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Training on rare diseases :
the ERN experience and vision for the future

Maurizio Scarpa
Coordinator MetabERN
University Hospital Udine, Italy
Chair of the Knowledge Generation
Working Group

THANKS TO ALL THE ERN COLLEAGUES CONTRIBUTING TO THIS PRESENTATION

This presentation is owned by the ERN, was performed with the contribution of the ERNs and may contain information
that is confidential, proprietary or otherwise legally protected.
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The ERN Strategy on Training and Education on Rare =~ *¢* Netwesk
Diseases and Complex Conditions

To propose a joint strategy (MS, ERNs,stakeholders) for training and
education to overcome the gap between the increasing awareness on
rare and complex diseases and the lack of a specific training in the
medical curricula.

Background principles:

* ERNSs are not Universities,

* ERNSs are not expected to play the role of Scientific Societies;
* ERNSs have a "patient care” mission

* Clinical Research is an obligation for clinician members of ERN

medical teams, but training in research is also the mission of the i
EJP RD (close concertation) -_—

From:»The ERN Strategy on Training and Education on Rare Diseases and Complex Conditions»: In Collaboration with Alexis Arzimanoglou, and Franz Schéifer
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The curricula will be based on defined
catalogues of training contents
focusing on rare diseases or
diagnostic tools and techniques as
well as surgical techniques, which will
be developed by the ERNs’
educational working groups and
approved by the Network boards.

Registration should be open to
postgraduate physicians from ERN
member and Affiliated Partner
centers who have completed a
minimum level of specialization
training (details to be defined by the
ERNs).

The curricula should combine periods
of physical training in ERN centres
with elements of online learning
organized by the ERNs (such as
Webinars and case-based e-Learning
programs).

The curricula should have a defined

duration (to be defined by ERNs; not

less than 1, not more than 3 years).

Trainees should formally sign up for
the curricula.

The development of rare and complex
disease curricula also for other
healthcare professionals working in
ERN teams (nurses, technicians) may
be considered when appropriate.

The Webinars and eLearning cases,
focusing on rare diseases, should
cumulatively cover all main items of
the training catalogue during the
training period. Provision by the EC of
a - secure but readily ccessible -
central online platform for data
storage and e-learning case
development would be welcome.

In addition, short- and medium-
term exchange training fellowships
(3 to 6 months duration) in ERN
member centres with
complementary expertise will be
encouraged.

All recognized training elements
will be assigned by scores (‘ERN
training credits’). A minimum
cumulative number of credits must
be reached during the training
program.

A certificate should be issued upon
successful completion of the ERN
training program. Recognition by

European and national
postgraduate education authorities
should be aimed for.

°
2233 European

CME courses, training workshops,
and summer/winter schools
organized or validated by the ERN
can be incorporated in the
curriculum.

Measures to evaluate knowledge
transfer should be incorporated
(e.g. post-Webinar multiple choice
questions, performance
monitoring in eLearning courses,
final online exam).

In agreement with the ERNs’
mission, no fees should be raised
by the HCPs, members of ERNs, for
the on-site training programs and
all organizational costs should be
covered by the central
coordination budgets.

From:»The ERN Strategy on Training and Education on Rare Diseases and Complex Conditions»: In Collaboration with Alexis Arzimanoglou, and Franz Schéfer
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The ERN Academy is a tool which will facilitate the activity of the ERN Knowledge Generation

activity

The ERN Academy will involve the following components:

* eTraining/elLearning Moodle-based environment and support to the content generators (the
ERNs) to produce the deliverables and manage the system

e Repository-library of all the “products” of the ERNs (the ones included under the agreed
taxonomy and any other produced by the ERNs) with a powerful search engine and
structure

* Integrated web conferencing system for the training and learning activities

* Acentral IT and development support and helpdesk for all the activities and needs of the

ERN Academy.

From:»The ERN Strategy on Training and Education on Rare Diseases and Complex Conditions»: In Collaboration with Alexis Arzimanoglou, and Franz Schéifer
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* Think tank: Subgroup “Training and Education” of the ERN Working group on
Knowledge Generation

* Organization by ERN, based on field of expertise, connexions with National and EU
Societies, and pre-existing achievements

* Learning & e-Learning

* \Webinars
EUROPEAN REFERENCE NETWORKS
FOR RARE, LOW-PREVALENCE AND COMPLEX DISEASES

Share. Care. Cure.

e MOOCS & Self training modules

* Workshops and symposium

* Formal courses

.\
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e Support for EU-wide trainings 09’ Networks
* Training

European |
m Commission Health

e Short time exchanges

e Just a rapid visit of some ERNs... but hundreds of other initiatives !!!
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WEBINARS N Networks

* Easy support for e-learning

* Synchronous & interactive... OR not

e Recordings available

« ZOOM, TEAMS...

