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* 3 meésice:
* Horecky, lokalizovany edém (Ubouleu) krvavy
prijem, vysoka zanétliva aktivita

* \lylouceni infekce, malignit, PID

* U nas v 6 meésicich zivota
 autoinflamatorni/systémové onemocnéni ?

* Anakinra 10 mg/kg

* Ustup hore&ek a prijmu
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 Béhem 2 tydnu:
 Livedo a ischemie prstU

 DADA2 ? Jina monogenni vaskulitida?
* Al panel ....cekame na vysledek
* Prostacyclin, pulzy SM, prednison, etanercept

* Po 2 mésicich mirny pokles zanétlivych parametrd,
zastavena progrese digitalni ischemie

 ADA2 normalni
* Co kdyz nedokazeme vysadit KS??
e CO MAM DELAT?
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* Volam priteli
* Pisu email do amerického diskuzniho
klubu ped-rhe Bulletin Board

* MdzZe to byt DADA2 kdyzZ je ADA2 v normé?

* Meérime ADA2 spravné?

* Udéla nam nékdo genetiku urychlené?

* Jaka dalsi vySetreni mam udélat?

*  Muze 3-mésic¢ni kojenec mit skutecnou PAN?
* Cojiného to mize byt?

» Jaké dalsi biologikum ma dostat?
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Kontaktuj nejblizSi ERN (RITA) zarizeni
Ve vlastni zemi
 V\ sousednizemi

Zazadej o mezinarodni expertni
konzilium v systému CPMS
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What are ERNs? Co jsou ERN?

Immunodeficiency,
Autoinflammatory and
Autoimmune Diseases
(ERN RITA)

@® Member
VSeobecna fakultn{
nemocnice v Praze —

European Reference Networks (ERNs) are virtual networks Eeslet republika
involving healthcare providers across Europe. They aim H | avni cﬂe ERN

to tackle complex or rare diseases and conditions that

require highly specialised treatment and a concentration e Sdileni védomosti a expe I’tI'ZV

of knowledge and resources.
 Pomoc s diagnostikou a IéCbou

No country alone has  Zajisténi dostupnosti lé¢ebnych postupt
the knowledge and
Py capacity to treat all rare Cesty k jejich dosazeni
900 I o
and complex diseases.

* Virtualni sité nemocnic
» Tvorba virtudlnich poradnich sbor(

healthcare units

5,

* Vyvoj inovativnich modell péce a nastroju eHealth
e Rozvoj preshranicni péce

* Moznosti financovani ze strany EU

thematic networks
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Co je CPMS ?

e Spoluprace a sdileni

* Kazuistika sdilena mezi expertnimi

pracovisti prostrednictvim zabezpecCené
online platformy

* Technické zazemi poskytnuto EK

 User ID a heslo — dvojité zabezpeceni
 Pseudonymizace pacient
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Clinical Patient Management System
CPMS - Alpha Release

In tandem with the ERN Collaborative Platform (ECP), the dedicated
websites and the email services for ERNs, DG Health & Food Safety
has contracted OpenApp/Vitro to provide Software as a Service
(SaaS) for the ERN Clinical Patient Management System (CPMS).

Thematic Areas
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CPMS — pozadavek na konzultaci prostrednictvim centra RITy

e Diagnoza
* Terapie

Osetrujici lékar

* Poskytne klinické informace
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& ratient 10: ERN-at01-001 28/03/2017 (male) Enrolled: 05/Ape/2017 Lol )

® Panels ™ 89 28/03/2017 (male) Ep—=
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http://ec.europa.eu/health/ern/networks_en
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FN Motol Praha
FN Kralovské Vinohrady Praha
(VEN Praha)

ERN on endocrine

conditions (Endo-ERN)

Rare endocrine conditions include too much,
too little or inappropriate hormonal activity,
hormone resistance, tumour growth in endo-
crine organs, or diseases with consequences
for the endocrine system. The epidemiological
distribution is highly variable from ultra-rare,
rare, to low-prevalence conditions. Patients
with a low-prevalence
disorder ray require
highly specialised care
from a multidiscipli-
nary tearn led by an
endocrinologist.

