
F i n d i n g  r e g i s t r i e s  a n d  b i o s a m p l e s
i n  j u s t  f e w  c l i c k s :
Re g i s t r y  &  B i o b a n k  F i n d e r  a n d  
S a m p l e  C a t a l o g u e

1 8  S eptemb er  2 0 1 8 ,  E R N W E BI NA R

Mary Wang, PhD 
Fondazione Telethon, Milan
mwang@telethon.it

mailto:mwang@telethon.it


2

TEAM WORK

WP3 Biobanking
Lucia Monaco
Stefano Benvenuti

Registry & Biobank Finder
Heimo Mueller
Robert Reihs

Paola Torreri
Domenica Taruscio
WP2 Registries team

Sample Catalogue
David v. Enckevort
Morris Swertz
Mariska Slofstra 
Molgenis team

Roxana Merino Martinez

EuroBioBank
Marina Mora
Manuel Posada
Meral Özgüç
Chiara Baldo
& biobank members

Lorena Casareto

Marieke van Meel

RD-Connect Consortium

Coordination Office
Libby Wood
Dorota Badowska
Rachel Thompson
John Dawson



3

S A M P L E C ATA LO G U E

3,894 GENOMES & EXOMES

OF PATIENTS AND FAMIL IES

382 RD PATIENT REGISTR IES

AND BIOBANKS

A n  i n t e g r a t e d  p l a t f o r m  f o r  r a r e  d i s e a s e  r e s e a r c h

G E N O M E- P H E N O M E

A N A LY S I S P L AT F O R M

22,932 B IOSAMPLES

COVERING 212 RDS

R E G I S T R Y &  B I O B A N K

F I N D E R

Flagship tools for RD research

data August 2018
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 What is a registry? 

… a patient registry is an organized system that uses observational study methods 

to collect uniform data (clinical and other) to evaluate specified outcomes for a 

population defined by a particular disease, condition, or exposure, and that serves 

one or more predetermined scientific, clinical, or policy purposes.

(Agency for Healthcare Research and Quality, AHRQ)

 What is a biobank?

Biobank is a biorepository that accepts, processes, stores and distributes  

biospecimens and associated data for use in research and clinical care 

(De Souza and Greenspan,2013 Biobanking Past, Present and Future: Responsibilities and Benefits )

Definit ions

18 September 
2018
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Sample Catalogue

https://samples.rd-connect.eu/

Sample Catalogue contains information on available samples 
across participating biobanks

22,932 samples covering 10 material types, representing 
more than 200 rare diseases. 

https://samples.rd-connect.eu/
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“I want to find 2 myoblasts samples from females

with Duchenne Muscular Dystrophy”.

Use case:  searching for  samples

18 September 
2018

Demo I: Sample Catalogue for researchers

Duchenne muscular dystrophy (DMD) is a genetic 
disorder characterized by progressive muscle 
degeneration and weakness. Affected persons develop 
problems walking and breathing. It is caused by mutation 
in dystrophin gene, which encodes for protein that 
anchors cytoskeleton of a muscle fiber to the surrounding 
extracellular matrix. 
DMD is a X-linked recessive disorder.

https://samples.rd-connect.eu/

https://samples.rd-connect.eu/
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18 September 
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18 September 
2018

Search

Disease name
Duchenne Muscular dystrophy

DMD

Or

Orpha number
98896

OMIM not available

https://samples.rd-connect.eu/

I want to find 2 myoblasts samples from 
females with Duchenne Muscular Dystrophy

Filter
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Locate the biological  samples

18 September 
2018

“I want to know which biobank(s) hold samples from patients with Congenital 
muscular dystrophy type 1A.”

MCD1A, muscular dystrophy caused by mutations in the LAMA2 gene and is 
inherited in an autosomal recessive manner.



The RD-Connect Biobank Network

25 RD biobank members
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Interest  and investment from EC

18 September 
2018

FP5

EUROBIOBANK

FP6 

TREAT-NMD

FP7 

RD-CONNECT

2001

2003-2006

2012-2018

2007-2011
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Joining EuroBioBank

18 September 
2018

Based on biobank self-declaration.
More info https://rd-connect.eu/biosamples-data/biobank-assessment-process/

https://rd-connect.eu/biosamples-data/biobank-assessment-process/
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Registry & Biobank Finder

https://catalogue.rd-connect.eu/

Global directory of RD patient registries and peer-reviewed 
biobanks. Displays basic information on contacts persons, 
collections, as well as some study documents or SOPs.

Currently it lists 360 patient registries and 22 biobanks, 
covering over 1500 RDs.

https://samples.rd-connect.eu/
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Gainotti et al., 2018. https://doi.org/10.1038/s41431-017-0085-z

How to navigate the RD-Connect Registry & Biobank Finder

https://youtu.be/0oMAXGFdseI

How to add a registry or biobank to the RD-Connect Registry & Biobank Finder

https://youtu.be/uDSSwftYvsk

Resources

18 September 
2018

https://doi.org/10.1038/s41431-017-0085-z
https://youtu.be/0oMAXGFdseI
https://youtu.be/uDSSwftYvsk
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Summary

Registry & Biobank Finder Sample Catalogue

What is it? A collection of information on 
existing rare disease registries and 
biobanks

A centralised catalogue of rare
disease biological samples

What can you 
do with it?

Search for registries, biobanks Search, browse for biological 
samples

Search via? Disease name, OMIM, Orphacode
Filters: Registry/disease 

Disease name, Orphacode
Multiple filters: sample material 
type, availability of genotype data, 
sex, etc

What else? Management of new 
registry/biobank entries

Request of samples (via BBMRI-ERIC 
Negotiator, underdevelopment)