* Advertisement through ERN NL and Organizing partners
e Usually opened to participants outside the Network

* Further dissemination through dedicated YouTube channels (some with > 100 videos)

° = y ol <<|>\\

Targets o | £ Q\_J
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* Professionals : in English ) ONEBINARE:

* Lay people : language may be limiting
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Type/Format Event title Date
Live Webinar #01 Webinar: Gender issues in COVID-19 pandemia 22/06/2021
Live Webinar #02 Webinar: EuRR-Bone: what and how? 28/06/2021
Live Webinar #03 Webinar: Talking about FD/MAS 07/09/2021
Live Webinar #04 Webinar: Talking about the type 2 collagen disorders 28/09/2021
Recorded webinar #05 Webinar RD day 2021: COVID-19 and psychological impact — Italian w/ English subtitles 22/02/2021
Recorded webinar ... #06 Webinar RD day 2021: COVID-19 and vaccines — Italian w/ English subtitles 28/01/2021
Live Webinar #O? We'binar Human Body Movement & Scan Analyses: in state-of-the-art laboratories, in 24/03/2022
patients' local area, at home
Recorded webinar #08 ERN BOND, the last five years and the future from the “5th Annual meeting of clinical and 20/04/2022

molecular diagnosis of skeletal dysplasias: from research to clinical practice”

Live Webinar ECT 5#09-#10 ECTS-ERN BOND Webinar Series Rare Bone Diseases: Melorheostosis - First and second

European Calcified Tissue Society p a rt

07/02/2023; 14/03/2023

Webinar

RARE DISEASE DAY

#11 Webinar RD day 2021: Tools for remotely following up patients with rare skeletal diseases —
Italian w/ English subtitles

04/03/2021 (live);
21/03/2023 (recorded)

Webinar

#12 Webinar RD day 2021: COVID-19 and indications for patients with Ol — Italian w/ English
subtitles

21/01/2021 (live);
21/03/2023 (recorded)

Recorded webinar

#13 Musculoskeletal avatar. A possible solution for creating digital twins in children with skeletal
dysplasia

31/03/2023

Webinar *

RARE DISEASE DAY

#14 Webinar RD day 2021: Biological material in scientific research — Italian w/ English subtitles

18/03/2021 (live);
01/04/2023 (recorded)

Live Webinar @ ECTS ™~
European Calcified Tissue Society haVIng tOO mUCh bone

#15 ECTS-ERN BOND Webinar Series Rare Bone Diseases: The pathogenesis and consequences of

31/05/2023



https://ernbond.eu/2022/02/02/ern-webinar-tuesday-june-22nd-2021/
https://ernbond.eu/2022/02/02/ern-webinar-tuesday-june-28th-2021/
https://ernbond.eu/2022/02/02/ern-webinar-tuesday-september-7th-2021/
https://ernbond.eu/2022/02/02/ern-webinar-tuesday-september-28th-2021-2/
https://ernbond.eu/2022/02/03/covid-19-and-psychological-impact/
https://ernbond.eu/2022/02/03/covid-19-and-vaccines/
https://www.med3.it/lpassets/ern_bond/video/webinar_human_body.html
https://www.youtube.com/watch?v=WSzf1lXfnrw
https://ernbond.eu/2023/02/23/melorheostosis-webinar-series-in-rare-bone-disease/
https://youtu.be/O1UNObkBk0U
https://ernbond.eu/2023/03/30/musculoskeletal-avatar-a-possible-solution-for-creating-digital-twins-in-children-with-skeletal-dysplasia/
https://ernbond.eu/2023/05/19/webinar-series-rare-bone-diseases-the-pathogenesis-and-consequences-of-having-too-much-bone/
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MQOOCS, ON LINE ENCYCLOPEDIAS AND OTHER SELF-
LEARNING TOOLS

® o"o' Networks

* Many initiatives as asynchronous or synchronous (Massive Open Online Courses,
MOOCS) e-learning tools

* Supported initally by a specific CEF funding

* From focused information (« pills of knowledges » ) to large e-textbooks
 MetabERN : encyclopedia en metabolic diseases (coming 2024)

* ITHACA: APOGeE

* Many opp\ortunities for trans-ERN developments
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3 aweek
/ The importance of

/exercise in Marfan and Pills of Knowledge videos
related Heritable Thoracic .
Aortic Diseases (HTAD) , on several topics to
HTAD-WG Pills of Knowledge .

