 
substantial influence on the re-
search agenda.  EURORDIS is 
probably the largest such organ-
ization, it is active in 63 countries 
and covers over 4000 different 
rare diseases.  The US counter-
part is the National Organization 
for Rare Disorders.  Genetic Al-
liance, also based in the United 
States but active worldwide, is a 
particularly effective advocacy 
organization that has pioneered 
innovative new approaches to 
empower patients and their fam-
ilies who are living with genetic 
disease.

One such initiative involves 
building an open-access pub-
lic database on mutations in two 
genes called BRCA1 and BR-
CA2.  There are thousands of 
different variants in these genes 
– some confer a high probabil-
ity of developing breast cancer, 
others are benign, and for many 
others the clinical significance 
is unknown.  A major database 
containing information about 
these variants is proprietary, con-

trolled by the company that sells 
the most commonly used genetic 
test, and not generally open for 
external research use.  This ini-
tiative called “Free the Data” en-
ables patients to enter their own 
genetic and health information 
on a public database so that it can 
be shared with other patients and 
with researchers.

There also are examples of in-
dividual patients and their fami-
lies setting up their own systems 
to fundraise for research on their 
disease of interest, and as well 
actively collaborating with the 
scientists who do the research.

All that is intended to provide 
an overall context for the work of 
IRDiRC, the International Rare 
Diseases Research Consortium.

IRDiRC was publicly an-
nounced in 2011 subsequent to 
discussions between Francis 
Collins of the US National In-
stitutes of Health and Ruxandra 
Draghia-Akli of the European 
Commission.  Its founding goals 
are to help facilitate the develop-
ment of a diagnostic tool for eve-
ry known rare disease, and the 
development of 200 new thera-
pies, by 2020.  To do this IRDiRC 
has led public- and private-sec-
tor research funders in this area 
to provide more resources to rare 
disease research, and has pursu-
ing several initiatives to improve 
collaboration and pool infor-
mation from patients in differ-
ent countries.   IRDiRC now in-
cludes over 40 members from all 
over the world who collectively 
have committed over $2 billion 
US to rare disease research.

First I will show the pro-
gress that has been made toward 
achievement of these goals. On 
the therapeutic side it is exciting 
to report that the goal of 200 is 
nearly achieved – 195 new ther-
apies with orphan designation 
have been approved by the Food 
and Drug Administration in the 
US and/or the European Medi-
cines Agency since 2010.  About 
1400 new diagnostic tests for ra-
re diseases have been developed 
and made available since 2010, 
which is a big success.  Howev-
er there is still a substantial set 
of diseases for which there is no 
test.  This is often because the pa-

tient population for each of these 
diseases is extremely small – di-
agnostic tests are usually based 
on genetic variants, and a par-
ticular genetic variant cannot be 
definitely linked to a disease un-
less it is found in more than one 
unrelated patient.  In a moment 
I will talk about an exciting new 
effort, called Matchmaker Ex-
change, to find matches between 
patients with a common genetic 
variant and similar symptoms, 
which promises to speed discov-
ery and the development of new 
diagnostic tests.  

I am grateful to Dr Kym Boy-
cott for the material I will now 
present about Matchmaker Ex-
change are borrowed from a col-
league, Kym leads a Canadian 
national consortium on pediat-
ric rare disease research and who 
has been instrumental in this ef-
fort.  IRDiRC, along with the 
Global Alliance for Genomics 
and Health, has supported this 
work.

This boy named Noah is one 
of Kym’s patients.  He has a rare 
disease that seriously affects his 
balance and movement, and two 
years ago Kym’s group found 
a variant in his genes that is a 
strong candidate for causing his 
disease.  However, up to now 
no one else has been found with 
the same variant so a definitive 
link could not be made.  While 
this is one example, more than 
half of patients who undergo ge-
nome sequencing fail to have 
a causative variant identified.  
How can these unsolved patients 
be matched so that more can be 
learned about their diseases?

The previous approach to this 
was informal and haphazard.  
Kym with two European col-
leagues during a very nice din-
ner here in Rome, where they 
discussed their patients, shared 
data, and discovered that Kym’s 
collection of patients contained 
a match with each of the collec-
tions of the European research-
ers. So two diseases gained di-
agnostic tools as a result of this 
dinner.  

Matchmaker Exchange pro-
vides a more systematic approach 
to the problem.  Representatives 
from 12 different research groups 
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with large databases, that were 
entirely disconnected with one 
another, met at a conference in 
Boston in 2013 to discuss how 
to share data.  As of today six of 
these groups are linked, so that a 
researcher can search all of them 
for a match with a patient of in-
terest.  Importantly, this ability 
will soon be extended to patients, 

who will be able to search with 
their own data.

One of the first successes of 
this approach was that the tool 
found a match between a patient 
being cared for in Ottawa and 
another in Kansas City, leading 
to a diagnosis for these individ-
uals.  Prior to the software find-
ing the match, these researchers 

did not know each other so the 
dinner approach could not have 
worked.  And as for Noah, the 
boy I mentioned before, Match-
maker Exchange found a match 
for him just a couple of weeks 
ago, with a patient in Seattle.

I will close my talk here and 
simply thank the audience for its 
attention. 
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Thoughts for Dialogue and Discussion

Care that Respects the Patient and the 
Environment: a Short Return to the Encyclical 
Laudato Si’

DR. ANTONIO  
MARIA PASCIUTO
Medical Doctor Specialised  
in Environmental Medicine,
Italy

I would like first of all to thank 
the Pontifical Council for 

Health Care Workers (for Health 
Pastoral Care), and in a special 
way Monsignor Jean-Marie Mu-
pendawatu, for inviting me as a 
speaker and chairman to this im-
portant international conference, 
which this year is on people with 
rare and neglected diseases.

The subject that has been as-
signed to me is ‘Care that Re-
spects the Patient and the Envi-
ronment: a Short Return to the 
Encyclical Laudato Si’.

My task also involves propos-
ing themes and subjects as an in-
troduction to our dialogue and to 
the discussion that will follow.

The time available to me for this 
short introduction (ten minutes) is 
certainly not enough to examine 
in a detailed way all the aspects 
present in the encyclical Laudato 
Si’ connected with health and its 
close connection with the envi-
ronment.

I will confine myself, therefore, 
to emphasising the subjects that 
in my view are the most interest-
ing and stimulating and these I 
will bring to your attention, bear-
ing in mind the discussion that 
will follow.

There is a clear continuity be-
tween the thirtieth international 
conference organised by the Pon-
tifical Council for Health Care 
Workers last year (which took 
place five months after the prom-
ulgation of the encyclical Laud-

ato Si’) and this thirty-first inter-
national conference. Both centre 
around the themes of Salus (un-
derstood as physical, moral and 
spiritual health), of welcome, 
and of a new culture that should 
be embraced by all citizens and 
all health-care workers: that of 
a clear awareness that the health 
of a person is indissolubly linked 
to the health of the environment, 
that is to say of the creation, that 
is to say our common home.

To emphasise this continui-
ty, I will refer to the words pro-
nounced by the Holy Father dur-
ing the audience that was granted 
to those taking part in the inter-
national conference of last year. 
‘I hope that in these days of re-
flection and debate, in which you 
also consider the environmental 
factor in its aspects most strong-
ly related to the physical, psycho-
logical, spiritual and social health 
of the person, you may contrib-
ute to a new development of the 
culture of salus, understood also 
in an integral sense. I encourage 
you, in this perspective, to always 
bear in mind in your work the re-
ality of those populations, which 
suffer most the damages that stem 
from environmental degradation, 
serious, often permanent injuries 
to health.  And, speaking of these 
damages that stem from environ-
mental degradation, it is a sur-
prise for me to find – when I go 
to the Wednesday Audience or to 
parishes – so many sick people, 
especially children.... The par-
ents say to me: “He has a rare ill-
ness! They don’t know what it is”. 
These rare illnesses are the conse-
quence of the sickness that we in-
flict on the environment. And this 
is serious!’

The sub-title of the internation-
al conference of this year reads: 
‘Informing to know; knowing to 
act; acting to treat; treating in a 
way that respects the life and dig-
nity of the patient and the envi-
ronment, a welcoming and sup-
portive culture of health, with an 
outlook of hope on the future’. 

Here are some important points 
for our discussion: 1. The need 
to engage in correct information 
so as to acquire adequate knowl-
edge; 2. the need to act, to move 
therefore to action, once the right 
knowledge has been acquired; 3. 
the need to act in a way that re-
spects life, the sick person and the 
environment (which are all close-
ly connected); to base oneself in 
action on the principles of wel-
come and solidarity; 4. the need 
to have hope in the future, if these 
are the starting points.

In the short time that remains 
to me, I want to show you a few 
slides that highlight the concepts 
that have just been expressed, 
with an approach – at the level of 
understanding – of the dynamics 
that are at the base of very many 
chronic rare and neglected pathol-
ogies, as an indispensable starting 
point for being able to treat them.

On the basis of what is clearly 
expressed in the encyclical Laud-
ato Si’, I would like to empha-
sise the importance of living in 
a healthy environment, in a com-
mon home, in which man can lead 
an existence that is worthy of his 
divine origins, in order to be able 
to prevent and treat many pathol-
ogies.

I will engage in a very brief re-
turn to some aspects expressed 
in Laudato Si’ and I will stress 
the need for care and respect for 
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the environment (the Common 
Home), in order to prevent and 
treat many pathologies, amongst 
which rare and neglected diseas-
es.

The World Health Organisation 
(WHO) tells us that about 24% 
of illnesses in the world are due 
to environmental factors. A large 
part of these risks, however, could 
be avoided through targeted initi-
atives.

According to the calculations of 
the WHO, more than 33% of ill-
nesses in children under the age of 
five are due to environmental fac-
tors. Preventing exposure to these 
risk factors would save about four 
million lives every year amongst 
children alone, above all in devel-
oping countries (we are dealing 
here with more than ten thousand 
deaths every day)!!!

The World Health Organisation 
tells us that there are 12.6 million 
deaths every year because of en-
vironmental pollution and this is 
an underestimate. One is dealing 
here with 35,000 people every 
day!!!

Contamination of the air, water, 
the soil, exposure to chemicals, 
climate change and ultraviolet ra-
diation contribute to affliction by 
over 100 illnesses.

One person in every four in the 
world dies because of pollution 
of the environment: the countries 
that are most afflicted by this are 
low- and middle-income coun-
tries in South East Asia and the 
regions of the Western Pacific. 
In Europe, in the year 2012, ex-
posure to environmental risk fac-
tors linked to the place in which 
people lived or worked caused 
the lives of 1.4 million people. 
Amongst rare and neglected dis-
eases we can certainly list those 
that today are defined as emerging 
pathologies: pathologies that are 
certainly connected to so-called 
‘environmental overload’. These 
are increasing rapidly. Examples 
of these are: 1. multiple chemi-
cal sensitivity (MCS); 2. chronic 
fatigue syndrome (CFS); 3. fibro-
myalgia (FM); 4. sick building 
syndrome (SBS); electro sensitiv-
ity (ES); and yet others.

One is dealing here with mil-
lions of patients who do not man-
age to receive dignity, welcome 
and support in their infirmity, 

above all because, in primis, re-
search into the causes of their pa-
thologies at a diagnostic level is 
not sufficiently developed.

At number 67 of Laudato S’ we 
read: ‘The biblical texts… tell us 
to “till and keep” the garden of 
the world...“keeping” means car-
ing, protecting, overseeing and 
preserving. This implies a rela-
tionship of mutual responsibility 
between human beings and na-
ture. Each community can take 
from the bounty of the earth what-
ever it needs for subsistence, but 
it also has the duty to protect the 
earth and to ensure its fruitfulness 
for coming generations’.

At number 69 of Laudato Si’ 
we find the following sentenc-
es: ‘“the Lord rejoices in all his 
works”. By virtue of our unique 
dignity and our gift of intelli-
gence, we are called to respect 
creation and its inherent laws, for 
“the Lord by wisdom founded the 
earth”.

At number 70 of Laudato Si’ 
we find these words: ‘genuine 
care for our own lives and our re-
lationships with nature is insepa-
rable from fraternity, justice and 
faithfulness to others’.

At number 79 of Laudato Si’ 
we find the following sentences: 
‘In this universe, shaped by open 
and intercommunicating systems, 
we can discern countless forms 
of relationship and participation’, 
living beings are therefore ‘open 
systems’, that is to say in constant 
ceaseless interaction with the en-
vironment in which they live. The 
environment and health make up 
an indissoluble tandem. A living 
organism cannot be healthy is it 
is ‘immersed’ in an unhealthy en-
vironment (or at least its state of 
health cannot last long’.

At number 20 of Laudato Si’ 
we are told that: ‘People take sick, 
for example, from breathing high 
levels of smoke from fuels used 
in cooking or heating. There is 
also pollution that affects every-
one, caused by transport, industri-
al fumes, substances which con-
tribute to the acidification of soil 
and water, fertilizers, insecticides, 
fungicides, herbicides and agro-
toxins in general. Technology, 
which, linked to business inter-
ests, is presented as the only way 
of solving these problems, in fact 

proves incapable of seeing the 
mysterious network of relations 
between things and so sometimes 
solves one problem only to create 
others’.

At number 29 of Laudato Si’ the 
Pope tells us: ‘Underground water 
sources in many places are threat-
ened by the pollution produced in 
certain mining, farming and in-
dustrial activities, especially in 
countries lacking adequate regu-
lation or controls. It is not only a 
question of industrial waste. De-
tergents and chemical products, 
commonly used in many places 
of the world, continue to pour into 
our rivers, lakes and seas’.

The role of these components 
in causing chronic pathologies, 
including rare and neglected dis-
eases, is of very great relevance.

The greatest philosophers, sci-
entists and medical doctors have 
always asked themselves about 
the meaning of health, providing 
the most varied definitions, in an 
attempt to establish when a person 
is ‘well’ or not. At times, however, 
in order to explain very profound 
and involved concepts, the best 
thing to do is to try to simplify. In 
this case, mathematics can come 
to our aid. In my view the concept 
of health could also be expressed 
in a simple mathematical formula 
through a fraction, in which as a 
numerator we have the capacity 
for compensation that every or-
ganism possesses, and the denom-
inator is the disturbance factors 
(environmental factors, stressing 
elements of various origins, with 
which the organism in itself con-
stantly comes into contact).

