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Flagship tools for RD research
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RD%=Connect

An integrated platform for rare disease research

SAMPLE CATALOGUE 22,932 BIOSAMPLES

COVERING 212 RDsS

REGISTRY & BIOBANK
FINDER

382 RD PATIENT REGISTRIES
AND BIOBANKS

GENOME-PHENOME

3,894 GENOMES & EXOMES
ANALYSIS PLATFORM

OF PATIENTS AND FAMILIES

RD ..'..._- ConneCt data August 2018



=== Definitions

o 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)

o 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)
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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.
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https://samples.rd-connect.eu/
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Use case: searching for samples

ii

Duchenne muscular dystrophy (DMD) is a genetic

disorder characterized by progressive muscle
DU(HENN[QX{,ARENESS degeneration and weakness. Affected persons develop
7sepf@ 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.

"l want to find 2 myoblasts samples from females
with Duchenne Muscular Dystrophy”.
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https://samples.rd-connect.eu/

Q 2 E== Data E Aggregates 4 5 -
] Disease O  Material ype © Anatomical Site O Sex @ Dpiagnosis Type B Genotype:
Data item filters
Ring chromosome 14 DNA Blood Male Molecular, Cytogenetics Yes
Nf Wizard Ring chromosome 14 Leukocyte Blood Female Molecular, Cytogenetics Yes
Ring chromosome 14 Lymphoblast Blood Female Molecular,Cytogenetics Yes
Data item selection Ring chromosome 14 Lymphoblast Blood Female Malecular,Cytogenetics Yes
Ring chromosome 14 DNA Blood Female Molecular,Cytogenetics Yes
selectall Deselectal Ring chromosome 14 Leukocyte Blood Male Molecular,Cytogenetics Yes
N sample ID - _ )
> & [ Disease Ring chromosome 14 Lymphoblast Blood Male Molecular,Cytogenetics Yes
v [ || Material Type Ring chromosome 14 DNA Blood Male Molecular,Cytogenetics Yes
v [ [E| Anatomical Site
b E sex Ring chromosome 14 Leukocyte Blood Male Molecular, Cytogenetics Yes
v [ [E] Diagnosis Type Ring chromosome 14 Lymphoblast Blood Male Molecular,Cytogenetics Yes
v ] [E| Genotype data availal
\P Age at Sampiing Ring chromosome 14 DNA Blood Female Molecular, Cytogenetics Yes
1" Age at Death Ring chromosome 14 Leukocyte Blood Female Molecular,Cytogenetics Yes
NP Age at Diagnosis
NF Age at Remission Ring chromosome 14 Lymphoblast Blood Female Malecular,Cytogenetics Yes
[ v ffected
B ; : Ring chromosome 14 Leukocyte Blood Female Cytogenetics Yes
v [ [l Family members avai
v [ [E| Related samples avail Ring chromosome 14 Lymphoblast Blood Female Cytogenetics Yes
I [E| Registry data availabl . i
> @ [F| Hosting Biobank Ring chromosome 14 Leukocyte Blood Male Molecular, Cytogenetics Yes
> [ [E| Hosting Registry Ring chromosome 14 Lymphoblast Blood Male Molecular,Cytogenetics Yes
\f Participant ID .
T T Ring chromosome 14 DMNA Blood Male Molecular,Cytogenetics Yes
Ring chromosome 14 Lymphoblast Blood Female Molecular, Cytogenetics Yes
Ring chromosome 14 DNA Blood Female Molecular, Cytogenetics Yes
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https://samples.rd-connect.eu/
L= X Q === Data B rooregates
Disease =

