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Datasets from more than 2000 PCD patients identified!

(Progress in Work Package 1-WP1)

WP1has been progressing according to plan. It's goal is to analyze existing clinical and

epidemiological PCD datasets. This will llow to generate first representative data on
growth in PCD patients, as wellas information on

treatment effects nml' is for this . Sofar, datasets

from more than 2000 PCD patients have been identified and will soon be ready for analy-

ses.

In afirst step, existing PCD datasets have been identified by performing a systematic elec-
tronic search on published studies and conference abstracts. Unpublished datasets from
members of the European Respiratory Society (ERS) PCD taskforce and other researchers
have then been added to the list. So far, datasets for mare than 2000 PCD patients have
been identified and are potentially available for analyses.

In parallel, UNIBE has created the infrastructure necessary for the study by setting up data
ownership, transfer and publication agreements, which leave allrights with data contribu-
tors. Furthermore, a safe IT platform for uploading anonymised data has been setup, and a
precise description of desired variables has been compiled

Several datasets have already been received and the process of cleaning, standardising
and pooling ofthe data has begun. After the standardisation, the datasets will be available
forfirst analyses. In the near futu)
vidual patient data meta-analysid
characteristics of the patient pop|
tions, lung function and growth

In July 2013, Besteilia partners have met in Minster, Germany, for an internal training on
PCD diagnostics. The training was directed to participants of the warkpackage 3 (introduc-
tion of Standardized Diagnostic PCD Testing in European Countries with limited Health Ex-

penditures), but also ofher partners participated in this meeting

PCD registry (WP2) is up and running!

International registry of PCD patients, which s the aim of Bestcilia Work Package 2

(WP2), will be ready for data entry from January 2014, The registry will allow systematic

collection of data on incidence, clinical presentation, treatment and course of PCD. All
\( the preparatory work hias been done and the recruitment of patient will start soon.

During lastyear, partners involved in WP2 have heen working intensively on the generation
ofthe PCD registry. During and beyond the duration of Bestcilia project, the registry will be a
wonderful instrument that will show some general trends in the clinical presentation, diag-
nostic accuracy and applied treatments in PCD. It will also allow to examine changes in
long-term outcomes and recruit patients for multicentre clinical studies

In the first step of the work, WWU has proposed potential items (patient parameters), which
will be anonymously collected in the registry. ERS PCD Task Force experts and patient
groups from Germany, Netherlands and USA had a significant role in this step. The poten-
tial parameters were later discussed by the partners from WU, UBERN, UNC, SOTON
and Region H to include items, which are most universalimost informative. Care has been
taken to include parameters allowing comparisons with other datasets collected at present
(US PCD registry) and in the past (for example with datasets generated during Besteilia
WP,
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tywill  Today another update on the progress within Besteilia:

PCD-SPECIFIC QUALITY OF LIFE QUESTIONNAIRES (WP4) IN ENGLISH
ARE READY!

Work Package 4 (WP4) has progressed extremely well this year. The aim of WP4 is to

develop and validate PCD- specific health related quality of life questionna
(QOL-PCD). The questionnaires have been developed in English and tras

es
lated into a

O Bestcilia consortius
23 Novernber 2013, Naples, ltaly

710 11 September 2013, Barcelona, Spain
meeting

Atfirst, the general diagnostic algorithm for PCD was presented. Later lectures concemed
application of different methods of detecting and confirming PCD, such as nasal NO mea-
surement, electron staining and

of PCD-causative mutations. Meeting consistad both of lectures and practical hands-on
training, moreover, participants exchanged their experiences in use of various diagnostic

number of languages, ready for validation.
Bestcilia participants from SOTON, UNC and UM developed the PCD- specific health re-

lated guality of life guestionnaires (QOL-PCD, workpackage 4), with significant sunpﬂrﬂrc
UNC, University College Cork, Royal Brompton Hospital. Participatioe gty

We would like to warmly invite you to the International Conference on Primary Ciliary Dysk-
inesia (PCD), which wil take place fram 20 to 22nd of March 2014 in Athens, Greece

The program of the conference will include lectures of the intemationally recognized PCD
experts and a specialistworkshop covering all aspects of state-of-the-art PCD diagnostics.
In addition, in parallel to the workshop, you will be able to participate in an open-to-public re-
search meeting of Besteilia participants.

inour is harge and everybody is welcome to participate.
Please see below for the details of the program and registration.

WWe hape you will find the program interesting and we are looking forward to see you on our
conferencel

INVITATION FOR THE MEETING (PDF, 0.3 MB)
HOTEL BOOKING FORM (Word, 0.8 MB)

0On 23nd of November 2013, Bestcilia participants have met in Naples, Italy. During the
meeting, the leaders of each workpackage have presented the progress of work within each
workpackage and discussed work schedule for the nearest future.