                Capacity 
Health = for Compensation
    Disturbance Factors

If we wanted to observe better 
this mathematical formula, and 
see it from a broader perspec-
tive as well, I would say almost 
a philosophical/theological per-
spective, we would realise how in 
the numerator (the higher part of 
the fraction) we find all the ele-
ments that helps us to foster and 
maintain health. We are specifi-
cally dealing with what we have 
received from God and which al-
lows us to be in good health eve-
ry day: the immunity system, the 
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enzyme defence, the purification 
system, and the excretory organs, 
which enable us to eliminate from 
the organism everything that is 
injurious. In the denominator 
(the lower part of the fraction), 
we find what causes the illness. 
If we see things clearly, these are 
components ‘created’ by man and 
placed in increasing quantities in 
the environment, in nature, when 
awareness, respect and love for 
nature herself declines. Amongst 
these, we may list, for example, 
environmental pollutants such 
as insecticides, pesticides, defo-
liants, solvents, plastics, heavy 
metals, phthalates, bisphenols, 
moulds, nanoparticles, genetical-
ly modified organisms, electros-
mog, and many others. Here, too, 
the interpretation could be the fol-
lowing: God has given us every-
thing that allows us to remain in 
good health. Man has free will to 
preserve these gifts, to treat them 
with care and love so as to live in 
health for as long as possible; or 
he can damage himself (a disor-
dered lifestyle) and the environ-
ment in which he lives (this has 
been happening increasingly over 
the last few decades), moving in-
exorably towards illness. Chronic 
pathologies, and rare and neglect-
ed diseases, should be placed in 
this category.

Following the multi-factor 
model that is at the base of chron-
ic pathologies (including rare and 
neglected diseases), we realise 
how all of these pathologies are 
due to a ‘genetic component’ and 
an ‘environmental component’ 
which interact with each other. 
As regards the genetic part, there 
are few ways of acting: many are 
still at the experimental stage and 
are certainly are not without grave 
risks. Suitable attention and lov-
ing care given to the creation, to 
the common home, allow an enor-
mous reduction of the risk of fall-
ing ill and notably increase the 
possibility of an effective cure.

We should then take into ac-
count that modern science, thanks 
above all to epigenetics, has en-

abled us to understand that our 
genetic inheritance as well (or at 
least its way of expressing itself 
at a phenotype level) is depend-
ent on external influences linked 
to the environment. By now it has 
been demonstrated that so-called 
‘environmental overload’, as ex-
pressed in number 20 of the en-
cyclical Laudato Si’, also dam-
ages the genome of those who 
exposed to it, with negative con-
sequences that are handed down 
to subsequent generations.

In the light of the awareness 
that comes to us from the encycli-
cal Laudato Si’, medical doctors 
and health-care workers should 
work (their mission), in the sense 
of prevention and cure, through 
action designed to: 1) ‘strength-
en’ the natural systems of defence 
and purification that we received 
as a gift at birth, and 2) reduce 
to the utmost the so-termed ‘risk 
factors’ that are all closely con-
nected with the deterioration of 
the environment.

The fundamental element from 
which to start is awareness of 
what has been said hitherto. A 
medical doctor must know that 
very many pathologies, and in 
particular chronic illnesses (in-
cluding rare and neglected dis-
eases) and functional disturbanc-
es, have as a principal cause (or a 
joint cause) factors that have en-
vironmental origins.

These should be investigated 
and demonstrated (today we have 
available internationally recog-
nised laboratory analyses that al-
low us to engage in a monitoring 
of the environment and bio-moni-
toring in that sense).

Clinical environmental medi-
cine is a new branch of medicine. 
This is a modern discipline (the 
central role of the environment as 
a determining cause of very many 
pathologies) and one that is trans-
versal (every medical specialisa-
tion deals with pathologies whose 
cause or joint cause can be factors 
of an environmental kind).

Precisely for this reason, AS-
SIMAS (the Italian Association 

of Medicine, Environment and 
Health) has planned for the year 
2017 two training schools which 
will be held in Milan and Rome 
and will centre around the sub-
jects that have just been referred 
to.

The last words of the sub-title 
of this international conference 
are ‘With an Outlook of Hope on 
the Future’.

We should not imagine or see 
hope as something that is far away 
from us. Hope dwells in us and 
becomes reality, a concrete life 
if – strong in our awareness and 
our faith – to this we add works. 
It was no accident that St. James 
said: ‘faith without works is dead. 
What is the use, my brethren, is 
someone says that they have faith 
but they do not have works?’ 
(James 2:14-26).

Amongst the gifts that God has 
given to us, there are our quali-
ties, our vocations, our talents as 
human beings. Each person has 
available their own talents which 
we must use basing ourselves on 
principal ethics and concentrating 
on what is of priority importance. 
At the present time the encycli-
cal Laudato Si’ says this in a clear 
way: the subject of the environ-
ment (understood in a broad sense 
and not only a physical sense) 
constitutes one of the greatest pri-
orities. To restore health and dig-
nity to the environment also con-
stitutes the principal pathway by 
which to address and cure people 
with rare and neglected diseases.

Each person must do this in 
their own sphere. A citizen (that 
is to say a human being) in gen-
eral should do this, but by trans-
lating it into their activity, their 
mission carried out every day: 
parents, teachers, priests, scien-
tists, medical doctors, politicians, 
legislators, administrators, law-
yers, judges, businessmen, and 
journalists.

Following the teachings and the 
exhortations present in Laudato 
Si’, which are so admirably, clear-
ly and poetically expressed, noth-
ing will be precluded to us. 
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I have been a member of the Pas-
toral Care in Health Commis-

sion of the Justice and Solidarity 
Department of CELAM (the Lat-
in American and Caribbean Con-
ference of Bishops) since its be-
ginnings in 1994. During these 
twenty-two years of history, an 
important legacy has been given 
to the Latin American and Carib-
bean Church: guidelines for its ac-
tion in the health-care world.  This 
document was updated over time 
and its present version reflects the 
Conference of Aparecida (2007). 
Now a new revision and updat-
ing has been begun, inserting 
the thought and the encyclicals 
of Pope Francis. This vision and 
concept of pastoral care can be in-
spiring for the work of the Cath-
olic Church in other parts of the 
developing world, in many coun-
tries that have similar challenges 
to Latin American countries, for 
example in Africa and in Asia.   

The pastoral care in health is 
the evangelising action of all the 
People of God, who are commit-
ted to promoting, caring for, de-
fending and celebrating life by 
carrying out the liberating and 
salvific mission of Jesus in the 
world of health.

The document of Aparecida 
states: ‘Pastoral care in health is a 
response to the great questions of 
life such as suffering and death, in 
the light of the Lord’s death and 
resurrection’.

General Objective
To evangelise with a renewed 

missionary spirit in the world of 
health, with a preferential option 
for the poor and sick, participat-
ing in the construction of a just 
and caring society at the service 
of life.

To carry out its mission, pasto-
ral care in health emphasises three 
dimensions: solidarity, communi-
ty and the political-institutional 
dimension.

The Dimension of Solidarity

Objective
To be the presence of Jesus, the 

Good Samaritan, with the sick 
and those that suffer in families, 
communities, and health-care in-
stitutions. 

Areas of action
To illuminate, through Chris-

tian faith and the person of Jesus, 
the realities of pain, of suffering, 
of sickness and of death.

To train agents of pastoral care 
in health in the human, ethical, 
bioethical, pastoral and spiritual 
aspects of their activity in order 
to announce the Good News of 
salvation seen from the realities 
of health and sickness, life and 
death.

To celebrate with special care 
significant dates related to the 
world of health: Christmas, East-
er, the feast days of the saints of 
charity, the world health day, the 
world day of the sick, the world 
doctor day, the world nurse day, 
etc.

To offer human and Christian 

accompanying to the sick and 
their relatives in institutions and 
their homes, respecting freedom 
of conscience and different reli-
gious beliefs.

To help the sick, their rela-
tives and all those that assist 
them to discover the true mean-
ing of the celebratory and sacra-
mental dimension of faith, espe-
cially through the sacraments of 
Reconciliation, the Eucharist and 
Anointing of the Sick.

To raise awareness in society 
and the Church about the reality 
of suffering, denouncing the mar-
ginalisation of the terminally ill 
and elderly, of individuals with 
special needs, and those affected 
by AIDS, drug addiction, alcohol-
ism, mental illness, and cancer.

To encourage the creation of 
support groups and/or associa-
tions for the chronically and ter-
minally ill and their families.

The Community Dimension

Objective
To encourage health education 

and the promotion of health, with 
an emphasis on public health and 
basic sanitation, acting preferen-
tially in the areas of the preven-
tion of sickness and the promo-
tion of healthy lifestyles.

Areas of action
To promote educational action, 

implementing a culture of healthy 
lifestyles, with action for preven-
tion and promotion imbued with 
the values of justice, fairness and 
solidarity.

To redeem and value popular 
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wisdom and religiosity in relation 
to the use of the gifts of Mother 
Nature and care for the environ-
ment.

To verify that the use of differ-
ent alternative health practices is 
implemented with the necessary 
basis, with scientific approval and 
responsibility, and with respect 
for indigenous values and cultural 
beliefs.

To ensure the ongoing for-
mation and training of pastoral 
agents in the areas of health pro-
motion and the prevention of sick-
ness, with emphasis on social ill-
nesses (tobacco use, alcoholism, 
addictions…) and the handling of 
emergency situations, calamities 
and catastrophes.

To educate people in the new 
concept of health as quality of life 
and healthy lifestyle, taking into 
account people and their biophys-
ical, mental, social and spiritual 
dimensions.

The Political-Institutional 
Dimension

Objective
To ensure that the public and 

private institutions and organisa-
tions that offer health-care servic-
es and train professionals in this 
area keep in mind their social, 
political, ethical, bioethical and 
community mission.

Areas of action
To contribute to the humanisa-

tion and evangelisation of work-
ers in the world of health, in 
health- care institutions, and in 
schools that train health-care pro-
fessionals.

To promote and defend health 
as a fundamental human right, 
linked to solidarity, fairness, 
wholeness and universality.

To participate actively and crit-
ically in the official institutions 
that decide on national, state, re-
gional and municipal health poli-
cies through social oversight and 
participative management.

To promote inter-institutional 
relationships to help and educate 
one another with the end goal of 
sharing material, financial and 
human resources and generating 
joint projects and initiatives. 

To encourage the ongoing for-

mation of health-care profession-
als in the areas of humanisation, 
ethics and bioethics.

To encourage the creation of 
Catholic associations of health-
care professionals.

To raise awareness about the 
social commitment of health-care 
professionals who offer educa-
tional, prevention and health-care 
services to the poorest commu-
nities, marginalised neighbour-
hoods, and rural areas.

To reflect, in light of the Chris-
tian faith and the person of Jesus, 
on the reality of health and sick-
ness, as well as the implications 
of science, technology and bio-
ethics.

To raise awareness in commu-
nities about the right to health and 
the duty to fight for more humane 
situations: the right to land, to 
work, to a fair wage, to housing, 
to food, to education, to recrea-
tion, to basic public services, and 
to the conservation of nature.

Areas for the Action and 
Promotion of Pastoral Care in 
Health

1. The Christian community is 
the historical extension of Christ. 
Sick people should find in it the 
privileged place that they found in 
Jesus; the same preference, close-
ness and welcome, the same re-
spectful and tender treatment, his 
healing strength.

2. The suffering person is a re-
sponsible and active participant 
in the work of evangelisation and 
salvation and this involves the 
Christian community in a health 
ministry that is built around the 
sick person as protagonist and 
evangeliser. 

3. The family occupies the pri-
mary place in the humanisation 
of the person and of society. It 
is called to be a community of 
health, to educate people in liv-
ing a healthy lifestyle, to promote 
health among its members and in 
its environment.  It is important to 
retrieve the family as an essential 
co-worker in care for, and accom-
panying, the sick members of the 
community.

4. The parish community en-
gages in human promotion, care 
for and preservation of health, 

and pastoral accompanying of 
the sick and the elderly in faith-
fulness to its mission to build the 
Kingdom of God.  A cooperative 
pastoral ministry will take into 
account the parish and diocesan 
plans for ministry.

5. Following the example of the 
first Christian communities, the 
basic ecclesial communities will 
show special care for the weak-
est and those most in need, ful-
filling the evangelising and pro-
phetic mission of announcing a 
more just, community-based, and 
fraternal life and of speaking out 
against injustices and situations 
of social sin. 

6. All religious men and wom-
en, but in a special way those that 
profess the charism of Jesus the 
Good Samaritan, are called to be 
witnesses to faith and hope in a 
world that is increasingly dehu-
manised, techno-centric and ma-
terialistic; to enrich the ecclesial 
community with their presence in 
a spirit of openness and coopera-
tion with parish activities; and to 
encourage and accompany health-
ministry groups.

7. Health-ministry groups ex-
press the vitality and gospel spirit 
of the People of God; they render 
present in the Christian commu-
nity the love and special care of 
Jesus for the weakest and sickest 
among us.

8. International, national and 
local organisations are places 
where health-care policy deci-
sions are decided. It is necessary 
to participate actively and criti-
cally in them in order to illumi-
nate the actions of the world of 
health care with the Gospel, and 
to work in favour of the poorest 
and least protected among us. 

9. The institutions of the world 
of health care – hospitals, clin-
ics, dispensaries, universities, 
etc. – are called to educate peo-
ple about, and promote, health; to 
care for and defend life from con-
ception until natural death; and to 
offer comprehensive and human 
care to sick people and their fami-
lies, recognising and respecting 
their rights.

10. Catholic hospitals and clin-
ics should bear in mind that: 
such institutions are a privileged 
setting for evangelisation; the 
health-care personnel should dis-
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tinguish themselves by their sol-
id human and social formation; in 
hospital management the human 
and spiritual aspects must take 
priority over the financial and ad-
ministrative aspects; and when 
there are partnerships with pub-
lic health institutions, they should 
‘ensure that conscientious objec-
tion is recognised in legislation, 
and monitor to ensure that it is re-
spected by governments’.

11. Health-care workers are 
natural agents of the health minis-
try. It is important to act together 
with them, accompanying them 
in their process of formation, of 
humanisation, and the strength-
ening of their human, ethical and 
bioethical values.

12. Humanisation leads us to 
affirm that ‘being’ with a sick per-
son can be more important than 
‘doing’. Meeting with the other 
means listening to him, welcom-
ing him with his preoccupations, 
hopes and difficulties, with his 
personal history, his fears, his an-
guish. It means establishing a re-
lationship of peers with him, cen-
tred on the person, reaffirming his 
dignity and greatness. It means 
not glossing over situations that 
the sick person and his family are 
experiencing; offering a compre-
hensive assistance that satisfies 
their needs at a physical, emotion-
al, intellectual, social and spiritu-
al level, and not just solving the 
specific pathology.

Humanisation is a matter of a 
personal attitude, a lifestyle that 
goes beyond norms, ideology or 
a philosophy; it is moving from a 
functional relationship to an em-
pathic one, centred on the person.