/ increase knowledge of

rare vascular diseases.

for rare or low prevalence
complex diseases

i Network
Vascular Diseases
(VASCERN)

Edition | (April 2021)

Ed1|apiizozn VASCA TN

The VASCA WG
Prof. Guillaume Jondeay, Marine Hurard, Natasha Barr, Karen Daoud and Ibrahim Donmez

such as weight lifting, for example, or competitive sports or

o*"*, European

A = E-Learning modules on

different rare vascular diseases.
Hereditary Haemorrhagic Telangiectasia

Epidemiology and Genetics

a—
-
Four known genes are
involved:

HHT1 and HHT2 are equally
common and seen in totally 80
% of cases

e®°".
1E): 190 Ance Burope Y/oscopo rEVAs —cmteym .

-Or more rarely SMAD4
(2-3%), responsible for an overlap
syndrome of HHT and juvenile

polyposis.

-GDF2 (encoding BMPS ),
potentially responsible for an
overlap syndrome of HHT and
other vascular anomalies (or,
alternatively, potentially
responsible for an overlap

* VASCA Magazine by the VASCERN Vascular | ’ \ ) G
Anomalies Working Group.
e A true collaboration between clinicians and patients.
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APOGeE (ITHACA)

APOGeE
Online e-handbook on medical genetics

100 contributors

Adopted as reference for ECCMG certificate for Genetics (UEMS)

With strong accent on NDD and developmental anomalies
In development (beta version)
Achievement T4, 2023

Others: 2 MOQCs, 1 serious game...
2 wimeme e

mmiestation

A Practical Online (Gehetics e-Education

aQ A A\amver\oes'

Altiacs E My Modules *  This Module ~

Q| Certificate of Completion

Not available unless: You achieve a required score in Course total
B Acknowledgments

S1: Introduction to Human S2. Genomics S$3. Variants and mutations S4. Multifactorial/genetic
Genetics predisposition to common
Qi GCTATCG GCTAGA 'Y diseasesX y
] N AGACCCGCTAGATAG +/_
ATAGA G ATAG ~Z
. ATAGACTCGCCG “
ATAGA G A \
S5. Population genetics S6. Omics S7. Clinical genetics and S8. The genetics of

genetic Counseling developmental disorders

Noonan syndrome

Summary/outline

A rare, highly variable, multisystemic disorder mainly characterized by short stature, dist

ctive facial features, congenital heart

risk to develop tumours in childhood
Clinical aspects
Description and natural history

The clinical picture of NS is progressive, justifying specialised monitoring throughout life, including adulthood

Facial dysmorphia includes high and wide forehead, hypertelorism, ptosis and vard-slanted palpebral fissures, thick, back

micrognathia, curly hair and sometimes webbed, neck. These facial Ges!

nost pronounced in early childhood. With a
skin folds more marked (Figur

1
4
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Table of contents

Chapter 1-1: The field of medical genetics: Genetic disorders, rare b

1. Intreduction to Medical F .
Comoties diseases, and orphan patients
1.1. What do geneticists do?
1.2. Genetic diseases

1.3. The heterogeneity of

genetic diseases

Alain VERLOES; Department of Genetics, APHP.MUP Robert DEBRE University Hospital & Medical School, Paris Cité University, Paris,
FRANCE; alain.verloes@aphp.fr

2. Rare diseases Elke DE BOER; Department of Human Genetics and Donders Institute for Brain, Cognition and Behaviour, Radboudumc, Nijmegen, and
2.1. Definition and prevalence Department of Clinical Genetics, Erasmus Medical Centre - Sophia Children’s Hospital, Rotterdam, THE
2.2. Limited scientific NETHERLANDS; e.deboer@erasmusmc.nl
understanding of RD

3. Impact of rare and genetic Sylvie ODENT; Department of Genetics, Rennes University Hospital, Rennes, FRANCE; sylvie.odent@chu-rennes.fr

diseases

3.1. Medical impact of rare

and genetic diseases Next: 1.1. What de geneticists do? =
3.2. Societal impact of rare

and genetic diseases

4, Patients without a diagnosis 1. Introduction to Medical Genetics
4.1. Diagnostic yield of

genetic testing * What do geneticists do?