—rd [ ¢ . item filters
Duchenne muscular dystrophy

Y Wizard Duchenne muscular dystrophy

Duchenne muscular dystrophy

Data item selection Duchenne muscular dystrophy
Duchenne muscular dystrophy
selectall Deselectal Duchenne muscular dystrophy
Search ©1\0 Sample 1D A
> @ [F Disease Becker muscular dystrophy
> [ [ Material Type Becker muscular dystrophy
k EI Anatomical Site
Disease name b IE sex Myofibrillar myopathy
Duchenne Muscular dystrophy > [ L] Diagnosis Type al recessive limb-girdie muscular dystrophy type 2A
DMD & [E| Genotype data availal
\f Age at Sampling e muscular dystrophy
Or Y Age at Death Duchenne muscular dystrophy

NF Age at Diagnosis
NF Age at Remission

Orpha number v ¥ E .
P E Affected : Duchenne musc Fl Iter
o F2mMY memoers avan
98896 > [ [ Family memb
v [v] [l Related samples avail Duchenne muscular dystrophy
& [E| Registry data availabi
5 21 ] Hasting Hiobank Duchenne muscular dystrophy
_ v [#] [E| Hosting Registry Becker muscular dystrophy
OMIM not available NP Participant ID

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

é§§§ 18 September
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22 Locate the biological samples

"l 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.

B8 Dat= 5] Aggregates

Congenital muscular | % = Q

o Group by ] . : : .
Search criteria Material Type X | Hosting Biobank
Distinct .
\P Setup Select ...
_ Biobank of the Insfitute of Rare Diseases Newcastle MRC Biobank for Rare and

Neuromuscular Diseases

Research/institute of Health Carlos Ill (IIER-I1SCIlI)

Data item selection

o
Bl material Type

[E| Anatomical Site
EI Sex

B oo 7o o
[E| Genatype data ava
[ % Age at Sampling
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The RD-Connect Biobank Network

@® 25 RD biobank members
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== Joining EuroBioBank

Express interest  Fill Questionnaire

Evaluation Receives feedback Welcome

Fill the Propose web  Answer some basic A panel of biobank

questions about
your biobank,

sample collections

Biobank receives the
form to request

Upon the positive
outcome of the
application, biobank
becomes a member
and a part of the

RD-Connect

experts evaluates outcome of the
access to the

the questionnaire
against the

minimum criteria.

evaluation and
questionnaire

recommendations.
and operations.

community!

Based on biobank self-declaration.

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

o

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.
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=== Resources

Gainotti et al., 2018. https://doi.org/10.1038/s41431-017-0085-7

European Journal of Human Genetics (2018) 26:631-643 ESHG
https://doi.org/10.1038/541431-017-0085-2

The RD-Connect Registry & Biobank Finder: a tool for sharing
aggregated data and metadata among rare disease researchers
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Sabina Gainotti(3" + Paola Torreri® - Chiuhui Mary Wang (>* - Robert Reihs* - Heimo Mueller* - Emma Heslop® -
Marco Roos® - Dorota Mazena Badowska® - Federico de Paulis® - Yllka Kodra® - Claudio Carta? -

Estrella Lopez Martin’ - Vanessa Rangel Miller® - Mirella Filocamo® - Marina Mora'® - Mark Thompson® -

Yaffa Rubinstein'' - Manuel Posada de la Paz®’ + Lucia Monaco® « Hanns Lochmiiller ° - Domenica Taruscio?

How to navigate the RD-Connect Registry & Biobank Finder
https://youtu.be/ooMAXGFdsel

How to add a registry or biobank to the RD-Connect Registry & Biobank Finder
https://youtu.be/uDSSwftYvsk
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https://doi.org/10.1038/s41431-017-0085-z
https://youtu.be/0oMAXGFdseI
https://youtu.be/uDSSwftYvsk

Summary

Registry & Biobank Finder

/‘ Sample Catalogue

What is it? A collection of information on A centralised catalogue of rare
existing rare disease registries and | disease biological samples
biobanks

What can you | Search for registries, biobanks Search, browse for biological

do with it? 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)

BBMRI-ERIC

Biobanking and
BioMolecular Resources
Research Infrastructure

RD%&Connect