‘No institution can by itself re-
place the human heart, human 
compassion, human love or hu-
man initiative, when it is a ques-
tion of dealing with the sufferings 
of another’ (Salvifici Doloris, n. 
29).

‘While professional compe-
tence is a primary, fundamental 
requirement, it is not of itself suf-
ficient. We are dealing with hu-
man beings, and human beings 
always need something more than 

technically proper care. They 
need humanity. They need heart-
felt concern… Consequently, in 
addition to their necessary pro-
fessional training, these charity 
workers need a ‘formation of the 
heart’’ (Deus caritas est, n. 31a).

13. Pastoral and spiritual care 
will be carried out by a team guid-
ed by the priest, deacon, religious 
brother or sister or a layperson 
trained in this specific area.  The 
team will be in a relationship with 
the other groups in the institution, 
with the parish agents of pastoral 
care in health and with those of 
other religious beliefs.

This will be a significant pres-
ence that gathers together all the 
Christian strengths present in the 
institution and will make possible 
the missionary and healing action 
of the Christian community on 
behalf of the sick and the relatives 
who assist them, respecting their 
beliefs and faith.

‘Love is free; it is not prac-
ticed as a way of achieving other 
ends… Those who practice chari-
ty in the Church’s name will never 
seek to impose the Church’s faith 
upon others. They realize that 
a pure and generous love is the 
best witness to the God in whom 
we believe and by whom we are 
driven to love. A Christian knows 
when it is time to speak of God 
and when it is better to say noth-
ing and to let love alone speak. 
He knows that God is love (cf. 1 
Jn 4:8) and that God’s presence is 
felt at the very time when the only 
thing we do is to love’ (Deus cari-
tas est, n. 31c).

14. The educational institutions 
actively participate in the growth 
and integral formation of the in-
dividuals. Hence the importance 
of the fact that in their plans and 
programmes they include what 
relates to promotion, prevention, 
education and humanisation in 
health care. 

15. Volunteer service is a con-
crete expression of the love of 
God; it is the duty of every per-
son, and especially of the Chris-
tian. With their attitude of love 
and free and unconditional ser-

vice, volunteers promote the cul-
ture of life, based on the values of 
solidarity and fraternity.

16. Many groups and associa-
tions of sick people organise to 
support one another. It is impor-
tant to value, recognise and ac-
company their efforts; they com-
municate and convey great human 
and Christian values to the com-
munity.

17. The popular (mass move-
ment) organisations are exam-
ples of the resistance of a people 
that organises in order to survive 
when faced with growing impov-
erishment; it is necessary to rec-
ognise and support the efforts that 
are being made in service to the 
community, training them in the 
promotion of health and the pre-
vention of illness.

18. ‘The new movements and 
communities are a gift of the Ho-
ly Spirit to the Church. In them, 
the faithful find the opportunity 
to be formed as Christians, grow-
ing, and committing themselves 
apostolically as true missionary 
disciples… By their very nature 
they express the charismatic di-
mension of the Church; in the 
modern world, we must respond 
to the new situations and needs 
of Christian life’ (Aparecida, nn. 
311-12).

19. In the seminaries and hous-
es of formation of religious, it is 
important to bear in mind the for-
mation plans of future pastors and 
offer training and formation in 
pastoral care in health that illumi-
nates and moulds the heart for the 
exercise of charity.

20. The media play an increas-
ingly important role as institu-
tions of information and commu-
nication. Hence, it is advisable 
to take advantage of, and imple-
ment, education programmes and 
campaigns that defend life and 
promote health. 

Document: Discípulos missioneiros em 
el mundo de la salude: Guia para la Pasto-
ral de la Salut em América Latina y El Ca-
ribe.  Departamento de Justicia y Solidari-
dad CELAM - Pastoral de la Salud. Bobotá, 
2010), nn. 90-94, pp. 65-71.
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2. The Nippon Foundation and the Fight  
to Eliminate Leprosy

MR. TATSUYA TANAMI
Executive Director, 
the Nippon Foundation,
Japan

What is Leprosy?

As you are aware, leprosy is a 
disease with both medical and so-
cial consequences. It has caused 
human suffering over many cen-
turies. There are references to 
leprosy in the Old and New Testa-
ments, ancient Chinese texts and 
Indian works dating back to the 
sixth century. 

Medically speaking, it is a 
chronic infectious disease caused 
by the bacillus M. leprae, and is 
thought to be spread by close and 
frequent contact with someone 
who is infectious. Leprosy main-
ly affects the skin and peripher-
al nerves. If left untreated, it can 
lead to devastating disfigurement 
and disability, which is a major 
cause of the stigma the disease 
has attracted. Poorly understood 
and without a cure for much of 
its long history, leprosy has struck 
fear in people’s hearts. 

It was not until the middle of 
the twentieth century that a cure 
for leprosy emerged, but the re-
al breakthrough came in the ear-
ly 1980s with the introduction 
of multidrug therapy, or MDT. 
Around that time there were over 
5 million registered leprosy pa-
tients in the world. By contrast, 
210,758 new cases were report-
ed in 2015. Three countries – In-
dia, Brazil and Indonesia – were 
responsible for 81% of all new 
cases of leprosy in 2015, and 14 
countries accounted for 95%.

The Beginnings of our Efforts 

The Nippon Foundation, of 
which I am the executive director, 
was founded in 1962. It is one of 

the biggest not-for-profits in Asia 
and is dedicated to finding solu-
tions to social issues at home and 
abroad. One of the most important 
themes of the foundation, and a 
key area of its activities, is work-
ing for the elimination of leprosy. 

In 1974, the foundation be-
gan its financial support for the 
WHO’s efforts against leprosy. 
Since 1975, it has been the prin-
cipal donor to the WHO’s global 
leprosy program. 

Following the introduction of 
MDT and its proven effectiveness 
in rendering patients non-infec-
tious and curing them of the dis-
ease, the WHO resolved in 1991 
to eliminate leprosy as a public 
health problem at the global level 
by 2000. It defined elimination as 
a disease prevalence rate of less 
than 1 case per 10,000 members 
of the population. 

To give impetus to this effort, 
Yohei Sasakawa, who was then 
the president of the Nippon Foun-
dation, pledged to underwrite the 
free distribution of MDT around 
the world for five years from 1995 
to 1999 through the WHO. An es-
timated 5 million to 7 million peo-
ple were treated with MDT during 
that period and an estimated 16 
million people have been treated 
to date since MDT was first intro-
duced. 

We take pride in the fact that the 
free distribution of MDT initiated 
by the Nippon Foundation great-
ly changed the history of leprosy 
elimination. Since 2000, this drug 
donation has been guaranteed by 
the Novartis Foundation. From 
the 1980s through to the present, 
it is said that the global burden of 
leprosy has been reduced by 96%, 
thanks to MDT. Ensuring drug se-
curity is the first example of good 
practice that I will be mentioning 
today.€

Accompanying the introduc-
tion of MDT have been the col-
lective efforts by governments of 
endemic countries, the WHO and 
other international organizations, 

NGOs and medical institutions, 
to detect and treat patients in or-
der to work toward the shared 
goal of leprosy elimination. Fol-
lowing the elimination of leprosy 
as a public health problem at the 
global level in 2000, individual 
countries have continued to pur-
sue this goal at the national and 
sub-national levels. Among these 
efforts by various stakeholders, I 
would like to commend the role 
of the Catholic Church and other 
religious faiths for the part they 
have played in leprosy work over 
the years. The collective efforts 
made by different stakeholders to 
work toward a common goal is a 
second example of good practice 
in addressing the challenge posed 
by an infectious disease such as 
leprosy.

The Role of the Goodwill 
Ambassador Yohei Sasakawa

Our chairman, Mr. Sasakawa, 
was appointed WHO Goodwill 
Ambassador for Leprosy Elimi-
nation in 2003. Since then he has 
made it his mission to visit coun-
tries that have yet to eliminate 
leprosy in order to see the situa-
tion for himself, meet with politi-
cal leaders, enlist the support of 
the mass media, encourage front-
line health workers, and, in partic-
ular, to meet with people affected 
by leprosy to hear directly from 
them about their day-to-day lives 
and the challenges they face.

His is not an empty title; he 
makes a point of going to see the 
situation for himself. I put for-
ward this “boots-on-the-ground” 
approach as my third example of 
good practice.  

Achieving a UN Resolution 
on the Elimination of 
Discrimination

As I mentioned at the outset, 
leprosy is not only a medical is-
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sue; it is also a social issue. Peo-
ple affected by leprosy and their 
families must still grapple with 
stigma and discrimination. Unless 
both the medical and social issues 
are tackled at the same time, it 
will not be possible to achieve a 
truly leprosy-free world. 

Mr. Sasakawa was the first 
private citizen to raise the issue 
of leprosy-related discrimina-
tion with the UN and seek a con-
crete solution. In July 2003, he 
approached the office of the UN 
High Commissioner for Human 
Rights and began a several-years-
long drive to achieve this objec-
tive. Over time, he also received 
the understanding and support of 
the Japanese government. 

In 2008, the Japanese govern-
ment submitted a resolution on 
elimination of discrimination 
against persons affected by lep-
rosy and their family members to 
the UN Human Rights Council. 
A version of this resolution was 
eventually adopted by the UN 
General Assembly in 2010, to-
gether with accompanying Prin-
ciples and Guidelines, with the 
unanimous support of 194 coun-
tries.    

The Human Rights Council Ad-
visory Committee is now under-
taking further research in order 
to promote the implementation of 
the Principles and Guidelines by 
governments of endemic coun-
tries. 

In addition to this advocacy 
work through the United Nations, 
Mr. Sasakawa launched an annual 
Global Appeal in 2006 to call at-
tention to leprosy-related discrim-
ination. Over the past decade, the 
Global Appeal to end stigma and 
discrimination against people af-
fected by leprosy has been en-
dorsed by, among others, Nobel 
laureates, representatives of peo-
ple affected by leprosy, human 
rights organizations, faith leaders, 
the heads of the world’s leading 
universities, the World Medical 
Association, the International Bar 
Association and the International 
Council of Nurses. 

Approaching the UN and 
launching an appeal calling for an 
end to discrimination make up the 
fourth example of good practice – 
advocacy work – that I offer you 
today.

Working toward a World 
without Leprosy Together with 
People Affected by Leprosy

For some years now, both the 
Nippon Foundation and its sister 
foundation, Sasakawa Memori-
al Health Foundation, have been 
providing support to communi-
ties and organizations of people 
affected by leprosy in such coun-
tries as India, Nepal, Ethiopia, 
Brazil, Indonesia and Ghana. 

An initiative of Mr. Sasakawa 
through which we work with 
people affected by leprosy is the 
Sasakawa-India Leprosy Foun-
dation, or S-ILF. This was estab-
lished in 2007 with an endow-
ment of $10 million to focus on 
welfare and education projects for 
residents of self-settled leprosy 
colonies. These are communities 
of people affected by the disease 
and their families who find it dif-
ficult to live in mainstream socie-
ty because of stigma and discrimi-
nation.

The S-ILF’s micro-financing 
operations have created opportu-
nities for people who previously 
had no option but to beg for a liv-
ing. It has given them a chance 
to strive for economic self-suffi-
ciency. Since micro-financing op-
erations began, the S-IFL has sup-
ported over 150 projects. 

Another important activity of 
the S-ILF is to provide education-
al support for young people born 
in colonies through scholarships 
and vocational training. Through 
this support, people affected by 
leprosy and their families are 
gradually returning to society – 
and once-closed-off colonies are 
starting to interact with neighbor-
ing communities.

Another initiative started by 
Mr. Sasakawa in India is the As-
sociation of People Affected by 
Leprosy, or APAL. This organiza-
tion was founded in 2006 to em-
power people affected by the dis-
ease to stand up for their rights 
and make their voices heard. Its 
membership focuses on India’s 
800 self-settled leprosy colonies. 

An organization of and for peo-
ple affected by leprosy, it works 
for social rehabilitation and the 
restoration of rights. In particu-
lar, it lobbies States and local au-
thorities to increase the allowance 

given to people affected by lepro-
sy, to improve the quality of the 
services they receive, to revise 
or abolish discriminatory legisla-
tion, and to make it possible for 
people affected by leprosy to ac-
quire land ownership rights. 

Looking ahead, we believe that 
the remaining medical and so-
cial problems posed by leprosy 
can only be resolved with the in-
volvement of people affected by 
leprosy themselves. With direct 
experience of the disease and the 
discrimination it attracts, they are 
the real experts in what they need. 
We believe it is our mission to fa-
cilitate this involvement in find-
ing the solutions. All these points 
I have made involving the em-
powerment of people affected by 
leprosy collectively form my fifth 
example of good practice: it is not 
our role to do something for peo-
ple affected by leprosy, but with 
them. We need to work in genuine 
partnership. 

Toward a World without 
Leprosy

Even though the number of pa-
tients has declined, leprosy is an 
ongoing issue. Because of the long 
incubation period, there are still 
many undetected patients. For that 
reason, it is important that leprosy 
control is firmly fixed in the health-
care agenda of endemic countries. 
Also essential are the unwavering 
commitment of political leaders 
and the existence of knowledge-
able and experienced medical ex-
perts and caregivers. But realisti-
cally, with national budgets for 
leprosy control decreasing, we 
need to explore measures for tack-
ling leprosy as part of measures 
against NTDs in general. This will 
allow synergies to emerge from 
campaigns for detection and dis-
ease elimination so that diagnosis 
and treatment can be carried out 
effectively and efficiently. 

Lastly, I would like to talk 
about the preservation of history. 
The history of leprosy is a histo-
ry of the alienation and suffering 
of those affected by the disease. 
But it is not exclusively a nega-
tive history, and it must not be al-
lowed to fade. There is much to 
learn from the extraordinary spirit 
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of those who sought to find a way 
to live amidst the despairing cir-
cumstances in which they found 
themselves. The lessons to be 
learned from how they overcame 
suffering to find meaning in their 
lives must be passed on to suc-
ceeding generations.  

In different parts of the world, 
various activities are underway 
to preserve leprosy history. In Ja-
pan, the National Hansen’s Dis-
ease Museum is one such exam-

ple. This museum was started by 
those who spent their lives iso-
lated in leprosaria. Its purpose is 
to increase public awareness of 
leprosy and of the struggle waged 
by people affected by the disease 
for the restoration of their digni-
ty. It also encourages respect for 
human rights in general and pro-
motes an end to discrimination 
and prejudice. 