Apart from reporting the work, during the meeting, a short workshop on the health-related
quality-oflife questionnaires (HRQOLG) took place. The workshop was led by an external
speaker, Alexandra L. Quittner (University of Miami, USA), who, together with Laura Behan
and Jane Lucas (University of Southampton, UK) have presented the design and optimiza-
tion of HRQOLQs in PCD. Th_ErDYESEMa(IOHS have been followed by discussions with all
participants on the use ofthe HRQOL in clinical trials.

Anumber of general issues was also discussed, including publications and other dissemi-
nation activities. Participants have also debated on the organization of the future meeting in
Athens, Greece. It has been decided, that the meeting will take place from 21 to 23 March
2014 and will be connected with a specialized workshop for clinicians on PCD diagnostics.

Italy.

TOWARDS A RELIABLE DIAGNOSIS: PCD DIAGNOSTIC CENTERS IN GREECE, CYPRUS AND
POLAND (WP3) WILL SOON BE READY FOR THE PATIENTS!
S] (progress in Work Package 3)

Atthe beginning of the New Year, we are starting a cycle of short updates on the progress
within Besteilia workpackages (WP). Today, information on WP3

Realization of Work Package 3 (WP3) is following the schedule. WP3 aims to establish
standardized PCD diagnostic testing in three European countries with limited health expen-
ditures. During last year, Bestilia WP3 participants have worked hard and significantly pro-
gressed in all areas necessary for achieving this goal. In few months, PCD patients from
Cyprus, Greece and Poland will be able to get a reliable diagnosis of their condition, con-
sistentwith ERS diagnostic guidelines.

We wish you

Establishing standardized PCD diagnostics in Cyprus, Greece and Paland will be achieved
through establishment of national PCD diagnostic centers, development and introduction of
standardized operational procedures (SOPs) and diagnostic algorithms for diagnastic PCD
testing. During last year, Bestcilia participants from these three countries have significantly
progressed in all areas necessary to achieve these goals (purchase and setting of equip-
ment, receiving approval of local Ethics Committees, SOPs development and staf training)

The last goal was reached through the training workshop held atthe University of Minster in
Germany. The workshop dealtwith the basic diagnostic methods for PCD: electron mi-
croscopy (EM); high speed video microscopy (HSVM) and nasal nitric oxide (1NO) measure-
ments, as well as the implementation of immunofiuorescence technigues for confirming di-
agnostic results. The workshop was extremely successful, and apart from participants from
Cyprus, Greece and Poland, physicians and from other Besteil

countries were also present

Based on this success, itwas decided to organize a second workshop on that subject,
open for all BESTCILIA and ERS PCD Task Force members. The workshop will take place
in March 2014 in Athens, Greece. More information on this issue will fallow soon,

Moreaver, Besteilia members have intensively discussed the details of 0Ps and diagnos-
tic algorithm to be implemented in PCD centers in Cyprus, Greece and Poland. The SOPs
for NO measurements are aimost completed and SOPs for other PCD diagnostic meth-

ods are still being discussed. Therefore, within few months, suspect patients will be able to
visit PCD centers in their country and get a reliable diagnosis consistentwith ERS diagnos-
tic guidelines

methods. During the meeting, a number of general issues were discussed

Atthe end ofthe training, participants agreed to meet on 23rd of N

Family Support Group UK and PCD Foundation USA has been vital
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AZITHROMYCIN TRIAL IN PCD (WPS5): PATIENTS’ RECRUITMENT WILL
START SOON!

(Progress in Work Package 5)

Aaithromycin s 3 widely used macrolida anfbiotic, used for trastment of infection and as
maintenance therspyin some chronic respiratory diseases. The aim of Bestoilia Work
Package 5 (WP5)is to evaluate the efficacy and safety of azithromycin as maintenance
therapyin PCD patierts, which has so far not been assessed. This will be done through a
randomized, placebo-controlled trial. We are delighted to inform that preparstions for the
{riakhave ol most bean finished and patient recruithiert will stad in spring 2014,

glish into German
s development (|
omplicated procec
"aires will be easy
Azithromycin is an authorized drug widely used to treat infections and used as maintenance
therapy in some chronic respiratory diseases, including PCD. However, the efficacy and safety
of the use o this macrolide antibiotic as maintenance therapy in PCD patients, has not yet
been evaluated. Such scientific, randomized, placebo-controlled trial of azithromycin is the
3im of Besteilia WPS

1slated versions w
ing patients partic
asked to complet
ins. As s00n as th
also to other lang
ts intemationally

This multi-national initiative will be conducted by Besteilia partners from six institutions and [%
five countries: Westfslische Wilhelms Universitat, Minster (Germany), University of Bern
(Switzerland), VU University Medical Center Amsterdam (The Netherlands), University of
Southampton (United Kingdom), Royal Brompton Hospital (United Kingdom) and Copen-
hagen University Hospital Rigshospitalet (Denmark)

In the past year the partners have been working intensively on the design of the trial and are
now in the process of obtaining the required approvals from health autherities and ethics
committees in the participating countries.

