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The interest in rare diseases is growing. The progress in this field has been made possible by a
coordinated action between respiratory researchers, health authorities and patients associations.
http://bit.ly/2kIurPH
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In this issue of the European Respiratory Review (ERR), we are delighted to publish a series of articles on
rare pulmonary diseases discussing hot topics presented at the 8th International Meeting on Pulmonary
Rare Diseases and Orphan Drugs, which took place in Milan, Italy in March 2019. The meeting was
endorsed by the European Respiratory Society and the European Reference Network – LUNG; a network
of healthcare providers dedicated to the care and investigation of patients suffering from rare respiratory
diseases approved by the European Commission’s Board of Member States in December 2016 (https://ec.
europa.eu/health/ern/networks_en) [1].

This international meeting, which is held every 2 years, is entirely dedicated to the management of rare
pulmonary parenchymal and vascular diseases and rare variants of more common respiratory conditions
(such as severe refractory asthma and pulmonary complications of particularly common therapies). In
recent years, the interest for rare diseases has grown in the entire medical community, and many
respiratory physicians were pioneers in this field of medicine. The tremendous progress has been made
possible by several factors, including a more appropriate classification (i.e. pulmonary hypertension and
idiopathic pulmonary fibrosis (IPF)), the collective effort of research by the respiratory medicine
community and progress in terminology of rare diseases by Orphanet (www.orpha.net). Important factors
for the success of this fight were also: the emergence of coordinated action against rare diseases by health
authorities in several western countries and at the European level; the role of patient associations, which
raised awareness, funding and, in some cases, facilitated clinical trials (as in the case of
lymphangioleiomyomatosis for the MILES trial); and investment by major pharmaceutical companies,
itself fostered by orphan drug legislation [2].

However, by far the paradigm of the research in this field and in the development of orphan drugs is
pulmonary artery hypertension; this disease has greatly benefited from the establishment of an
international network of research focused on understanding the complex pathogenesis and development of
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the illness [2]. The registration of more than 10 different drugs, with important impact on outcomes as
well as quality of life of patients suffering from this disease, witnesses the strong effort made in the last
20 years to help clinicians, patients and relatives fighting this devastating pulmonary vascular disease.

In recent years, the ERR has published several articles on rare pulmonary diseases and orphan drugs. The
publication of these reports from the 8th International Meeting on Rare Pulmonary Diseases and Orphan
Drugs goes further in this direction. Furthermore, a new series on rare genetic interstitial lung disorders
will be published in the coming months. We believe that rare diseases represent an important field of
medicine not only for those pulmonologists who are skilled in diagnosing and treating particular groups of
these illnesses, but also for all respiratory physicians. Sharing knowledge and exchanging updates among
experts on different areas of clinical and basic research in respiratory medicine, with different specialised
pulmonary medicine expertise, from vascular to interstitial lung diseases, is part of the stimulating
challenge of providing new insights into science and clinical care, thus helping patients and supporting
doctors [3].

The proceedings from this meeting includes several review articles that focus on rare pulmonary diseases
written by outstanding experts, providing an update on new issues and difficult problems in the
management of those illnesses. Different aspects of IPF are discussed, starting from what we learnt from
basic science. YANAGIHARA et al. [4] have written an excellent state-of-the-art review on our knowledge of
this disease. BORIE et al. [5] provide a very clear and updated overview on the genetics of interstitial lung
disease, which helps understand when to suspect genetic abnormalities and when to ask for genetic
screening. The therapy of IPF and future perspectives are presented by SOMOGYI et al. [6], while COLLINS

and RAGHU [7] present the very hot topic of antifibrotic treatments for non-IPF fibrotic interstitial lung
disease, which is also discussed in the editorial from COTTIN [8]. Finally, CAMINATI et al. [9] deepen the
important issue of the clinical impact and management of comorbidities in IPF patients, who are often old
and with a history of smoking.

Pulmonary hypertension is the other major topic with WEATHERALD et al. [10] providing an overview of
pulmonary artery hypertension screening in systemic sclerosis, while ELIA et al. [11] debate the difficult
issue of looking at future perspectives of pulmonary hypertension in chronic lung disease. Finally,
CADRANEL et al. [12] face an increasingly new problem, pulmonary complications of immune checkpoint
inhibitors and present it in the context of nonsmall cell lung cancer.

We thank the ERR for hosting these selected articles and hope the readers will enjoy them. The slide
presentations from the 8th International Meeting on Pulmonary Rare Diseases and Orphan Drugs are
available from www.pulmonaryrarediseases.com.
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