The Nippon Foundation has 
been entrusted with the running 

of the museum by the Japanese 
government. Through the work of 
this museum, our aim is to con-
vey through the history of lepro-
sy, not just in Japan but through-
out the world, the preciousness of 
human rights. This is the sixth and 
final example of good practice that 
I would like to introduce to you to-
day: respect for human rights, be-
cause this must underpin every-
thing that we do. On that note, I 
bring my presentation to an end.   

3. The SAFE Strategy – Good Practice and 
Lessons Learnt from Ethiopia

DR. BABAR QURESHI
Director of the Programme  
of the C.B.M. for Neglected 
Tropical Diseases,
C.B.M./Italy,  
Project Ethiopia

The SAFE Strategy is the ap-
proved strategy of the World 

Health Organisation to elimi-
nate trachoma in endemic re-
gions: Surgery of trichiasis, the 
advanced, blinding stage of the 
disease; Antibiotics to treat the 
active trachoma infection; Facial 
cleanliness; and Environmental 
improvements to prevent re-in-
fection in the long term 

Ethiopia is the country with 
the highest prevalence of tracho-
ma globally and the Province of 
Amhara has a very high tracho-
ma prevalence in Ethiopia. The 
‘Amhara Trachoma Control Pro-
gramme’ (ATCP) is implemented 
by the CBM in the Amhara Re-
gion of Ethiopia, using the SAFE 
Strategy approach. It is funded by 
the Italian Development Cooper-
ation Agency and will run from 
May 2014 to April 2017.

The CBM works through its re-
gional and country offices, with 
a wide range of partners in Ethi-
opia. The main implementing 

partner is the Organisation for 
Rehabilitation and Development 
in Amhara (ORDA) and the pro-
gramme also works with the Am-
hara regional government, the lo-
cal government, specifically the 
offices for Health, Water and Edu-
cation, government hospitals, and 
the Regional Health Bureau. 

The programme’s overall ob-
jective is to reduce the prevalence 
of trachoma and all other water-
related diseases, with its main fo-
cus on women and children, in the 
districts of Dessie Zuria and Raya 
Kobo. Two of the project’s aims, 
among others, have been to pro-
vide access to clean water and ap-
propriate sanitation systems for 
22,000 people and to screen and 
treat 3,000 trachoma patients with 
surgery and antibiotics. In the first 
two years of the programme, the 
CBM already exceeded several of 
these targets: for example, 4,755 
patients were screened, 1,074 re-
ceived trichiasis surgery, and 
2,155 received antibiotics, with 
a further 216,000 receiving anti-
biotics through government cam-
paigns. 

In May/June 2016, the CBM 
conducted a mid-term evaluation 
to determine the relevance, effec-
tiveness, efficiency and sustaina-
bility of the ATCP and to collect 

evidence on the delivery of all 
four SAFE strategy components. 
In the past, trachoma programmes 
had been implemented in Ethio-
pia but with much less empha-
sis on the F&E components. The 
evaluation results will help the 
CBM to replicate and scale up the 
programme in other areas of Ethi-
opia and in other countries. 

The evaluation’s key findings 
were:

Relevance: key informants 
were unanimous in confirming 
the relevance of the programme to 
addressing the burden of tracho-
ma at the national, regional and 
district levels, as well as the syn-
ergies with the Ethiopian govern-
ment’s national health policies. 
The programme’s emphasis on the 
F&E preventative components of 
the SAFE strategy is a vital and 
complementary addition to the 
existing S&A activities that were 
and have been the focus of pre-
vious and ongoing programmes. 
The evaluation team found that 
the programme has been instru-
mental in strengthening the link-
ages between, and the capacity 
of, local non-government actors 
(ORDA) and regional and district 
level government partners in the 
region of Amhara, and has laid 
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the foundations for expanding the 
programme further in that region 
and elsewhere in Ethiopia.

Effectiveness: the programme is 
delivering well and is on track to 
deliver within the three-year plan. 
Project activities that have worked 
well include the strengthening of 
the diagnostic capacity of health 
extension workers to accurately 
screen, identify, treat (infection) 
or refer (trichiasis) patients at the 
community level; the establish-
ment of Anti-Trachoma School 
Clubs in primary school to im-
prove hygiene and sanitation prac-
tices (particularly face washing) 
at the school and community lev-
el; and the training of village hy-
giene educators to embed hygiene 
and sanitation behaviour change 
at the community level. A princi-
ple activity of the ATCP has also 
been the construction of commu-
nity water-supply schemes and the 
evaluation team has seen evidence 
of good practice in the delivery of 
multi-scheme approaches to com-
munity water supply. The ATCP 
delivery approach is fully imple-
mented through a multi-sectori-
al and multi-disciplined team of 
stakeholders at both the govern-
ment and community levels and 
delivered though a fully participa-
tory approach. There is evidence 
that strong collaborative systems 
have  been established, as well as 
the demonstrable commitment of 
programme stakeholders. These 
approaches have been considered 
a key success of the programme. 

Efficiency: resources have been 
used according to plan. Many el-
ements of the programme have 
been delivered at zero cost, with 
significant elements delivered 
through in-kind contributions by 
programme partners. The mo-
dality for the capacity building 
and training of community level 

health staff and beneficiaries has 
been considered to be very cost 
effective. The inclusion of social 
workers has been responsible for 
the considerable levels of com-
munity mobilisation needed to 
achieve programme delivery.

Sustainability: ORDA and gov-
ernment partner staff feel that the 
programme has made consider-
able contributions in develop-
ing a viable model for compre-
hensive SAFE delivery and this 
approach can be effectively re-
produced elsewhere in Amhara. 
Stakeholders have commented 
that the ATCP is showing a sys-
tems model approach to imple-
menting comprehensive SAFE 
and the continuance of such ap-
proaches should be the respon-
sibility of government. Trained 
staff in health facilities are al-
ready internalising the trachoma 
care services and mainstreaming 
them into the existing services.  
At the community level, the work 
of the anti-trachoma school clubs 
is considered to be embedded in 
the local schooling structure and 
village health educators are deliv-
ering hygiene education direct to 
households and at water schemes.  

The main recommendations for 
improvements, produced by the 
evaluation, which the CBM will 
now incorporate into future tra-
choma programmes, as well as 
during the remainder of the cur-
rent programme, as far as this is 
possible, are as follows:

1. To improve further the quality 
of TT surgery and place a greater 
focus on peer to peer recommen-
dations for surgery. Often people 
are afraid to undergo surgery, but 
if they hear a positive story from 
a neighbour of a family member, 
they are much more likely to un-
dergo surgery themselves. 

2. To improve the availability 
of consumables and surgery sets 
at community health facilities. 

3. To increase the number of 
schools involved in Anti-Tracho-
ma School Clubs (ATSCs) and 
widen the training these clubs 
cover, provide basic supplies and 
facilitate experience sharing be-
tween clubs. 

4. To address the presence of 
water and improved sanitation fa-
cilities in schools embracing the 
ATSCs as a priority, as this is of 
significance for effective commu-
nity sensitisation and the adoption 
of changes in hygiene behaviour. 

5. To invest in producing infor-
mation, education and communi-
cation materials to strengthen the 
community education messages 
about water and sanitation. 

6. To adjust water schemes 
more to local specificities, e.g. in 
drought affected areas and areas 
with especially low water tables, 
and to shift to shallow and deep 
well water schemes to increase 
the chance of success and to en-
sure the long-term sustainability 
of water points. 

7. To cascade staff training to 
the field level more and encour-
age districts to share experiences 
and learning. 

8. To improve the disaggrega-
tion of data to distinguish between 
active trachoma (TF) and trichia-
sis cases (TT) since they require 
different interventions that need 
to be measured separately. We al-
so need to include information on 
gender, age and disability. 

9. In future programmes, a 
Knowledge, Attitude and Prac-
tice (KAP) survey should be car-
ried out into water, sanitation and 
hygiene practices, and trachoma 
knowledge, during the inception 
phase to make the programme 
more relevant to the local con-
text. 
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4. Reaching the Most Vulnerable  
Through the Engagement of Civil Society  
and Faith-based Organisations:  
the WHO ENGAGE-TB model

DR. LANA SYED 
DR. HAILEYESUS GETAHUN
DR. THOMAS JOSEPH 
DR. GIULIANO GARGIONI
DR.  MARIO RAVIGLIONE
Global TB Programme, 
the World Health Organisation, 
Geneva, Switzerland

Background

During the millennium devel-
opment goals (MDG) era of 2000-
2015, progress in the global fight 
against tuberculosis1 (TB) re-
sulted in the reduction of the TB 
mortality rate by 47%. Despite 
this achievement, global TB in-
cidence remains high. The World 
Health Organization (WHO) es-
timates that more than 10 mil-
lion new cases of TB occurred in 
2015, including 1 million among 
children and 3.5 million among 
women. In the same year, 1.8 mil-
lion people died of TB, including 
over 200,000 children and half a 
million women. While globally 
only 11% of all TB cases were 
in people with HIV infection, in 
Africa, that proportion was 30%. 
The most drug-resistant forms of 
TB were estimated in 2015 at ap-
proximately half a million cases 
worldwide and 200,000 of these 
were fatal. Overall, Africa had 
the highest TB incidence rates 
per capita although the majority 
of cases (60%) were in Asia due 
to its larger populations. TB is 
present in every country world-
wide. Six countries (India, Indo-
nesia, China, Nigeria, Pakistan 
and South Africa) carry 60% of 
the global burden.2

The world has now entered the 
era of the United Nations (UN) 
Sustainable Development Goals 

(SDG) 2016-2030.3 The seven-
teen goals require a much larg-
er perspective than the previous 
MDGs: they are indivisible and 
integrated, promote development 
of all nations through multidis-
ciplinary approaches, aim at the 
reduction of inequities, and are 
universal since they apply to all 
countries. SDG 3 ‘ensure healthy 
lives and promote well-being for 
all at all ages’, and relates di-
rectly to health. Other SDGs al-
so propose targets that support 
the health of all people. Among 
the specific targets of SDG 3 is 
a clear call for ending the epi-
demic of TB by 2030, in addition 
to ending other major epidemics 
such as those due to HIV/AIDS 
and malaria. To respond to the 
threat posed by TB and align with 
the agenda of the SDGs, WHO 
launched the End TB Strategy,4 
endorsed by the World Health 
Assembly in 2014. The Strategy 
builds on the need for a multi-
sectorial and interdisciplinary ap-
proach to TB, as promoted within 
the SDG framework. The vision 
of the new Strategy is of a world 
free of TB with zero deaths, dis-
ease and suffering due to TB. It 
defines ambitious targets for the 
reduction of TB incidence and 
mortality. It requires that affected 
families should not bear any cata-
strophic costs due to TB, recog-
nising  that most of the 10 million 
people affected every year also 
suffer from poverty. The Strategy 
is composed of three pillars and 
four principles. These empha-
sise the need for a strong coali-
tion with communities and civ-
il society organisations (CSOs), 
including non-governmental and 
faith-based organisations (NGOs, 
FBOs) to achieve the ambitious 
goal of ending the TB epidemic 
(see table 1). 

Evolution of the WHO 
Response in Engaging 
Communities, FBOs and other 
CSOs in TB Response

Being a classic disease of pov-
erty, TB affects the most vulnera-
ble people, such as those living in 
crowded settings, those with HIV 
infection, the malnourished, drug 
users, alcohol abusers, smokers, 
migrants, prisoners, minorities, 
displaced people, and women and 
children. Therefore, approaches 
and strategies designed to reach 
such marginalised and vulnerable 
populations are essential in the 
TB response. 

FBOs and other CSOs working 
in communities are in a unique 
position to contribute to com-
munity health.5 They are famil-
iar with the community’s culture 
and language, they can commu-
nicate with others about the com-
munity’s needs, and they can mo-
bilise people in the community to 
influence decisions made about 
the community. They are espe-
cially important for reaching peo-
ple in isolated or neglected parts 
of the community when the for-
mal health system cannot reach 
them. FBOs and other CSOs are 
also able to reach vulnerable and 
marginalised groups such as mi-
grants, refugees, sex workers, 
people who use drugs and the 
very poor who are often unable or 
unwilling to access health servic-
es from the formal health system.

The WHO has a history of en-
gaging FBOs and other CSOs as 
partners, starting with the Dec-
laration of Alma-Ata in 1978,6 
a true milestone in the history of 
global public health, where one 
can find a statement as strong as 
the following: ‘The people have 
the right and duty to participate 
individually and collectively in 
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the planning and implementa-
tion of their health care’. Later, 
with the rise of the HIV/AIDS 
epidemic in the 1990s, there was 
renewed interest and increased 
resources to strengthen capaci-
ties of FBOs and other CSOs in 
provision of care, especially, but 
not exclusively, in African coun-
tries.7 In the same period, WHO 
started exploring community TB 
care through several projects in 
Africa.8 The projects were instru-
mental in demonstrating the use-
fulness and cost-effectiveness of 
engaging FBOs and other CSOs in 
providing community-based ser-
vices for TB prevention, detection 

and treatment. The evidence gar-
nered helped ensure the inclusion 
of civil society as a key partner in 
TB responses in the 2006 Stop TB 
Strategy,9 followed by the launch 
of a policy guidance document on 
community care in TB in 2008.10 
This document emphasised the 
key concepts of social justice, hu-
man dignity, subsidiarity and sol-
idarity as also articulated in the 
Social Doctrine of the Catholic 
Church.11 While social justice 
represents the definitive aim of all 
efforts to pursue better access to 
health for all, the universal con-
cept of the dignity of each person 
was promoted and, within it, the 

basic principles of (i) the com-
mon good for which all must col-
laborate; (ii) subsidiarity, through 
which empowerment and support 
from higher level institutions fos-
ter development of communities; 
and (iii) solidarity, which incor-
porates the moral responsibility 
to share societal needs and pursue 
the common good in an inter-de-
pendent world. 