4.2, Diagnostic wandering * Genetic diseases




FORMAL COURSES

» Several ERNs have formal courses or contribute/support existing
courses

e Postgraduate + accredited training and annual “summer school”
(EURACAN) or “winter school” (for Fetal Pathology: ITHACA)

* Patient-derived elLearning formats for the training of students and
residents (MetabERN).
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ERN-RND POSTGRADUATE CURRICULUM PROJECT RN EAV:{oEN Y DM o1{¢::1=

Inter-ERN initiative

EAN, EPNS,
EuroNMD, EpiCARE

/

PARTICIPATION MODALITIES

TRAINING CONTENTS

1. Webinars: convey knowledge 1. Eligibility and participation criteria Module per DG

2. Educational cases (eLearning): |, | 2. Technical administration

apply knowledge 3. Software/Platform/Learning
3. Stays at expert centres: Managamenet System
TOPICS i i - e ,
consolidate practical 4. Assessment / Certificate qualifying ERN-RND
1. Neurogenetics knowledge criteria: time and success rates
2. Neuroimaging E;:;?CI?:::

3. Clinical research @ean
4. Multidisciplinary care & Neurorehabilitation

ademy of logy

5. Digital Care/Telemedicine

— G Patient perspestive Courtesy of Holm GRAESSNER, ERN RND
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Accredited by the

European Accreditation Council
for Continuing Medical
Education (EACCME)

on Inherited Metabolc Disorders

The target audience is represented by post-graduate
medical students, medical residents, general
practitioners, and medical specialists.

Currently, the course consists of 11
modules, each including video lectures by
experts in the field of IMDs, chosen among
MetabERN members. It is designed to be
continuously updated by adding new
modules.

The course has been accredited by the

European Accreditation Council for
Continuing Medical Education (EACCME),
an institution of the European Union of
Medical Specialists (UEMS).

Acids & Bases

Inherited Metabolic

Module 1 CE N Module 2 [EREYS Module 3 2 CME Module 4 1 CME
= . - m Sugar & energy \ Sugar & energy y
Basic knowledge in metabolism (1) metabolism (1)
\

Diseases

acid metabolism (1) Protein an d ammino
= acid metabolism (II)

. my €GBy P
M ot IS i

2 cue 1 cue

Protein and ammino

Module 9 2 CME

Module 10 2 CME Module 11 1 CME
/
s

O !
n_tx 9f'_,

Complex mol I

ecules & Complex I
organelles metabolism (1)

molecules & &
organelles metabolism (I1) 7

Trace elements & vitamins |

B
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Neuromuscular Network

- :_T“'\ European Neuromuscular Diseases
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for rare or low prevalence
complex diseases

#: Network ——
elference

N_euromuscular of the f o..' Network
Diseases (ERN EURO-NMD) orlow

SEPTEMBER 2023

5th Neuromuscular
%

Translational N[”ﬂ”PA””[S %

Summer SChOOl MRl I AWIAR

Neuropathles Rehabllltatlon Summer School

July 10-14, 2023 p—

Leiden University Medical Center, & 25 May 2023
the Netherla ndS Do you want to improve your knowledge on current and future modalities of rehabilitation in rare and complex peripheral

neuropathies ?

Join us at the Summer School on Neuropathies Rehabilitation in September 2023 in Rome 1 B!

Under auspices of EURO-NMD and TREAT-NMD
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Preceptorship structure $) Reference
P P « To learn or improve knowledge in clinical resea?reh Networks

To stimulate cross-border collaborations

e Participants hosted in an expert HCPs (and

selected via an open call) + To facilitate the Harmonization of specialties curricula in Europe
e Intense training from 2 to 10 days
e From 1 to 5 participants -:‘f_?.
o Awarded with CME points Z\eve/s EuroBleedNet =
ACCRED

The ERN Preceptorship experience in the CUB-Hopital Erasme

Accreditation of CME Point via assessment of an
European independent accreditation body of
Hematology

Submission to the program to EBAH as formal recognition of
the delivery of high quality educational programs

NB: - Direct tutorial activity in
laboratory and/or clinical consultation

Courtesy of Pierre FENEAUX, EuroBloodNet B “o-fundedby
UL the European Union
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With collaborations between ePAGs and local EpiCARE members we started —
translating our leaflets in several languages

Rare epilepsies leaflets

Patient and caregivers leaflets are developed to give precise and accessible informations on rare and complex epilepsies. With one part for healthcare

profesionnals, and one part for patients and their families or carers, these documents detail comprehensively what to expect when facing a rare epilepsy,

and how to manage care.

Unless mentioned otherwise, all leaflets are in english. We are working on translating them in as many languages as possible with the help of patients
associations all over Europe, so check back regularly!