Endo-ERN has estab-
lished eight main the-
matic groups covering
the full spectrum of congeriital and acquired
conditions. These are: adrenal disorders; disor-
ders of calciurm and phosphate homeostasis;
disorders of sex develoornent and matura-
tion; genetic disorders of glucose and insu-
lin hormeostasis; genetic endocrine turnour
syndrorries; disorders of growth and genetic
obesity syndromes; pituitary disorders; and
thyroid disorders.

The ERN builds on the work of several exist-
ing European networks, including those
established through the European Society

Endo-ERN aims to deliver
improved diagnostic trajectories,
treatment, quality of care and
measurable outcome

for patients.

of Endocririology (ESE) and European Society
for Paediatric Endocrinology (ESPE), and those
developed through COST Actions.

Endo-ERN aims to deliver irmproved diagnos-
tic trajectories, treatment, quality of care and
measurable outcome for patients with rare
endocrine conditions by facilitating rmultidis-
ciplinary and cross-border collaboration and
education and by listening to the patient.

NETWORK COORDINATOR
Professor Alberto M. Pereira

Leiden University Medical Center,
The Netherlands

-l




FN Motol Praha
(IKEM Praha)

Rare and complex kidney diseases comprise
a wide range of conaenital, hereditary and
acquired disorders. It is estimated that at least
2 million Europeans are affected by rare kid-
ney diseases, with glomenulopathies and con-
genital kidney ralformations each accounting
for approximately 1 million cases. In addition,
inherited tubulopathies,

tubulointerstitial diseases

and thrombotic microa-

ngiopathies represent a

riumber of rare and ultra-

rare diseases of high din-

ical relevance

State-of-the-art diagnos-
tic tools can provide val-
uable inforrmation about
disease progriosis and therapeutic options.
However, access to testing is niot uniiversal.
Due to delayed diagriosis and delayed treat-
ment, mary rare kidney diseases proaress to

renal failure.

This ERN will seek to irmprove standards of
diagnosis and treatrrient across Europe. The
network will establish a consensus on rational
diagnostic algorithrms for patients presenting
with signis and symptoms of renal disease,
including standard criteria for genetic testing

in cases of suspected hereditary kidriey dis-
ease. Working grouns will then define clinical
nathways for therapeutic management after
thorough analysis of available treatments.

Online consultation services will improve
rnanagement of new and cormplex cases.
Access to a virtual conisultation board will
be complemented by administrative meas-
ures to facilitate patient travel to specialised
centres where necessary, in line with the EU
Cross-border Healthcare Directive and Sodal

O, 00\

@e:
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Seaurity Reaqulation. A series of webinars will
be developed for teaching and training health
professionals.



ERN on bone disorders ol
@

FN Motol Praha

(ERN BOND)

Rare bone diseases encompass disorders
of borie formation, modelling, rernodelling
and removal, and defects of the regulatory
pathways of these processes. They result in
short stature, bone deformity, teeth anom-
alies, pain, fractures and disability, and can
adversely influence neurormuscular function
and hasmopoiesis.

ERN BOND brings together
all rare borie diseases —
congenital, chronic and
of genetic origin — that
affect cartilage, bories
and dentin. The network
is focusing initially on
osteogenesis imperfecta
(01), X-linked hypophos-
phataemic rickets (XLH)
and achondroplasia (ACH) as exemnplars, based
on disease prevalence, diagnostic and marni-
agement dificulty and rnovel ernergent ther-
apy, before moving on to rarer diseases when
systematic approaches are established.

Working with patients, BOND will develop
patient-reported outcome and experience
measures. The network will develop quidelines,
leading to the development and dissemina-
tion of best practice. As new therapeutics are

Working with patients,
BOND will develop
patient-reported outcome
and experience measures.

developed, the network will work to ensure
rapid access to studies for affected patients.

BOND will enable skill develonment through
eHealth and telemedicine platforrns, alonag-
side working visits, training courses and
dissernination activities. The network aims
to reduce time to diagnosis with fewer inan-
oropriate tests, more accurate diagriosis and
riew viable treatments to be available within
2 to 3 years.

NETWORK COORDINATOR

Dr Luca Sangiori

Rizzoli Orthopaedic Institute,
Bologna, Italy




FN Motol Praha

ERN on craniofacial
anomalies and ENT

disorders (ERN CRANIO)

Conagenital craniofacial anornalies include
children bom with underdeveloped or malde-
veloped parts of their brain, skull and/or face
that result in significant functional problems
and psychosocial challenges. Patients require
follow-up and treatrrent
from birth into adult-
hood. Clinical and public
kriowledge of many of
these presentations is
low, and diagnosis can
be extremely challenging.