Treatment for Prirr

A special workshop in‘Nitrogen Multiple Breath Washout was organized in November 2013
in in orderto ensure inthe and analysis of venti-
Iation inhomogeneity between the participating centres. The ‘Lung Clearance Index (LC),
which is one of the outcomes that can be abtained by Nitrogen Multiple Breath Washout, is
one of the new exploratory outeome measures of the trial

Recruitment of the 125 PCD patients for the tial is planned to begin in spring 2014,

GRANT FOR BESTCILIA INVESTIGATOR TO STUDY NOVEL METHODS OF

DIAGNOSING PCD!

We are you. Claire Hoggs

ton and Harefield NHS rommmmu Trust, London, UK), have received a three.year Health-
care Scientist P of Health Research
(UK). Starting from April 2014, the lead scientist Amelia Shoemark who has won this.
award, will test novel methods of diagnosing PCD. If proved successful, they hope to sig-
nificantly improve PCD diagnostics!

Primary Ciliary Dyskinesia (PCD) is diagnosed by the examination of cells using light and
electron microscopy. In 15-30% of children who have PCD, the cells look normal, and false
negative results can delay diagnosis and the commencement of appropriate therapies. The
purpose of this NIHR funded project s to test the use of novel approaches using 30 elec-
tron tomography to better define the ultrastructural defects that cause PCD. Increasing our
understanding of ciliary ultrastructure and function aims to reduce diagnostic dileramas and
accelerate the diagnosis by improving our pick up rate and accuracy,

Amelia Shoemark, the lead scientist for the diagnostic service, and her team have already
tried modern approaches to the analysis of ciliary structure. In their work published last year
in Thorax, they visualized cilia by eleciron tomography (3D electron microscopy), finding sig-
nificant differences in the of cilia that had previously b using cur-
rent standard electron microscopy.

Now, thanks to the funding from the National Institute of Health Research, the group will be
able to determine the usefulness ofthis and other novel technigues on a large number of
patients. Ifthis study proves successful, this research team might significantly accelerate
the diagnostics of PCD by improving the effectivity of cilia visualization

CON:

Bestcilia publication: Relation of body mass index, lung function and
sputum microbiology in PCD

Bestcilia investigators, members of the Advisory Board and collaborating teams have joined
forces to perform a longtidunal study of the relationship between the body mass index
(BMI), spirometry and sputum pathogens in PCD patients. Thanks to this collaboration, a
group of over 150 PCD patients attending PCD referral centers in 3 countries has been ana-
Iyzed. In agreement with the hypothesis, the results have shown that in PCD subjects re-
ceiving centralized care, nutrition and spirometric indices remain stable during medium
term follow-up. Furthermore, BMI seems to be completely normal in PCD patients.

More information and the link to the article full text can be found:h
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Was ist Primare Zilidre Dyskinesie?
(PDF, 0.2 MB) (ZIP, 0.2 MB)

m— 4

What is PCD?
(PDF, 1.7 MB) (ZIP. 1.7 MB)

Ti givan n NAK - MAnpogopiec yia agBeveic
(PDF, 1.5 MB) (ZIP, 1.5 MB)

Wat is Primaire Ciliaire Dyskinesie?
(PDF, 7.7 MB) (ZIF, 7.7 MB)

T eivan n NAK - NAnpogopisc yia agBeveic
(PDF, 1.5 MB) (ZIP, 1.5 MB)

CZYM JEST [Jo5?

Hyrsdd & BN



CZYM JEST PCD?
Broszura informacyjna dla pacjentow

Autorami niniejszego tekstu sg polscy uczestnicy programu Bestcilia: dr Zuzanna Bukowy-Bierylio,
prof. Michat Witt, prof. Ewa Zietkiewicz, prof. Henryk Mazurek, dr Andrzej Pogorzelski.

Tekst czesciowo zostal przygotowany w oparciu o materialy o PCD dostepne na stronie internetowe]
PCD Family Support Group w Wielkiej Brytanii (www.pcdsupport.org.uk), jak rowniez broszure
przygotowang przez niemieckich czlonkéw programu Bestcilia: dr Julie Wallmeier, dr Claudiusa

Wernera i prof. Heymuta Omrana z Klinik fur Kinder-und Jugendmedizin, Universitatsklinikum
Munster w Niemczech.

W procesie tworzenia tej broszury, lekarze uwszglednili roznice regionalne oraz kulturowe w
cnonsohach ooiekt nad oacientami 7 PCOD Malerv wriad ood imwarce 7 w chwili obecnel nie ma
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POLSKIE TOWARZYSTWO
DYSKINEZY RZESEK