(_\ Read and download the following leaflets:
% e Dravet Syndrome leaflet (EN) / Dravet versione italiana (IT) / Dravet Versiunea romana (RO) /
Dravet hrvatska verzija (HR) / Dravet deutsche Version / Dravet Norsk versjon
POUentS & o Hypothalamic Hamartoma leaflet / Hypothalamic Hamartoma Versiunea romana (RO) /
Hypothalamic Hamartoma Hrvatska verzija (HR)

CO reg lver e Ring Chromosome 20 leaflet / Ring Chromosome 20 Hrvatska verzija (HR)
« Alternating Hemiplegia of Childhood leaflet (EN) / AHC Hrvatska verzija (HR) / AHC Versione
leaflets italiana (IT)
e GLUT1 Deficiency Syndrome leaflet (EN) / GLUT1 Hrvatska verzija (HR) / GLUT1 Versiunea
o***, Europesn romana (RO)

e CDKL5 Deficiency Disorder leaflet (EN) / CDKL5 Versién espafiola (ES) / CDKL5 Versao
partuaieca POV /CDKI B Hrvyatcka vorziia (HBY / CDKI B \orciunea romans (RO)

™ * Patient
.” * Advocacy
X Group

The 3 edition of an annual IN SEARCHQF LOGT TIIE

workshop, held in Rome to
treat 2 major topics in the field
+ one session reserved to
early career epileptologists

+ another one to Pharma
(treatment innovations) I MECE il @

U, EpiCARE

3\ European
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M, EpiCARE

And a new initiative:

Considering the specificities of the epilepsy
monitoring activities we created a Work Group
for Nurses and EEG technicians, to share practices
and develop a curriculum.

First workshop at the Utrecht annual meting:
76 participants from 24 countries !!!

f,mmu l | M‘m 7

T ’
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WORKSHOPS AND SYMPOSIA €5%" Networks

ERN system allows the organisation of Workshops

Private co-funding not allowed

» Support for catering and/or invited speakers

Learning/training days connected to Annual Board and other ERN events

evelopims.
X

YORKSHOp
edUCation,;"o

tha inins




1st EuroNDD WORKSHOP

April 20 - 21, Amsterdam

* Objective: crossed vision across specialties on NEURODEVELOPMENTAL DISEASES

 Mixing in a unique event Neuroscience, Genetics, Social Sciences and Medicine
interested by ID, ASD, and other NDDs

* Promote networking across EU, Incubate projects, researchs...

* Invited speakers, oral presentation & posters

 EuroNDD 2023

e 240 participants (free meeting, catering supported by ITHACA)

e 3 half days

e Organistion : Prof. Tjitske Kleefstra (Rotterdam), Prof. Christiane Zweier (Bern)

e Organising Committee 2023: Dr Laura de Graaff-Herder, Dr Marco Tartiglia, Pr Zeynep
Tumer

* EuroNMD 2: Lisbonne 04/24 // EuroNDD 3: Poland ?




WORKSHOP ON TRANSITION (ERN RARE-LIVER)

* Face-to-face networking event involving patient teenagers (Ghent 2023)

* Aim: develop plan of action to improve age-appropriate and transitional
care

e Starting from “a best model of practice” : to define the minimal but
absolute requirements for transitional care.

* 15 adolescent Patients have formed the core group of the new build Youth
panel that was also across ERNs. (TransplantChild and EJP RD)

23.7% of the world
population

* QOrganization interERN

e Three subgroups : communication, organization, and education 2
identification of actions to tackle in 2023-2024

* Several FU meetings foreseen, ending with publications
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FORMAL COURSES AND EU CERTIFICATES/DIPLOMA

* Organisation or support/co-organization of formal Specialized courses

* Support to EU certificates

ITHACA: supports of the EUMS Certificate in Genetics

e Co-organisation with EU Societies
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ERKNET POSTGRADUATE CURRICULUM S Networls

A

DERKucation

\ The Postgraduate Curriculum in Rare Kidney Diseases

Become an expert
in rare kidney diseases!

~Rare kidney disease specialist” certificate granted to completers of the 3-year curriculum:

Clinical
experience

2 years
in the field of
rare kidney diseases

Webinars

3 years
every 2 weeks

54 topics
pediatric &
adult diseases

Requirements:

Attendance to 80% o

> /5% correct answ

including
Webinar-related
exams

f ERKnet Webinars

ers in the exams

eLearning

cases '_,.]
:Osg

q o

topic related

cases

basic &

complex tests

Requirements:

Processing of 80% of all cases

= /5% correct answers

The ERKNet Postgraduate
Curriculum is a structured 3-year
online programme consisting of
webinars and case-based elLearning
covering the whole spectrum of
rare kidney diseases.

The webinars are presented twice a
month by outstanding paediatric or
adult nephrologists,
nephropathologists and geneticists.