ENGAGE-TB Approach and 
Demonstration Projects

Aligned with these principles 
and developing them further, in 

VISION A world free of TB – zero deaths, disease and suffering due to 
tuberculosis

GOAL End the global TB epidemic

INDICATORS
MILESTONES TARGETS

2020 2025 2030* 2035

Reduction in number of TB deaths 
compared with 2015 (%) 35% 75% 90% 95%

Reduction in TB incidence rate 
compared with 2015 (%) 

20% 
(<85/100 000)

50% 
(<55/100 000)

80% 
(<20/100 000)

90% 
(<10/100 000)

TB-affected families facing 
catastrophic costs due to TB (%) 0 0 0 0

PRINCIPLES

1. Government stewardship and accountability, with monitoring and evaluation
2. Strong coalition with civil society organisations and communities
3. Protection and promotion of human rights, ethics and equity
4. Adaptation of the strategy and targets at country level, with global collaboration

PILLARS AND COMPONENTS

1. INTEGRATED, PATIENT-CENTRED CARE AND PREVENTION
A. Early diagnosis of TB including universal drug-susceptibility testing, and systematic screening of contacts and 
high-risk groups 
B. Treatment of all people with TB including drug-resistant TB, and patient support 
C. Collaborative TB/HIV activities, and management of co-morbidities
D. Preventive treatment of persons at high risk, and vaccination against TB

2.   BOLD POLICIES AND SUPPORTIVE SYSTEMS
A. Political commitment with adequate resources for TB care and prevention
B. Engagement of communities, civil society organisations, and public and private care providers
C. Universal health coverage policy, and regulatory frameworks for case notification, vital registration, quality and 
rational use of medicines, and infection control
D. Social protection, poverty alleviation and actions on other determinants of TB

3. INTENSIFIED RESEARCH AND INNOVATION
A. Discovery, development and rapid uptake of new tools, interventions and strategies
B. Research to optimise implementation and impact, and promote innovations

* Targets included within the United Nations ‘Sustainable Development Goals’

Table 1: THE END TB STRATEGY 2016-2035
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2012 the WHO launched the EN-
GAGE-TB Approach to facili-
tate the integration of commu-
nity-based TB services into the 
work of FBOs and other CSOs.12 
Its purpose is to provide guid-
ance on the implementation of 
community-based TB preven-
tion and care activities; collab-
oration between governments, 
FBOs and other CSOs based al-
so on the principles of solidar-
ity and subsidiarity; and integra-
tion of TB care into the existing 
community-based work of those 
organisations, especially where 
TB care was not previously be-
ing provided. Following requests 
from interested stakeholders and 
based on the initial experience 
acquired in the projects, in re-
cent years WHO has produced 
an implementation manual13 and 
training materials14 (see box 1) 
to support the implementation of 
the ENGAGE-TB approach.. The 
guidance available today targets 
a wide spectrum of organisations 
working in areas such as primary 
health care; HIV; maternal, new-
born and child health (MNCH); 
education; agriculture; livelihood 
development programmes; and 
water, sanitation and hygiene ini-
tiatives.  

In 2012, demonstration pro-
jects were initiated in the Dem-
ocratic Republic of the Congo, 
Ethiopia, Kenya, South Africa 
and the United Republic of Tan-
zania, over a period of 30 months. 
Actions at a national level tar-
geted policies and programming 
while the services were delivered 
at a community level. At a na-

tional level, ministries of health 
in collaboration with FBOs and 
other CSOs, and with support 
from the WHO, set national poli-
cies to facilitate the engagement 
of FBOs and other CSOs in in-
tegrated community-based TB 
activities. These were subse-
quently included in the national 
strategic TB plans. At the com-
munity level, 24 FBOs and other 
CSOs received seed funding to 
pilot integration of TB care into 
their ongoing programmes, cov-
ering a population of eight mil-
lion persons collectively; 2 FBOs 
in Ethiopia and South Africa cov-
ered nearly half a million persons 
collectively. In the focus coun-
tries, innovative models were 
developed by FBOs and other 
CSOs that integrated TB ser-
vices into MNCH, cervical can-
cer screening, livelihood devel-
opment programmes and HIV/
AIDS programmes (see table 2). 

Key Achievements

The achievements of the dem-
onstration projects included the 
creation of more conducive poli-
cy and programme environments 
for the engagement of FBOs and 
other CSOs in community-based 
TB activities at national and lo-
cal levels. The integrated com-
munity-based TB activities led 
to finding those with TB early 
and improving their adherence 
to treatment, resulting in better 
outcomes, particularly among 
the most vulnerable groups. Fur-
thermore, coordination mecha-

nisms among hundreds of FBOs 
and other CSOs were established. 
During the period 2013-14, a to-
tal of seven thousand persons 
with presumptive TB were re-
ferred for diagnosis – nearly a 
thousand were identified through 
the two FBOs – and more than 
a thousand cases were identified 
and supported at community lev-
el for treatment adherence. A total 
of thirteen countries have since 
included the ENGAGE-TB ap-
proach in national strategies and 
policies and secured funding for 
implementation (see figure 1).

Another key area has been the 
standardisation of the global core 
indicators for community en-
gagement and related monitoring 
and evaluation guidance provid-
ed as part of the ENGAGE-TB 
approach. These indicators in-
clude the contribution of com-
munity referrals to notified TB 
patients in the catchment area, 
and treatment success of persons 
who benefited from any form of 
community-based treatment sup-
port. Standardisation is essential 
to ensure continuity in the years 
to come. It also facilitates docu-
mentation of comparable data 
from the implementing countries 
as part of the WHO routine year-
ly data collection, analysis and 
publication. 

To take stock of the engagement 
of FBOs and other CSOs and the 
implementation status of the EN-

Box 1. ENGAGE-TB implementation tools by year of publication 

Figure 1. ENGAGE-TB 
expansion: from demonstration 
projects to countries newly 
adopting the model
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GAGE-TB approach, the WHO 
held a consultation with 90 FBOs 
and other CSOs from 35 countries 
worldwide in 2015 in Addis Aba-
ba, Ethiopia.15 The outcome was 
a Statement of Action16 which 
contained twenty recommenda-
tions for FBOs, NGOs and other 
CSOs, national TB programmes, 
ministries of health and other line 
ministries, the Global Fund and 
other bilateral and multilateral 
donors as well as for the WHO. 
The implementation of these rec-
ommendations will be crucial to 
ensure enhanced engagement of 
FBOs and other CSOs in TB care 
and prevention efforts.

Conclusion

Lessons learned from emerg-
ing evidence of the ENGAGE-TB 
demonstration projects  identify 
close collaboration between the 
national TB programme, FBOs 
and other CSOs in planning, im-
plementation, and monitoring and 
evaluation as a minimum require-
ment for achieving bold results in 
partnering with FBOs and other 
CSOs. The integration of TB in-
to the existing community-based 
work of FBOs and other CSOs has 
proven feasible and effective and 
this approach needs to be strength-
ened and scaled up in all the high-
est burden countries; more re-

search on the impact of FBO and 
other CSO engagement in TB re-
sponse will help strengthen the ev-
idence base and facilitate resource 
mobilisation for scale-up.17

Other features of successful 
demonstration projects include 
the multi-sectorial collaboration 
which enabled formulation of im-
portant policies on social protec-
tion. These built on the synergy 
and complementarity experienced 
in partnering with the non-state 
sector using the principle of sub-
sidiarity. Finally, the solidarity in 
relationships experienced within 
communities is paramount in or-
der to achieve integrated patient-
centred TB care and prevention. 

Country Name of 
implementing 
FBO or other 
CSO

Primary focus of FBO or other 
CSO *

Population 
covered

Number of health facilities 
covered by the project

Democratic 
Republic of 
the Congo

Fondation 
Femme Plus

HIV/AIDS, women and orphans 4,709,007 33 diagnostic and/or treatment 
centres

Ethiopia AMREF Malaria and MNCH 107,912 17 treatment and/or diagnostic 
centres

CUAMM** Cervical cancer screening and 
MNCH

181,877 8 treatment and/or diagnostic 
centres

Save the 
Children

Immunization and livelihood 
development programme

100,619 4 treatment and/or diagnostic 
centres and 6 health posts

Kenya CHAP Health, immunization, sanitation 
and breastfeeding

3,.000 2 treatment centres

GAPP HIV, OVCs, agriculture and 
livelihoods, social justice and 
human rights

337,960 22 treatment and/or diagnostic 
centres

TALAKU TB 174,408 1 treatment centre

South 
Africa

Bambisanani HIV/AIDS 801,344 10 treatment and/or diagnostic 
centres

CPC HIV/AIDS 706,000 16 treatment and/or diagnostic 
centres

MAP** HIV/AIDS 216,149 20 treatment and/or diagnostic 
centres

Thabo Mwale HIV/AIDS 85,000 N/A

United 
Republic of 
Tanzania

Pathfinder 
International

Home based HIV/AIDS care 713,736 19 treatment and/or diagnostic 
centres

* Health or development theme that TB was integrated into
** Faith-based organisation

Table 2: Summary of ENGAGE-TB demonstration projects in the five focus countries 
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1. Unitaid – Who are we?

The global health paradigm 
has gone through a triple shift, 
from a donor driven agenda to 
more national ownership, from 
a government-centric to a multi-
stakeholder approach and from 
budgetary to performance-based 
funding. Unitaid was created dur-
ing this paradigm shift and within 
the momentum of increased de-
velopment assistance for health in 
the early years of this century that 
led to the creation of a number of 
organisations in the health sector. 

Unitaid was created in 2006 
through a unique partnership to 
invest in new ways to prevent, 

diagnose and treat HIV/AIDS, 
tuberculosis and malaria more 
quickly, more cheaply and more 
effectively. Unitaid has a unique 
role, connecting those responsible 
for developing innovations with 
the people who will most benefit 
from them – notably, people in 
resource-limited settings who are 
affected by the diseases on which 
Unitaid focuses. By working with 
those ‘upstream’ – that is, re-
searchers, academics, product de-
velopment partnerships, the pri-
vate sector, and others involved in 
research and the development of 
new technologies – Unitaid helps 
identify promising, close-to-mar-
ket products that offer innova-
tive health solutions. Unitaid then 
works with ‘downstream’ part-
ners – for example, national gov-
ernments, funding partners, im-
plementing partners, NGOs and 
others who directly serve those 
in need – to ensure that access to 

innovative health solutions be-
comes a reality and serves the 
needs of people most affected by 
these diseases. 

By bridging the ‘upstream’ and 
the ‘downstream’, Unitaid catal-
yses access to innovative health 
solutions for greatest impact. 
Unitaid overcomes the various 
market barriers that prevent ac-
cess to innovative health prod-
ucts, such as affordability, quality, 
supply and delivery, and demand 
and adoption. 

Unitaid translates global goals 
into concrete projects by using a 
systemised approach:

As a starting point, Unitaid exam-
ines the public health needs and the 
goals agreed to by the global health 
community. 

Unitaid then analyses the context 
for each disease, reviewing: the dis-
ease characteristics (including bur-
den, key health products, access to 
these); challenges that threaten the 
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achievement of the global goals; and 
finally, Unitaid’s potential role in ad-
dressing specific challenges, as part 
of a coordinated global response. This 
analysis is referred to as the Disease 
Narrative and is based on consulta-
tions with partners and input from 
multiple sources.

From the Disease Narrative, Uni-
taid develops Areas for Intervention, 
reflecting Unitaid’s ability to add 
value on challenges related to health 
products. Unitaid uses four criteria as 
filters to identify a shortlist of chal-
lenges that represent the highest po-
tential for Unitaid’s interventions. 
This final list of challenges provides 
the basis for the identification of Ar-
eas for Intervention, which are pro-
posed to the Executive Board for en-
dorsement.

In order to prioritise Areas for In-
tervention between health topics, 
Unitaid relies on a number of strate-
gic and pragmatic criteria, including 
– but not limited to – public health 
impact, fit with the Strategy, portfo-
lio balance across diseases, synergies 
with other projects, secretariat capac-
ity, etc.

Based on endorsed Areas for Inter-
vention, Unitaid issues calls for pro-
posals. To select the proposals for 
funding, Unitaid leverages a Joint 
Review Committee composed of in-
dependent reviewers and the Secre-
tariat.

Partner engagement is key 
through the entire process. At all 
stages, Unitaid engages with a 
variety of partners at the techni-
cal, scientific and political levels. 
Unitaid pilots promising solutions 
and engages with countries, major 
funders and health partners such 
as the Global Fund, PEPFAR, 
PMI, USAID and civil society 
to ensure that these are deployed 
on a full-scale. Unitaid spotlights 
critical challenges and plays an 
important role in raising aware-
ness and commitment among 
global health actors, including 
countries, technical partners, im-
plementers, funding partners, the 
private sector, and civil society.

Unitaid has a fast growing port-
folio with expected number of 36 
grants in 2016 and estimated 48 
grants in 2017. The majority of 
grants are in HIV/AIDS, followed 
by Malaria, TB and cross-cutting 
projects. 

2. Our Analysis of the Global 
Health Landscape

The global health agenda is 
continuously evolving and ex-
panding. Previously, out of the 8 
Millennium Development Goals 
(MDGs), three were specifically 
focused on health, with the fight 
against HIV/AIDS, malaria and 
other diseases being a goal in its 
own. The Sustainable Develop-
ment Goals (SDGs), agreed in 
2015, are much broader and en-
compass a variety of tropics, 
ranging from poverty, education, 
sanitation, infrastructure, eco-
nomic growth, climate change 
and development to global health. 
Of the 17 SDGs, only one goal is 
focused on health with a variety 
of sub-areas on HIV, tuberculo-
sis, malaria, non-communicable 
diseases, maternal health, child 
health, universal health coverage 
etc.

Remarkable progress has been 
made in the fight against HIV/
AIDS, tuberculosis and malar-
ia over the past two decades, yet 
pressing needs remain. New in-
vestments and effective partner-
ships hold the key to achieving 
ambitious global health goals. It 
took 15 years to put 18 million 
people on ARV therapy. To get 15 
million more people on treatment 
in the next five years, we will 
have to work harder and faster. 
Many critical gaps also persist in 
tuberculosis and malaria. In 2015, 
more than 4 million tuberculosis 
cases still escaped detection, and 
fewer than 40% of people infect-
ed with malaria received appro-
priate care.

With increasing public health 
needs as the population grows 
and within the context of rising 
resource constraints, innovative 
solutions are needed to avoid a 
kick-back of gains achieved so 
far. 

The funding needs to reach the 
Sustainable Development Goal 
3 (Ensure healthy lives and pro-
mote wellbeing for all at all ages) 
are increasing with an estimation 
of $50-80 billion per year need-
ed. Yet, we are observing a pla-
teau in international financing, 
which means that we need more 
effectiveness to tackle the needs. 

Unitaid is contributing to greater 
effectiveness in the global health 
response, in particular by promot-
ing access to better health prod-
ucts, by spending smarter and by 
fostering integration and coordi-
nation.

3. Draft strategy 2017-2021 

Unitaid has developed a new 
strategy for the next five years 
(2017-2021), underpinned by tech-
nical strategies – i.e., Disease Narra-
tives on HIV/AIDS and co-infections 
(e.g., hepatitis C), tuberculosis, ma-
laria, a Thematic Narrative on Re-
productive, Maternal, Newborn and 
Child Health (RMNCH), and ap-
proaches to specific topics, such as 
Intellectual Property. Unitaid’s mis-
sion for 2017-2021 is to ‘maxim-
ise the effectiveness of the global 
health response by catalysing ac-
cess to better health products’. In-
deed, Unitaid plays a role at three 
critical moments, from when a 
product is available, to when a 
product is adopted and finally 
when a product is scaled up. 

