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We set up a working group on rare diseases to reduce fragmentation and work jointly to
optimize the results of various infrastructures and projects which are currently working on
rare diseases
The first TC 'BBMRI Rare Diseases Working Group' was held on November 15th 2016. The
Rare Diseases Working Group is active since few years, but the work, at the beginning, was
difficult and fragmented. This TC was set up to begin a continuous work on rare diseases.

We proposed to have a TC every 3 months, in order to give continuity to WP7 activities and
Rare Diseases WG. The WG efforts aim to avoid any duplication of work on overlapping
activities between ERNs, ADOPT, RD-CONNECT and ELIXIR.

Rare Diseases Working Group TC

Rare Diseases Working Group -RDWG

↘ November 15th 2016

↘ February 6th 2017

↘ May 10th 2017

↘ July 5th 2017

↘ September 27th 2017

↘ February 1st 2018

↘ April 23th 2018



RD Working Group Participants

Representatives/contact 
person for BBMRI-ERIC

Representatives/contact 
person for National 
Nodes

Member

− Austria (at)
− Belgium (be)
− Estonia (ee)
− Finland (fi)
− Germany (de)
− Italy (it)

−Greece (gr)
− Norway (no)
− Sweden (se)
− Switzerland (ch)
− Latvia (Lv)

−Malta (mt)
− Netherlands (nl)
− Poland (pl)
− United Kingdom (uk)
− Czech Republic (cz)
− France (fr)

Observer
Switzerland (ch)
Turkey (tr)
Cyprus (Cy)

Representative/contact 
person for Spain Biobanks

Telethon Network of 
Genetic Biobanks - TNGB

in order sustain the continuous work on activities related to rare diseases. 
The WG teleconferences have involved regular representatives from BBMRI-
ERIC, and representatives from RD-CONNECT project. The WG also enables 
the involvement of the BBMRI National Nodes within the RD activities.
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Registry/biobank Help-desk HD 
facility
Establish a Help-desk facility to provide 
real-time support to RD biobanks and/or 
registries to meet requirements for 
participation to BBMRI-ERIC. 

Objectives and progress, Networking and Synergies

 Model with requests to three 
possible levels, and three possible 
levels of assistance:

↘ 1 - Wiki system, FAQs and 
Guideline Repository 

↘ 2 - Ticketing

↘ 3 - On particular aspects the 
HD aims to manage directly 
the site or service interest
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Website E-mail

Wiki system

FAQs

Store guidelines

Level Customers

(Biobanks)

The Help Desk model was proposed and disseminated among 
the participants of ADOPT and the Rare Disease Working Group 
(RDWG) for contribution in specific issues and for further 
development then we will revised, and we harmonize 
contributions

HD model version was revised and we have harmonized 
contributions, proceeding with the implementation of a 
preliminary version of HD in collaboration with the WP3, built 
by the Common Service IT

 Web wiki for HelpDesk: https://helpdesk-wiki.bbmri-eric.eu/

https://helpdesk-wiki.bbmri-eric.eu/
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in collaboration with RDWG we are implementing Wiki and FAQs
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↘ A webinar - tutorial was organized that shows how to use the Request Tracking system (RT), 
which is the basis for the rare disease helpdesk. The tutorial focused on how to send a 
request (then how to create a "ticket"), how to manage the ticket and also how to manage 
the ticket queues within the RT (Petr Holub IT & Data Protection Manager @ BBMRI-ERIC).

 Help Desk Request Tracker accessible by the administrators at the address: 
https://helpdesk.bbmri-eric.eu/

 To send a request to the Help Desk <rd@helpdesk.bbmri-eric.eu>

https://helpdesk.bbmri-eric.eu/
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Registry/biobank support service/ Help-desk facility
implemented of a web service composed of 3 support level in collaboration with WP3 
and RDWG .

Level

Customers

(Biobanks)

Quality
Management

RD-Connect

RD ERNs -
Bond ER

Common 
Service ELSI

BBMRI 
Directory

Forum, chat and 
community

The HD will finally be tested as a transversal service on ERN on Rare Bone Diseases: as a 
common service of BBMRI-ERIC involving RD- Connect.

Help Desk Service for European Reference Networks

Networking and Synergies

 The challenge we expect
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Osteogenesis imperfecta Pilot Study

Osteogenesi Imperfetta, as a model of rare disease
This pathology has been selected because: a) it is well known; b) is well defined at the 

molecular and biochemical level; c) has a different degree of severity; d) is clinically 
complex; e) there are possible treatments

The idea of the project is to make the data of the biobanks and OI 
registers Findable, Accessible, Interoperable and Reusable (FAIR) - a 
system developed at the University of Leiden - and to test this type of 

approach and test its effectiveness also in the ERNs

ERN FAIR: to test the principles of FAIR data to support European 
reference networks through greater interoperability of clinical and 

biomedical data, test case: Osteogenesis imperfecta "
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Findable

Accessible

Interoperable

Reusable

↘ make data linkable,
↘ possibility of linking data to specific outcomes,
↘ test interoperability

We have shared data collection models within the RD Working Group.
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- Osteogenesis Imperfecta Form for clinical information
- Sample minimum data set
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- Provided excel with genetic clinical data and samples of interest i
- Definition of Driving questions

- Defined together and shared the main vocabularies and ontologies
- Defined together and shared the data and file to be used
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- LUMC generates an OI data model 

Pilot OI ongoing



Thank you for your attention!

E-mail: luca.sangiorgi@ior.it
Web: www.bbmri-eric.eu

@BBMRIERIC
BBMRI-ERIC

 This project has received funding from the European Union’s Horizon 2020 research and innovation programme under grant 
agreement No 676550.

16/07/2018

©
B

B
M

R
I-

ER
IC

14

mailto:luca.sangiorgi@ior.it
http://www.bbmri-eric.eu/
https://twitter.com/BBMRIERIC
https://www.linkedin.com/company/5025636/