In total 347 interested ERKNet healthcare professionals from 65 health
care providers in 22 European countries enrolled to the ERKNet
Postgraduate Curriculum in Rare Kidney Disease.



https://www.erknet.org/fileadmin/files/user_upload/21-10-06_Curriculum_overview.pdf
https://erknet.org/index.php?id=144
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ERN EXCHANGE PROGRAMME 2021-2022 ’

o
Open on October ded, 2022

o o' Networks

* The exchange programme is meant to meet goals and unt November:13th, 2022

strengthen capacity at the network level. ’E““
esearch ili
* The thematic scope includes medical practice and skills but also Fe”ow % MOblllfy
snip
organisational aspects of a network. fundi
Ing opportuni
e Each ERN defines the strategic goals and priorities of the fy
wWhal can be unded?

exchange programme, according to the specific situation of the el 0 oo OSvGREe Ik (iRt R B

by the ERNs

Who can be funded?
network. PhD shwdents, post-Docs and medicol doclors

from ERN Membes/Afllated Pariner cenbers
of olhes European research Instihulions

* Health professionals working in the ERN centres are eligible for

Where con you go?
To onother ERN Member/Attlicied Posiner center

the programme — this includes all disciplines related to the Biier o o hoe iUion mie be Ul Mamie
or Affiloted Porines of on EIN
relevant expertise area of the ERN. for how long con y0u 967
* Formally affiliated member HCPs are also eligible for exchange SR L

visits.
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COORDINATION Fundacién Publica Andaluza Progreso y Salud (FPS)

PRODUCTION

TRAINING

Consortium Members

THE GUIDELINE PROJECT %eiiil) Reference

(P o' Networks

Fundacién Progreso y Salud

CONSEJERIA DE SALUD Y FAMILIAS

Agencia de Calidad Sanitaria de Andalucia
CONSEJERIA DE SALUD Y FAMILIAS

EJAETSA

Evaaotn de lecrologias Santanas de Andhucn

Agencia de Calidad Sanitaria de Andalucia (ACSA) .

Agencia de Evaluacion de Tecnologias Sanitarias (AETSA-FPS I+i)
Fundacidn Vasca de Innovacion e Investigacion Sanitarias (BIOEF) e
Instituto Aragonés de Ciencias de la Salud (IACS) WP instituto Aragonés de
Agencia de Qualitat i Avaluacio Sanitaries de Catalunya (AQuAS) m—m Ciencias de la Salud
Fundacion Canaria Instituto de Investigacién Sanitaria de Canarias (FIISC) __/7 Agéncia de Qualitat

=~ i Avaluacio Sanitaries de Catalunya
Escuela Andaluza de Salud Publica (EASP) 2;.'-’;: C
Fundacio per la Universitat Oberta de Catalunya (FUOC)

Escuela Andaluza de Salud Publica
ELTUN CONSEJERIA DE SALUD Y FAMILIAS

@
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Commission 0s9’ Networks

& & Qe de Catalunya
ERNs CPGs & CDSTs project l E



https://www.dropbox.com/s/5pc6uued25xdjk3/2002.04%20ERN%20-%20CPGs%20%20CDSTs%206%20FEB%20meeting%20INTRODUCTION%20v4.pdf?dl=0
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EMPOWERMENT OF PATIENTS S Networls

* |Involvement of PAGs at many levels in all educatiuonal activities

* Provision of a simple language version of many documents (guidelines,
publications, etc.)
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LAYPERSON ABSTRACTS FOR PATIENTS AND Vi) Reference
TRANSLATED BROCHURES

¥ Translation of all official ERN publications in layperson language (2022 / 2023)

& = [} 2 httne dheart ern-net ey /natiente/d pecific-brochures/disease-specific-brochures-cz/ A Y8
Kiik om terug te gaan (Alt=Pil-links), houd vast om de geschisdenis weer te geven
Home » Patients » Disease-specific Brochures » Disease-specific Brochures - CZ

European
Reference
Network

for rare or low prevalence
complex diseases

Latest news

— Podcast series i Network

Disease-specific Brochures - Czech Heart Diseases

— 5years evaluation process of the ERN's (ERN GUARD-HEART)

<« C M ) https//guardheart.ern-net.eu/patients/laypersons-language. [
— ERN GUARD-Heart webinar series for

Home » Patients » Laypersons language experts
Arytmogenni kardiomyopatie (ACM)

— European Reference Networks Support

Ukraine
Latest news — Heart-Core Registry Brugada syndrom
~ Podcast series Latest newsletter
ERN publication abstracts in laypersons language Katecholaminergni polymorfni komorova tachykardie (CPVT)