To deliver on its mission, Uni-
taid has identified three Strategic 
Objectives: Innovation, Access, 
and Scalability. Unitaid’s projects 
are designed to promote innova-
tion, to catalyse equitable access 
to these products, and to cre-
ate the conditions for scale up to 
reach all people in need.

Unitaid has defined a set of com-
mitments, which underpin the way in 
which it invests in projects, to ensure 
its investments generate maximum 
impact for the global response: We 
strive for equity, we maximise value 
for money, we succeed in partnership, 
we invest in products, which impact 
health systems.

Going forward, Unitaid’s portfolio 
will evolve towards projects support-
ing better integration, as a response 
to the need for increased effective-
ness of the global health response and 
for higher value for money of Uni-
taid’s portfolio. This focus on integra-
tion follows the global trend to evolve 
towards more holistic approaches 
to global health, initiated with the 
SDGs. This will translate into a high-
er share of the grants in the portfo-
lio supporting a more integrated ap-
proach to health. 
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Monogenic or Mendelian dis-
eases are defined as such be-

cause they are determined by the 
presence of a single mutated gene 
that segregates in line with the 
laws discovered by Mendel. In ad-
dition, these diseases are seen as 
rare because they are present with 
a prevalence lower than a certain 
threshold within the general popu-
lation. In Europe this corresponds 
to 0.05% of the population, that 
is to say 1 case in every 2,000 in-
habitants. Genomic medicine is an 
approach of medicine whose goal 
is to create targeted diagnostic and 
therapeutic pathways that are con-
structed on the basis of what is 
by now extensive knowledge of 
the human genome. Personalised 
medicine is a model that in gener-
al emphasises the ‘customisation’ 
of care, according to which all de-
cisions and practices are tailored 
to individual patients and not 
groups of patients. Present at the 
base of personalised medicine is a 
systematic use of genetic informa-
tion with an individual patient to 
select or to optimise preventive or 
therapeutic treatment for that pa-
tient himself or herself, taking into 
consideration the genetic variabil-
ity of individuals within a popu-
lation. Thanks to the implemen-
tation of the techniques of next 
generation sequencing (NGS), as 
well as bio-information and com-
putational techniques, it is possi-
ble to identify a pathology at the 
molecular level by characterising 
its pathogenic nucleotide variants. 
The identification of these vari-
ants also allows us to establish the 

risk of recurrence of the disease 
in future generations and there-
fore to plan diagnoses, prognoses 
and in some cases therapy as well. 
The priorities of research into, the 
discovery, and the development of 
new medical products by pharma-
ceutical companies and the aca-
demic world are directed towards 
meeting needs that are currently 
outstanding in the case of orphan 
diseases or neglected diseases, 
and residual needs, in the case of 
patients who do not respond to the 
therapies available for a specific 
disease. 

Today new medical products 
are experimented with, and pro-
grammes of innovative treatment 
such as gene therapy are assessed, 
for about two hundred rare diseas-
es. The success of these research 
programmes, which prevalently 
concern totally unmet therapeu-
tic needs, increasingly depends 
on cooperation between the in-
terested parties: pharmaceutical 
companies, private research agen-
cies and companies, the academic 
world, research foundations and 
charities, and the regulatory sys-
tem. From a therapeutic point of 
view, knowledge of molecular 
defects has allowed the develop-
ment of personalised protocols 
of gene therapy that envisage the 
targeted correction of a molecu-
lar defect and the synthetic pro-
duction and approval of medi-
cal products aimed at the specific 
correction of that defect. These 
approaches, in addition to an in-
depth knowledge of facts about 
a molecule, also envisage a full 
understanding of the pathogenic 
mechanism that leads to the path-
ological phenotype. Gene therapy 
thus has the task of correcting a 
genic disease through the transfer 

of gene material inside the cell nu-
cleus. The principle is to use DNA 
as a ‘medical product’ to remove 
in a permanent way an alteration 
of the genome, or to express in a 
temporary way functional copies 
of a ‘therapeutic gene’.

The European Agency for the 
Evaluation of Medical Products 
defines a product of gene ther-
apy as ‘a biological medicinal 
product that meets the following 
characteristics: it contains an ac-
tive substance (a recombinant nu-
cleic acid) that is administered to 
a human being with the aim of 
regulating, repairing, replacing, 
adding or eliminating a genetic 
sequence. In addition, its thera-
peutic or diagnostic effect is di-
rectly connected with the DNA 
or RNA sequence that it contains 
or with the product which is the 
expression of its sequence’. Gene 
therapy can be applied to somatic 
cells, in which case the defect is 
treated exclusively in the patient 
who receives therapy.  

Gene therapy today is becom-
ing an important reality thanks to 
new technologies such as Clus-
tered Regularly Interspaced Short 
Palindromic Repeats (CRISP) 
which allow a direct correction of 
the sick gene, repairing it with ab-
solute precision. CRISP technol-
ogy is based upon the use of arti-
ficial endonucleases, that is to say 
proteins constructed in a laborato-
ry that are used to induce a mod-
ification of a specific sequence 
of DNA which cut the DNA at a 
specific place and thus set in mo-
tion the normal reparative mecha-
nisms of a cell. These recopy in 
the site of the excision a correct 
sequence that is provided by us to 
the same cell. CRISP exploits a 
system of bacterial defence which 
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is activated when they encounter 
a virus, break its DNA and place 
it in inside the right place in are-
as that are called ‘leader sequenc-
es’. In this way, when a bacterium 
is exposed to a virus that has al-
ready been encountered it is able 
to destroy its DNA by eliminating 
it. This is the result of a protein 
called Cas which cuts all of the 
DNA identical to the ‘leader se-
quences’. By modifying the DNA 
contained in the leader sequence, 
it is possible to make the bacteri-
um acquire a resistance to a target 
sequence of DNA.

In parallel with gene therapy, 
even though more recently, pro-

tocols for cell therapy have been 
developed that envisage the use 
of progenitor stem cells or cells 
derived from them in order to re-
place or repair damaged organs or 
tissues. Cell therapy involves the 
insertion of cells that are able to 
differentiate into different types or 
sub-types within specific target tis-
sues or organs, thereby helping to 
recover the lost or damaged func-
tions of tissues. This protocol also 
envisages a stimulation of the re-
generative endogenous capacities 
of the organism or alternatively the 
transplanting of cells or tissues re-
constructed ex vivo. The cells can 
be autologous (the same person is 

the recipient and donor), alloge-
neic (the recipient and donor are 
different people), or xenogeneic 
(the cells of the donor come from 
an animal). Cell therapy consti-
tutes the final therapeutic frontier 
for the treatment of those pathol-
ogies that are caused by the mal-
functioning of a specific cell type. 
In addition to being useful in rela-
tion to monogenic diseases, it has 
also been shown to be useful with 
tumors during the treatment of tox-
icity induced in tissues by thera-
peutic treatment such as chemo-
therapy or radiation in childhood 
leukemia or where there are defi-
ciencies of the immunity system. 
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1. Rare Diseases

1.1. The situation

From the point of view of clas-
sification, there is still not com-
plete agreement on the defini-
tion of what a rare disease is. In 
some countries and regions only 
the level of prevalence is taken 
into account, whereas in others 
criteria involving genetic origins 
and difficulties in achieving a di-
agnosis are also included. Side 
by side with the classification of 
a rare disease, some authors also 
use the classification of an ‘ultra-
rare disease’. We may cite some 
examples of these diseases: hy-
pothyroidism, phenylketonuria, 
cystic fibrosis and the adrenogen-
ital syndrome. These diseases are 
a grave problem in countries with 
advanced medicine and are an au-
thentic drama in countries that 
do not have adequate health-care 
systems.

Although rare diseases afflict a 
small portion of the total popula-
tion, the absolute number of these 
people is indeed notable. In par-
ticular, however, people with in-
dividual pathologies constitute a 
niche and often they do not re-
ceive sufficient medical care and 
treatment. Governments and soci-
eties do not pay sufficient atten-
tion to these people who thus, in 
addition, do not have opportuni-
ties at the level of instruction and 
jobs, and thereby remain margin-
alised. 

This situation is also present in 
countries with advanced medicine 
although these countries in recent 

decades have witnessed notable 
improvements above all else in 
relation to the more frequent rare 
diseases.

We will briefly describe some 
advances that are required in 
all countries and thus are goals 
of both rich systems and poor 
health-care systems. Neonatal ge-
netic screening must become rou-
tine. In this way, rare diseases can 
be identified on a genetic basis. 
At the present time, the tests that 
are carried out look for about for-
ty such diseases. This is a num-
ber that is destined to increase. A 
second fundamental point is the 
creation in every region of cen-
tres of reference specialised in 
rare diseases that can support the 
parents of children and work with 
associations of patients and their 
families. Without these centres, 
there will be isolation and hope-
lessness.

In Western countries, the centres 
of reference are not to be found 
everywhere and not all groups of 
rare diseases are covered by them. 
De La Riva presented us with the 
Spanish case. In Spain about a 
half of the groups of rare diseas-
es do not have a centre of refer-
ence. And support is not provided 
by the state for those that do exist: 
there is the commitment on a vol-
untary basis of medical doctors 
and other personnel. This lack 
has political causes, as a result of 
which there is no sensitivity and 
agreement between the seventeen 
regional governments into which 
the country is divided. There are 
also organisational causes involv-
ing competition between hospi-
tal institutions, as a consequence 
of which large hospitals do not 
foster the specialisation of some 
small hospital institutions. Lastly, 
there are economic reasons: the 
Ministry of Health does not grant 
funds for the creation of centres 
of reference. Therefore, family 
associations, helped by volunteer 
medical doctors, create support 

networks for patients and their 
families – the hope networks.

Very recently in Italy another 
118 diseases have been placed 
at the essential levels of health 
care and this allows therapies and 
medical products to be obtained 
from the National Health Ser-
vice in that country. But this con-
firms the fact that many other dis-
eases remain outside these levels 
of health care. Thus we can say 
that in Western countries, as well, 
there are league A and league B 
rare diseases.

Side by side with these obser-
vations, which bring out the or-
ganisational and economic as-
pects, one should also remember 
that the treatment of patients with 
rare diseases is more than a medi-
cal problem. It requires an inter-
disciplinary team with a medical 
staff, social assistants, special-
ist psychological consultants and 
consultants in pastoral care, in or-
der to assure holistic care for pa-
tients and those who look after 
them, in particular their nuclear 
families and close relatives.

Here we can refer to the painful 
question of the time that is need-
ed to obtain a correct and accu-
rate diagnosis. If we exclude ge-
netically-based diseases that are 
covered by the various kinds of 
neonatal screening, and which are 
discovered at birth, as regards all 
the others the objective of diag-
nosis is reached often after many 
years, the average period of time 
being about five years. It is easy to 
understand the difficult pathways 
that have to be faced up to by the 
families of these very young pa-
tients. A large proportion of medi-
cal personnel are not trained to 
recognise rare diseases and do not 
refer patients to centres of refer-
ence, even when these last exist. 
Therefore, a major problem of 
training exists as regards health-
care personnel and their being 
able to have the competence and 
sensitivity that are needed to take 
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responsibility for people with ra-
re diseases and for recognition of 
their pathologies. 

Prevention
This is work that must be devel-

oped because it is overly neglect-
ed. One can act in a way that re-
spects environmental conditions, 
with the prevention of particular 
infections. In addition, treatment 
must not stop at medical products 
alone. Therapies for the treatment 
of symptoms are also required 
and these are often able to help 
patients to secure a good quality 
of life (Taruscio).

Orphan drugs and the  
economic management  
of treatment and care

The term ‘orphan’ refers to a 
medical action. The terms ‘rare’ 
or ‘ultra-rare’ refer to a medical 
condition or a disease. The clin-
ical definition of an ‘orphan’ in-
tervention says that orphan treat-
ments are those initiatives that 
are of proven efficacy for rare or 
ultra-rare diseases. However, or-
phan treatment and orphan med-
ical products are subject to legal 
regulations. Thus, the definition 
of an orphan treatment and an ‘or-
phan medical product’ depends 
on a complex of factors.

The greatest problem as regards 
the refunding of orphan medical 
products is their high price. How-
ever, the prices of orphan medical 
products can differ significantly 
and thus the assessment proce-
dures must be accurate. If an or-
phan drug is a real innovation at 
the level of therapy, a high price 
in many cases becomes accepta-
ble, but if the innovative character 
of the drug is limited or uncertain, 
a high price for this product is not 
justified.

From the point of view of 
health-care policies, one should 
not apply to orphan treatment the 
criterion that is used for common 
diseases, that is to say the utilitar-
ian criterion of the cost/benefit ra-
tio. In the case of orphan drugs, 
the correct approach must be an 
egalitarian one. In this case, to the 
foreground is the right of a person 
to care and treatment and the de-
cision to refund the cost of orphan 
treatment is of vital importance. 
The budgets for the refunding of 

the costs of treatment of rare and 
ultra-rare diseases must be ade-
quate in order to allow better ac-
cess to innovative therapies for 
patients with rare diseases.

1.2. Action to be taken

Some papers clearly indicated 
the steps that should be taken to 
activate a modern service for the 
treatment of rare diseases.

1.2.1. Organisational aspects
As regards the organisational 

aspects, we can take some indica-
tions from the Spanish case as de-
scribed in the paper by Santiago 
de la Riva and which can be ap-
plied to every country.

First of all, the creation of cen-
tres of reference for rare diseas-
es should be promoted in every 
country and in every region of the 
world so that people with these 
diseases have a real opportunity 
to obtain a diagnosis and, if pos-
sible, treatment as well.

Secondly, one should proceed 
to the drawing up of a protocol to 
shorten the long pilgrimages of 
people who do not have a medical 
diagnosis of their condition. An 
early diagnosis must be achieved.

Thirdly, research should be pro-
moted with suitable projects and 
funding.

Lastly, an element that can nev-
er be sufficiently emphasised is 
the training and sensitisation of 
health-care personnel: the present 
state of affairs often leads to an 
unacceptable situation of aban-
donment of people with rare dis-
eases. This training cannot be lim-
ited to aspects that are exclusively 
medical in character. It should be 
extended to psychological and re-
ligious aspects as well. One un-
derstands the urgent need for ac-
tion when some authentically 
bare statistics are taken into con-
sideration: only 10% of rare dis-
eases are currently the subjects of 
research projects and only 0.4% 
of rare diseases can count on ef-
fective therapeutic responses. 