-+ 5 years evaluation process of the ERN's

- ERN GUARD-Heart webinar series for It is often difficult for patients and their families to learn more about their condition, as most
experts important studies are written in doctors' jargon and are difficult for patients to understand.
Dilataéni kardiomyopatie
— European Reference Networks Support The experts of the ERN GUARD-Heart and their patient repr have set themsel
Ukraine the goal of summarizing important studies in the field of rare heart diseases, in which ERN
~ Heart-Core Registry GUARD-Heart members are involved, for patients and their families in language that is easy 18 o
to understand for patients. 3 S 1 Hypertrofické kardiomyopatie
ERN GUARD-HEART Newsletter 2023 No. 23
Latest newsletter Here, important studies (original work) and ines will gradually be publi: in Monday 3 April 2023
laypersons language.” All summaries have been written by rare heart disease experts, involved
in the respective studies or guidelines, and revised and r by patient repr Syndrom dlouhého QT intervalu (LQTS)
[oEcomproharsltte Tools for experts
We hope to contribute to the education of patients and their families about their disease and
everything that is important to them in this context. CPMS

Ruth Biller, Chair of the European Patient Advocacy Group of ERN GUARD-Heart
Monday 3 April 2023 Arthur Wilde, ERN GUARD-Heart Network Coordinator

Tools for experts * Guidelines are documents on a specific topic where experts propose ‘recommendations’ on

" how to and treat p with specific The evidence underlying the
CPMS rec is obtained from the (peer-reviewed) literature, which




EUROPEAN REFERENCE NETWORKS

THE NEW CHALLENGES
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/" AWARENESS ON RD

..lE§ TEACHING RD AS PART OF THE CV IN MEDICAL SCHOOL

NEW TECHNOLOGIES

CREATION OF THE ERN ACADEMY

CREATION OF THE ERN ENCYCLOPEDIA

DATA GENERATION

ARTIFICIAL INTELLIGENCE
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/ OPTI-THERA \

RECRUITMENT TO OPTI-THERA
KNOWLEDGE

= . lRE.GlSTRA‘"ON‘ K'lN/
DATABASE KNOWLEDGE BASE

PATIENT

.~~*

PHYSICIAN
Samples

OPTI-THERA KIIN/

Clinically actionable
report

Z AN RN

Clinically
actionable report

Verification
of
family
PLEMENT, SCIENTIFIC member
i ATION REVIEW reports Full Analysis
COMMITTEE Report +

COMMITTEE

S Annotations
1 Reports of variants of /

unknown clinical
significance
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= m EPIDEMIOLOGY © SYMPTOMS <k PTS ASSOCIATIONS
l SOURCE: orpnhadat I | SOURCE: @ I | SOURCE:
ON[?FISEééEES DATA TYPE: DATA TYPE: DATA TYPE:
= Prevalence Class = # of Symptoms = # of PTS Associations
and THESAURUS = Epidemiology (descriptive) = # of Organs affected _6_
# EXPERT CENTERS
SOURCE: =
& SCIENTIFIC KNOWLEDGE & SOC AND FUTURE THERAPIES [ source:
|SOURFF.' PublfQed ., | |SOUR(T’ il b i I DATA TYPE:
MeSH DATA TYPE: DATA TYPE: 0 = # of Expert Centers
. 7 o = # of Approved Drugs
M&I!RA il + # of Orphan Drug Designation Granted (a3 LABS & DIAGNOSTICS
(EU and US)
Sisease $ GENETIC KNOWLEDGE l SOURCE: orphadat I
) ToL0GY | M £ RDs GENERAL KNOWLEDGE ————"
SOURCE: — :
orgo DATA TYPE: | SOURCE: orphadat « # of Labs A
) Gene details DATA TYPE: S o DR
= OMIM number = Disease Definition B BIOBANKS & REGISTRIES
mondo * OMIM group = Classification : =
= Clinical description |50URCF : orpnad |
Qj CLINICAL KNOWLEDGE = Ftiology AT
EXCLUSION: — ) Sy, 2 = Diagnostic methods : ;
Neoplastic Disorders; | SOURCE: clinicalTrials.gov Tattrove £ J = Differential diagnosis * # of Biobanks A
i e i AP P ey = Antenatal diagnosis = # of Registries
Obsolete or NON-Rare, DATA TYPE: i i
Other free terms like i . * Genetic counseling THE DIGITAL TWIN PROJECT
= . = # of Clinical Trials = Management and treatment
Cancers, melanoma, s Prognesis

PublfRed. OMIM @ DATA PREPARATION

OT’DhOf] t R 7T(|0|[(ove° [P Open for Innovation
(DD . Nstonst Library of Medicine