1.2.2. An experience to be 
imitated

An important paper described 
to us the journey of a country that 
has become aware of the problem 
and can become a model for many 

other countries – Taiwan. When 
discussing rare diseases, the paper 
given by Dr. Han demonstrated to 
us in detail how one can improve 
the situation of a country through 
suitable laws and funding. Over 
the last two decades, progress has 
been achieved through the union 
of the efforts of the government 
and those of non-profit-making 
organisations operating in Tai-
wan. An integrated network has 
been created for social assistance, 
medical care, legal aid, and sci-
entific research into rare diseases 
in order to safeguard human life 
and the dignity of those people 
who have rare diseases. The ap-
proaches of the action plan relate 
to legislation, social and financial 
resources, research funds, clini-
cal diagnosis, genetic screening, 
prevention, and future prospects 
as regards the treatment of people 
with rare diseases. At the present 
time, the total number of cases of 
uncommon diseases registered by 
the Authority for the Promotion of 
Health of the Ministry of Health is 
10,620. From the point of view of 
diagnosis, neonatal screening has 
been introduced and this has been 
adopted in twenty-two centres of 
reference spread throughout the 
country. Of interest is the plan for 
social and financial assistance for 
families with children who have 
rare diseases.  These families find 
themselves in conditions of grave 
economic and social malaise, and 
on this front, as well, an attempt 
is made to act. Subventions are 
provided for medical products the 
cost of which is not refunded by 
the National Health Service; spe-
cial milk is provided to breast-
feeding mothers with neonates 
with rare diseases; and, in addi-
tion, support medical equipment 
is supplied. A specific Founda-
tion for rare diseases offers vari-
ous kinds of financial help in or-
der to contribute to relieving the 
burdens of care and treatment for 
patients and their families. In the 
year 2015, the sums of money 
paid over to 1,830 people amount-
ed to US $1,566,181.

The Foundation for rare dis-
eases also seeks to develop and 
strengthen academic research in 
Taiwan, granting research grants 
and study scholarships to encour-
age advanced research amongst 
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medical professionals and schol-
ars, as well as university stu-
dents. The Foundation accepts 
research projects relating to diag-
nosis, clinical treatment, medical 
products, long-term care, psycho-
logical needs, case studies, and 
the analysis of large-scale data 
on rare diseases. Starting in the 
year 2014, thirty-seven research 
projects have been approved for 
an overall expenditure of US 
$493,870. Eighty-five degree the-
ses have also been sponsored, 
involving an overall sum of US 
$101,612. This research has con-
centrated on rare diseases to be 
found in Taiwan and for these the 
Taiwan Biobank was founded. It 
should also be observed that one 
task of the Foundation is improv-
ing and facilitating the legislation 
of the government.

Last but not least, clinical diag-
nosis and genetic screening have 
been introduced and these con-
stitute an essential element in di-
agnosis. To achieve this, in addi-
tion to the creation of twenty-two 
centres of reference, cooperation 
with international laboratories 
for genetic screening operating in 
Europe and the United States of 
America has also been developed.

2. Neglected Tropical Diseases

2. 1. The situation

The second subject that the in-
ternational conference addressed 
was neglected diseases. The rec-
ommendations of the World 
Health Organisation as regards 
NDTs (neglected tropical diseas-
es) are well known.

The World Health Organisa-
tion has listed certain character-
istics which these diseases share. 
They constitute an indicator of the 
poverty of populations; above all 
afflict sections of the population 
with a low level of visibility and 
with little political power; they 
tend not to spread geographically; 
they cause stigma and discrimi-
nation, above all to the detriment 
of girls and women; they have an 
important impact on illness and 
mortality rates; they are neglected 
by research because the sections 
of the population that are afflict-
ed by them do not have a suffi-

cient income to create a remu-
nerative market; and they can be 
controlled, prevented and proba-
bly eliminated by using strategies 
that are effective, practicable, and 
have moderate costs.

Neglected tropical diseases af-
flict the poorest people of the 
world, above all in the continents 
of Africa and Latin America. 
Most of these diseases are caused 
by contagion and are widespread 
in geographical areas that have a 
tropical climate where the drink-
ing water is not safe, hygiene is 
scarce, housing conditions are 
poor, and access to health-care 
services is of a low level or does 
not exist. Environmental dete-
rioration also has a major effect 
and, as is known, this particu-
larly afflicts poor countries. The 
World Health Organisation calcu-
lates that over a billion people, of 
whom a half are children – a sixth 
of the population of the world – 
suffer from one or more neglected 
tropical diseases. These diseases 
have effective therapies involving 
low-cost medical products. How-
ever, these reach only a half of 
their targets.

The challenge from an epide-
miological, scientific and clini-
cal point of view is very great 
because this is a matter of manag-
ing to provide adequate care and 
treatment to a very large num-
ber of people. This challenge in-
volves responsibilities and com-
mitment at a global level by all 
the players – international and 
national political and health-care 
authorities; health-care workers; 
the biomedical industry; associa-
tions of citizens/patients; and lay 
and religious volunteers. 

The concept of neglected trop-
ical diseases was born with the 
Millennium Development Goals 
(MDGs) which were launched 
in the year 2000 when infectious 
diseases were highlighted as Goal 
6: ‘to combat AIDS, malaria and 
other diseases’. Although AIDS 
and malaria have benefited from 
massive aid for research and treat-
ment, what are called ‘other dis-
eases’ have been ignored or ne-
glected (Hotez).

To respond to this situation, 
philanthropic institutions such as 
the Sabin Vaccine Institute have 
created an NTD system to work 

with a group of 13-14 chronic and 
debilitating diseases caused by in-
fections provoked by parasites.

Some papers instructed us as to 
the reality of these diseases, and 
here we may cite only some of 
them: leprosy, filariasis, malaria, 
the Zika virus, tuberculosis, etc. 

The paper by Raviglione de-
scribed the good practices of the 
work of the World Health Or-
ganisation in relation to a dis-
ease which, although it is the 
most widespread, is completely 
neglected. Here we are speaking 
about tuberculosis which today is 
receiving a little more attention, 
even if the support for the fight 
against this disease is still far from 
global requirements. The contents 
of this paper allowed many of 
those listening to become famil-
iar with an infectious disease that 
kills an enormous number of peo-
ple throughout the world.

An important question emerged 
from this paper: who bears the 
gravest damage and burden 
caused by tuberculosis? The an-
swer is terribly simple: the most 
vulnerable people, those who live 
in crowded poor environments, 
those infected by the HIV virus, 
the malnourished, drug addicts, 
alcoholics, smokers, migrants, 
people in prison, displaced per-
sons, and women and children. 
These are the parts of populations 
that must be prioritised with re-
spect to any initiative that seeks to 
prevent or treat tuberculosis and 
other diseases that are common 
amongst the poorest and most 
marginalised people of the world.

This paper went on to empha-
sise that in the fight against tuber-
culosis a multi-sectorial approach 
is essential given that tubercu-
losis is a disease linked to pov-
erty. In this fight all the players 
should be committed to cooper-
ating and building networks. The 
good practice of the ‘Engage TB’ 
initiative promoted by the World 
Health Organisation can be used 
as a model to demonstrate that in 
difficult circumstances, as well, 
one can act and communities and 
civil society can be involved in 
addition to government institu-
tions and non-governmental or-
ganisations. Naturally, one must 
intensify efforts in the field of re-
search and increase funding for 
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pharmacological innovations, 
working with pharmaceutical 
companies. The WHO should be 
more intensely activated to move 
in this direction.

 2.2. What is being done to 
combat neglected tropical 
diseases?

The signs of hope are notable, 
even if the journey has not yet 
come to an end. Some papers suc-
cessfully informed us about cur-
rent realities and the methodolo-
gy that should be followed in the 
fight against NTDs (the papers by 
Luparello, Kapepela, Raviglione 
and others). The fight against ne-
glected tropical diseases involves 
the commitment of a broad range 
of partners who for some time 
have worked together, offering 
donations, funding, resources, 
expertise, time and energy to de-
velop, implement and broaden 
adequate strategies for action. 
Amongst these, there are govern-
ment agencies, private founda-
tions and pharmaceutical multi-
nationals.

The World Health Organisa-
tion has given itself a general ob-
jective for the years 2014-2020: 
to accelerate the reduction of the 
‘burden’ of NTDs through the 
control, elimination and eradica-
tion of specific NTDs and through 
contributing to the reduction of 
the poverty of people with these 
diseases, as well as to their pro-
ductivity and quality of life.

The concrete objectives of the 
WHO in Africa to be achieved by 
the year 2020 are: to eradicate the 
Guinea worm disease and fram-
boesia in all the countries of the 
continent; to sponsor the elimina-
tion of leprosy and further reduce 
the grave disabilities produced by 
leprosy; to eliminate lymphatic 
filariasis, onchocerciasis, schisto-
somiasis and tracoma; and to con-
trol morbidity caused by Buruli 
ulcer, human African trypanoso-
miasis, leishmaniasis, helminthia-
sis transmitted from soil, and ra-
bies in the region

This plan of the World Health 
Organisation for the control of 
NTDs envisages the integrated 
use of different strategies which 
strengthen each other: the devel-
opment of the capacities of nation-

al health-care systems; improving 
the planning, the mobilisation of 
resources for, and the financial 
sustainability of, national pro-
grammes to combat NTDs;  im-
proving monitoring, assessment, 
surveillance and research (this 
principally concerns action to in-
terrupt the transmission of Guinea 
worm disease in Chad, Ethiopia, 
Mali and the South Sudan); sup-
porting the social and physical re-
habilitation of people with NTDs 
(improving cooperation with oth-
er sectors such as the services of 
social assistance, instruction, and 
good practices in agriculture), and 
contributing to their participation 
in the socio-economic develop-
ment of their communities.

Action in relation to national 
health-care systems takes place 
through various initiatives. The 
first is preventive chemotherapy. 
The second is the diagnosis and 
intensive treatment of cases. The 
third is the control of vectors. The 
fourth is improvement in condi-
tions of hygiene and health care. 
The fifth is action involving vet-
erinary public health.

The sustainability and efficacy 
of initiatives in relation to NTDs 
increase when they are imple-
mented inside national health-care 
systems, coordinated with other 
existent health-care programmes, 
and contribute to improvements 
in health-care systems. The em-
powerment of people and com-
munities is also important. The 
involvement of populations with 
NTDs or at risk to them is im-
portant for the success of these 
initiatives. Communities should 
thus be authorised to take action 
through, and be involved in, ac-
tivities involving the prevention 
and control of neglected tropical 
diseases. 

Special attention should be paid 
to programmes that support wom-
en, for whom access to health-
care services is more difficult, in 
particular in rural areas where ne-
glected tropical diseases are high-
ly endemic.

All initiatives should intention-
ally address or prevent problems 
of this kind and other inequalities. 
It is clear, therefore, that the man-
agement of neglected tropical dis-
eases requires a multidisciplinary 
approach.

2.3 Examples of good practices 
that offer hope

An example connected with 
malaria provides us with hope 
(the paper by Drabek). Twenty 
years ago malaria had become one 
of the most neglected diseases in 
the world. The availability of new 
anti-malaria medical products was 
practically inexistent because of 
the low economic returns on in-
vestments in the development of 
anti-malaria medical products. As 
a result, the cases of malaria in-
creased, with more than a million 
deaths caused by this disease eve-
ry year. To counter this grave situ-
ation, in the year 1999 the ‘Medi-
cine for Malaria Venture’ (MMV) 
group was created and since that 
date the panorama of research in 
this field has totally changed. Part-
nerships have been activated for 
the development of new medical 
products. This research has had, 
and has, as its goals the discovery, 
development and supply of new, 
effective and cheap anti-malaria 
medical products. The MMV has 
managed to bring together phar-
maceutical researchers and aca-
demics to defeat this disease. Its 
partnership model is unique and 
has been emulated by many oth-
er entities. In this activity, public, 
private and philanthropic funds 
are brought together. The best 
projects are then selected and they 
are supported both financially and 
scientifically, and a portfolio of re-
search into promising anti-malaria 
medical products is constructed.

2.3.1 A shared element at the 
level of method

One is dealing here with the es-
sential involvement of patients in 
research and treatment.

This criterion applies to both 
rare diseases and neglected tropi-
cal diseases in different ways, al-
though it is always essential in 
both cases. 

This criterion was strongly re-
ferred to in all the papers (see the 
paper by Lasko): patients must 
be more closely involved in all 
the areas of research. Fortunate-
ly, in the world, by now, there are 
many initiatives that involve this 
closeness of patients and medical 
doctors and researchers. We may 
refer to the PCORI group in the 
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United States of America, other 
groups in Canada and Great Brit-
ain, Uniamo in Italy, and others. 
Many of the most recent devel-
opments in diagnosis and thera-
py have come from an agenda of 
shared research. But not only this, 
because these associations are in-
volved in raising the funds that 
are needed for research and they 
work to create a network for the 
sharing of the most up-to-date da-
ta so that these can be at the ser-
vice of all people with these dis-
eases in the world. Of particular 
importance as a model for asso-
ciations is the International Rare 
Diseases Research Consortium 
(IRDiRC) which works intense-
ly to develop diagnostics for ra-
re diseases, to support about two 
hundred new therapies for rare 
diseases, and to achieve the goal 
of being able to treat these diseas-
es by the year 2020.

One of the policies of the 
IRDiRC is the Matchmaker Ex-
change and the Global Alliance 
for Genomics and Health. This 
is a large database in which the 
genome of many patients, which 
has been sequenced for diagnostic 
purposes, is obtained, with spe-
cial attention being paid to unique 
genetic variants. These variants 
cannot be connected in a certain 
way with the disease of the carrier 
unless the variant itself is found 
in one or more other patients who 
belong to families that do not 
have kinship ties. The Matchmak-
er Exchange provides a system-
atic instrument by which to find 
such matches and to study genetic 
and phenotypical variants.

The task of associations of pa-
tients, family relatives and medi-
cal doctors should be extended to 
the training of workers in social 
communications. A banal article 
in diabetes finds space in newspa-
pers and the television whereas a 
scientific article of value on a rare 
disease is not even published in 
the mass media.

The task of associations also 
extends to the political world to 
call for suitable attention and leg-
islation. Naturally enough, these 
associations must operate accord-
ing to a regime of transparency, 
cooperation, and assessment of 
the needs for justice of other pa-
tients.

From Raviglione’s paper we 
learnt that the work of these asso-
ciations helps in the implementa-
tion of concepts of social justice, 
human dignity, subsidiarity and 
solidarity, which, indeed, are an 
integral part of the social teaching 
of the Church and are well mir-
rored in the Compendium of So-
cial Teaching of the Church.

3. The Role of the Catholic 
Church

The efforts of the internation-
al community are intensely sup-
ported by the Catholic Church. 
Speaking at the World Assembly 
of Health in Geneva last May, 
Msgr. Mupendawatu emphasised 
the role of Catholic health-care 
institutions ‘in the fight against 
AIDS, tuberculosis, malaria and 
neglected tropical diseases, as 
well as against other transmissible 
diseases’. In February 2015, in his 
speech on access to medical prod-
ucts on behalf of the Holy See to 
the Social Forum of the Council 
for Human Rights, Msgr. Toma-
si, the permanent observer of the 
Holy See, called the attention of 
those taking part in this forum to 
two obstacles to access to medi-
cal products: ‘the weak incentive 
to so called ‘non-market’ or ‘low 
investment return’ forms of treat-
ment, such as those for neglected 
tropical diseases, rare diseases or 
even those diseases with a great-
er incidence in low-income pop-
ulations’, and the difficulties that 
come from the fact that ‘many es-
sential medical products have not 
been developed with appropriate 
formulations or specific dosages 
for paediatric use’.

These two speeches offer us a 
key by which to read the activities 
of the Catholic Church to com-
bat neglected tropical diseases. 
On the one hand, we encounter a 
‘glorious’ history of commitment 
and sacrifice on the part of numer-
ous men and women missionaries 
who, often in difficult conditions, 
took care of sick people, offering, 
at times, more the help of com-
passion and essential measures 
of hygiene than the help of medi-
cal products which did not ex-
ist or were still not available, as 
well as a history of commitment 

to creating wells, the health-care 
education of mothers…which 
still continues, above all in areas 
that are furthest away from large 
populated centred. On the other 
hand, we see sensitisation and/or 
denunciation, in large assemblies 
as in the communities from which 
these men and women missionar-
ies came, in relation to these dis-
eases…or, to put it better, of the 
lives of so many brothers and sis-
ters who were sorely tested and 
deprived of the most elementary 
rights.

It is possible to affirm that at the 
present time the health-care insti-
tutions that belong to the Catholic 
Church, or which work in mixed 
regimes with national govern-
ments, are called to place their 
activity within the framework of 
the health-care programmes of 
such governments, thereby offer-
ing space, institutions and person-
nel to the implementation of the 
initiatives described above. This 
cooperation, which today we call 
‘networking’, is as necessary as 
ever before in order to avoid the 
waste of energy and resources 
and the scandal of division as re-
gards serving the human person. 
However, this role is not with-
out its difficulties because pow-
erful international organisations 
often impose on governments, 
and these governments impose on 
those who work with them, meas-
ures that do not always conform 
to Catholic morality. These meas-
ures can create embarrassment, 
perplexity, and at times preclude 
the pathway of real cooperation. 

On 25 May 2013 Pope Fran-
cis received the members of the 
Centesimus Annus Pro Pontifice 
Foundation on the occasion of its 
international conference on ‘Re-
thinking Solidarity for Employ-
ment: the Challenges of the 21st 
Century’. A part of his message is 
an invitation to ‘“to rethink soli-
darity” no longer as simply as-
sistance for the poorest, but as 
a global rethinking of the whole 
system, as a quest for ways to 
reform it and correct it in a way 
consistent with the fundamental 
human rights of all human be-
ings… We have forgotten and are 
still forgetting that over and above 
business, logic and the parameters 
of the market is the human being; 



94 DOLENTIUM HOMINUM N. 91-2016

and that something is due to men 
and women in as much as they are 
human beings by virtue of their 
profound dignity: to offer them 
the possibility of living a digni-
fied life and of actively participat-
ing in the common good’.

4. The Role of the Mass Media

The mass media are playing an 
increasingly important role be-
cause they are the principal insti-
tutions of information and com-
munication. Thus they have a 
great responsibility as regards the 
construction of the common good. 
Without wanting them to become 
didactic instruments at the service 
of some power group, the wish is 
that they should turn their atten-
tion to all the men and women of 
this world and especially the weak 
and marginalised. Their task is to 
denounce injustice and to reject 
indifference. We all know that 
such is not always the case and 
that the realities of the situation 
are very different. The problems 
of poor people are never on the 
front pages and often these people 
do not have any voice at all.

5. A Look at the Future: 
treating in a Way that Respects 
Life and the Dignity of Patients 
and the Environment

When looking at future action, 
we cannot neglect the need for 
the close integration of treatment 
and health and care for the envi-
ronment according to the approach 
strongly emphasised by the encyc-
lical Laudato Sì’: ‘In this universe, 
shaped by open and intercommu-
nicating systems, we can discern 
countless forms of relationship 
and participation’. Living beings 
are therefore ‘open systems’, that 
is to say they are in constant and 
unceasing interchange with the en-
vironment in which they live.

The environment and health 
constitute an indissoluble tan-
dem. A living organism cannot be 
healthy if it is ‘immersed’ in an 
unhealthy environment (or, at the 
least, its state of good health can-
not last for a long time).

At number 20 of Laudato Sì’ 
we find strong emphasis on the 

connection between the environ-
ment and health: ‘People take 
sick, for example, from breath-
ing high levels of smoke from 
fuels used in cooking or heating. 
There is also pollution that affects 
everyone, caused by transport, in-
dustrial fumes, substances which 
contribute to the acidification of 
soil and water, fertilizers, insecti-
cides, fungicides, herbicides and 
agrotoxins in general. Technolo-
gy, which, linked to business in-
terests, is presented as the only 
way of solving these problems, 
in fact proves incapable of see-
ing the mysterious network of 
relations between things and so 
sometimes solves one problem 
only to create others’.

We should then consider that 
modern science, thanks above 
else to epigenetics, has provided 
us with a way of understanding 
how our genetic inheritance (or at 
least its way of expressing itself 
phenotypically) is also dependent 
on external influences connect-
ed with the environment. That is 
to say, it has by now been dem-
onstrated that so-called ‘environ-
mental overload’ (Laudato Sì’ n. 
20) also damages a genome that 
is exposed to it, causing negative 
consequences that are transmitted 
to subsequent generations.

In the light of these observa-
tions, medical doctors and health-
care workers should perform their 
work and their mission, in the 
sense of prevention and care and 
treatment, through action directed 
towards ‘strengthening’ the natu-
ral systems of defence and dis-
intoxication that we received as 
a gift when we were born in or-
der to reduce to the utmost the so-
termed ‘disturbance factors’, all 
of which are closely connected 
with environmental deterioration. 
The fundamental element from 
which we must start is awareness 
of what has been described hith-
erto. A medical doctor must know 
that very many pathologies, and 
in particular chronic diseases (in-
cluding rare and neglected diseas-
es) and functional disturbances 
have as their principal cause (or 
joint cause) factors that have an 
environmental origin. This should 
be explored and also demon-
strated given that today we have 
available to us internationally rec-

ognised laboratory analyses to en-
gage in a monitoring of the envi-
ronment and bio-monitoring. 

6. A Culture of Health that is 
Welcoming and Supportive

We can affirm that the approach 
of service that should characterise 
the art of medicine in every situ-
ation becomes even more urgent 
and necessary in the case of rare 
and neglected diseases. As has al-
ready been observed, the treat-
ment of patients with rare diseases 
is more than a medical problem. It 
requires an interdisciplinary team 
to assure holistic care for patients 
and their caregivers, and in partic-
ular their families. For Christians, 
the words of Jesus are decisive for 
this kind of service: ‘Truly I say to 
you, as you did it to one of the least 
of these my brethren, you did it to 
me’ (Matthew 25:40). It is in giv-
ing and in caring for patients that 
we live our true identity as Cath-
olics and as disciples of Jesus. In 
Ex Corde Ecclesia St. John Paul II 
taught us the dual role of a Catholic 
university to be found its identity 
of educating and evangelising. In 
the same way, a Catholic hospital 
can best embody its identity if the 
medical staff and the support team 
can heal in a way that allows pa-
tients to believe in the love of God. 
In his prayer for the jubilee year, 
His Holiness Pope Francis prays 
to the Lord Jesus and says: ‘You 
are the visible face of the invisible 
Father, of the God who manifests 
his power above all by forgiveness 
and mercy: let the Church be your 
visible face in the world, its Lord 
risen and glorified’.

To employ the words of Pope 
Francis, we could say that the 
world of rare and neglected dis-
eases is also ‘the outermost fring-
es of society… fringes which 
modern society itself creates. How 
many uncertain and painful situa-
tions there are in the world today! 
How many are the wounds borne 
by the flesh of those who have no 
voice because their cry is muffled 
and drowned out by the indiffer-
ence of the rich! During this Jubi-
lee, the Church will be called even 
more to heal these wounds, to as-
suage them with the oil of conso-
lation, to bind them with mercy 



95DOLENTIUM HOMINUM N. 91-2016

and cure them with solidarity and 
vigilant care. Let us not fall into 
humiliating indifference’.

Many papers provoked in us 
thought about the subject of the 
humanisation of the relationship 
of patients and those who provide 
them with care and treatment. The 
word ‘humanisation’ leads us to 
affirm that ‘being’ with a patient 
can be more important than ‘do-
ing’. To encounter the sick means 
to listen to them, to welcome 
them with their cares and worries, 
their hopes and difficulties, their 
personal histories, their fears and 
their anxieties; it means establish-
ing a relationship of nearness with 
them, centred on the person, reaf-
firming their dignity and great-
ness. It means not passing over 
the situations that patients and 
their families are experiencing; it 
means offering complete care that 
is able to meet their needs at a 
physical, emotional, intellectual, 
social and spiritual level, and not 
dealing solely with their specific 
pathology.

The humanisation of care rela-
tionships is a matter of a person-
al approach, a lifestyle that goes 
beyond norms, an ideology or a 
philosophy; one moves from a 
functional relationship to an em-
pathetic relationship centred on 
the person.

‘No institution can by itself re-
place the human heart, human 
compassion, human love or hu-
man initiative, when it is a ques-
tion of dealing with the suffer-
ings of another’ (Salvifici doloris, 
n. 29).

‘Yet, while professional com-
petence is a primary, fundamen-
tal requirement, it is not of itself 
sufficient. We are dealing with 
human beings, and human be-
ings always need something more 
than technically proper care. They 
need humanity. They need heart-
felt concern… Consequently, in 
addition to their necessary pro-
fessional training, these charity 
workers need a “formation of the 
heart”’ (Deus caritas est, n. 31a).

Voluntary service is a concrete 
expression of the love of God 
and it is the duty of every person 
and in particular of Christians. 
Through their approach of love 
and free and unconditional ser-
vice, volunteers promote the cul-

ture of life on the basis of the val-
ues of solidarity and fraternity.

This service can also be per-
formed with the support of associ-
ations of sick people. They should 
be recognised and accompanied 
in their efforts so that they can 
transmit great human and Chris-
tian values to the community.

7. Recommendations

A. As Regards Rare Diseases

1. Primary prevention
As regards rare diseases, the 

primary prevention of diseases 
with an environmental compo-
nent must be spread throughout 
the world, both by increasing pro-
tection factors in pregnancy (for 
example through the taking of fo-
lic acid which reduces the risks 
of spina bifida and other congeni-
tal defects) and by decreasing or 
eliminating teratogenic risk fac-
tors (for example diabetes, alco-
hol, or smoking during pregnancy, 
as well as some medical products, 
environmental pollutants, and in-
fectious diseases).

2. Secondary prevention
Secondary prevention has to be 

spread through neonatal screening 
in order to achieve a swift identifi-
cation of diseases in neonates that 
respond to effective treatment and 
to diagnose rare diseases as ear-
ly on as possible, thereby assur-
ing effective (both pharmacologi-
cal and otherwise) treatment and 
rehabilitation. In addition, there 
should be an identification of di-
agnostic-clinical centres of high 
quality that are connected with 
each other through national and 
international networks in order to 
share good clinical practices and 
expertise. Medical, psychological 
and social support should be pro-
vided to patients and their fami-
lies.

3. Formation and research 
A plan for the formation of 

health-care personnel in all 
rich and poor countries must be 
planned so that they have the ca-
pacity, on the basis of a diagnos-
tic suspicion that a disease is pre-
sent, to refer patients to centres 
of excellence that belong to care-

providing diagnostic-clinical net-
works.

Scientific research must be 
funded in a regular way by States 
but one can also launch the idea 
of asking, on a voluntary basis, 
for an allocation of a part of the 
profits of the pharmaceutical in-
dustry. The World Health Organi-
sation must activate itself in this 
direction.

The involvement of the popula-
tion of patients in taking part in 
planning their treatment and their 
rehabilitation, as well as support 
for families, must be seen as ordi-
nary practice.

B. As Regards Neglected Tropical 
Diseases 

1. Cooperation in a network 
There is an urgent need to de-

velop strong commitment to co-
operation so as not to have a dis-
persal of energy and resources. 
It is crucially important that re-
search plans in relation to ne-
glected tropical diseases, as well 
as their results, be shared and dis-
seminated as rapidly as possible 
through a connecting network. 
Ministries of Health and the 
World Health Organisation have 
an important role to play in this 
area. Donating countries must ask 
that the resources that are made 
available become help for the pro-
gress of all poor populations.

2. The health of migrants 
Especial attention must be paid 

to the health of migrant people. 
Migration increases poverty and 
aggravates its health-care condi-
tions.

The destination countries, if 
they are poor, must be supported 
in their commitment to accepting 
sick people and to care and treat-
ment for the most widespread 
tropical diseases.

C. As Regards Both Fields

1. Justice  
The richest States of the world 

should engage in a transfer of 
medical technology and adequate 
means both for rare diseases and 
neglected diseases. It is surpris-
ing that this is done rapidly in the 
case of the transfer of military 
technology and capabilities but 
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is not done in the field of health 
care.

2. The environment and health 
The environment and health 

constitute an indissoluble tandem. 
Governments and health-care 
workers should work with this 
great awareness towards a harmo-
ny between human beings and the 
environments in which they live. 
Medical doctors must above all 
else have the knowledge and the 
instruments to enable them to en-

gage in prevention because very 
many pathologies, and in partic-
ular chronic diseases (including 
rare diseases and neglected dis-
eases) and functional disturbanc-
es, have as their primary cause (or 
joint cause) factors with environ-
mental origins. Therefore, in act-
ing to improve the quality of the 
life environment (in which food 
is also a determining part) one 
works for the health and the dig-
nity of the present generation and 
future generations.

3. The  role of the mass media
We need to work for an involve-

ment of the mass media at all lev-
els. Today, the subjects of rare and 
neglected tropical diseases are 
truly marginalised by the press, 
radio and television, whereas true 
professional ethics should lead 
the professionals of the various 
sectors to deal with the weakest 
strata of the population in order to 
sensitise governments and public 
opinion to implementing support 
policies. 