ClinicalTrials.gov  @ORUGBANK K N l M
SOURCE DATABASES

DATA ANALYSIS

e Linguamatics
VISUAL ANALYITICS

e 7‘\ ‘\ ¢
MI“‘I"“JC‘UL ¥

DATA VISUALIZATION

e r
##tableau
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Univa alysis Multivariat lysis
Blood test data AUC Optimal cut-off value Number of  30-day p Odds ratio  95%Cl ]
patients  survival for 30-day
(%) montality A.,‘. L N Thoouzaras woav
C-reactive protein 0.6752 5.4 mg/dL =5.4 385 29.4% 1.86 1.30 = 2.67
i : C <0000 0.0007 SUMMARY
<5.4 376 55.5% 1
. R ., S e As a Clinical Data Analyst over 5 years of experienced In providing over view of data- base,
Albumin 06275 2.8 Al =28 294 56.0% 00081 1 00006 contributing data management actlvities and tracking quality of data.
<28 467 33.7% 1.9 1.31 - 276
Total bilirubin 0.5909 1.3 mg/dl =1.3 151 238% 1.55 0.93 - 262 SKlLLS
<0.0001 0.0953
<13 610 46.8% 1
s t, i Actlvities.
Aspartate 05783 47 IUL =47 218 473% Process Improvernent, Data Collection, Data Management Actlvities,
aminotransferase (AST) <0.0001
] - CE
] 0/ ! O“f . yst
L

2011 - April 2016
ad cormmunicated quality and utilization metrics for the hospital,

P

partment chalrs, and physician faculty to educate and align medical
Itor, and governmental guidelines,
yspitallsts, specialists, and residents ernphasizing action steps to bridge

rts to solve priority performance Issues across silos,
ihips with clinicians, care management, administrators, and vendor

cess,
takeaways, benchmarking Case Mix Index, Length of Stay,
1y, Costs, and Denlals,

gernent project activities according to Training Manuals and SOPs.
tearn meetings and partrered with the Clinical Research Assoclates to
bject data and other project-related |ssues.
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LE RADIOLOGY CONSULTING
ntification
Card Number: 2435/98
Age: 45
Sex: Male
Maritial Status: Married

i Ixl — e TU L o AL T

A

Occupation: Merchant
Address: Yirgalem

w2l ol e P e, ‘Y Y

tient Clinical History

! ;.-fzr-ﬁfaé’f?-‘ga.-;—r- a I./ JV*

zough,fever and night sweating of 02 months. Hx of signific
atment (if given)

antibiotics and analgesic.
levant Lab.Information

¢
oG Ve S
Aaars: oAbl Lae (]

ESR 100mm/hr
B¢ 7500

50%
10%
=05%

T e s o £ s e _&L‘iz_-ﬁi’_‘?é-‘xf%"f:‘:_

05%
evious related imaging findings

- 2 e €lae T A
T 7

N0

nsulting Physician Impression

Pulmonary TB R/O Bronchogenic Carcinoma
ffering Physician:Dr Zelalem Assefa

te of Consultation :09/03/06

rdsiing TSunn [VERSZL Y] 11.010.7 V.7 10.9 =1.1 V.20

HbAIc (%) 5.7+0.8 5.710.6 0.0 0.006*

=MNotes: Values are presented as mean = SD. Wilcoxon signed-rank test was us
for analysis. *P<<0.05.
Abbreviations: ALT, alanine transaminase; AST, aspartate transaminase alanin
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Disease Real-world
models Model-based Evidence
i Data integration )

u 9 =
Multi-omics N P Multi-omics
b Biomarker-guided m
Biomarkers Trial Designs Biomarkers

Molecular i N Digital / Molecular
‘, o Artificial - ‘
Disease Intelligence Companion
Endotypes ‘ Diagnostics

Translational Precision Medicine

Hartl, D., et al. . J Transl Med 19, 245 (2021).
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 The ERNs developed a joint strategy for training and education to overcome the gap between the
increasing need of awareness on RDs and complex conditions and the lack of a specific training in
the medical curricula.

 The ERNs have created a model that could facilitate the set-up of a European Education
Programme in the area of rare diseases and complex conditions.

* Astrategy and a road map have been designed to protect the future of RDs by developing a
curriculum which can contribute to form a new generation of medical professionals prepared to
diagnose and assist patients with RDs.

* New challenges must be faced though:
* The lack of interest for RDs after the pandemics
 The shortage of medical professionals EU wide
 The need of mastering new technologies at molecular and in particular at Informatic level (

artificial intelligence) which requires a collaboration with other professional profile m
sometime not so closed to the medical world. —