This ERN addresses sev-

eral gaps in care by sig-

nificantly improving farniliarity of prirmary
careqgivers with craniofacial anomnalies. The
network is developing instructionial courses
onnurmerous conditions to be made available
through an open access website.

Members are working together to irmprove
education, training and research in close col-
laboration with patient organisations. Where
no patient organisation exists, focus groups
of patients are consulted. ERN CRANIO is
evaluating the type and timing of suragical

The network is developing
instructional courses on
numerous conditions to be
made available through an open
access website.

treatrment at participating centres to shed
light on their impact and benchmark best
practices in Europe.

By collecting data on long-term outcorries of
the various conditioris, the network will aid
in counselling patients and parents and can
direct the focus of treatmerit to areas that
have received too little attention. The network
will support the detection of new causative
genes by increasing the nurmbers of partici-
nants in research studies.

NETWORK COORDINATOR

Professor Irene Mathijssen

Erasmus MC: University Medical Center
Rotterdam, The Netherlands




FN Motol Praha

Fakultni nemocnice u sv. Anny v
Brné

Fakultni nemocnice Brno

ERN on epilepsies

(EpiCARE)

Epilepsy affects at least & million people in
Europe. Traditional antiepileptic theranies help
between 60% and 70% of those affected
to remain seizure free. For patients suffer-
ing from refractory epilepsy, the clinical out-
look is poor.

Traditionally, epilepsy has been treated as
a sinale disease, but these conditions are
increasingly viewed as a aroup of rare and
cormplex diseases. ORPHANET — the portal
for rare diseases and orphan drugs — lists
137 disorders with epilepsy as the predomi-
nant syrmptorn, however many patients remain
undiagnosed and without access to treatment.

The network airns: to deliver full access and
utilisation of pre-surgical evaluation and eni-
lepsy surgery; to increase diagnosis of rare
causes of the epilepsies; to enharice identifi-
cation of patients with treatable rare causes
of the epilepsies; to increase access to spe-
cialised care for rare causes; and to foster
research on innovative causal treatrments in
rare and cornplex epilepsies.

EpiCARE builds on the work of the pilot ERN
E-pilepsy which worked to increase aware-
ness and accessibility of epileasy surgery, for
carefully selected individuals, that effectively

used e-tools and multidisciplinary team dis-
cussion. The EpiCARE network, which includes
active participants from patient organisations,
seeks to increase the number of seizure free
patients in Europe.

The EpiCARE network seeks to
increase the number of seizure
free patients in Europe

2
z

NETWORK COORDINATOR

Professor Helen Cross

Great Ormond Street Hospital for
Children NHS Foundation Trust,
United Kingdom




FN Motol Praha

Masarykav onkologicky ustav

Brno

(Thomayerova nemocnice Praha)

(UPMD Praha)

ERN on adult cancers
(solid tumours)

(ERN EURACAN)

More than 300 rare cancers have been
identified. ERN EURACAN covers all rare adult
solid tumour cancers, grouping thern into
10 domains corresponiding to the RARECARE
classification and ICD10. The management
of rare cancers poses sig-
nificant diagnostic chal-
leniges, sometirmes with

major consequerces The network aims to reach all
for patients’ quality EU countries within 5 years and
develop a referral system to

ment of these patients ensure at least 75% of patients
may also result in an are treated in a EURACAN cenitre.

of life and outcome.
Inappropriate manage-

increased risk of relapse,
and risk of death.

ERN EURACAN is sharing best practice tools and
establishing reference centres for rare cancers.
It is also establishing reqularly updated diag-
nostic and therapeutic dinical practice guide-
lines. The network aims to reach all EU countries
within 5 years and develop a referral systern to
ensure at least 75% of patients are treated in
a EURACAN centre. It seeks to improve patient
sunvival, produce communication tools in all lan-
quages for patients and physicians, and develop

mi iitinatinnal datahases and himnor hanks

The ERN builds on pre-existing clinical and
research networks that have successfully
conducted clinical trials through the European
Organisation for Research and Treatrnent of
Cancer (EORTC), and established guidelines
through EORTC and the European Sodety for
Medical Oricology (ESMO). It also beriefits from
the work of networks formed by the Europear:
Neuroendocrine Tumour Society (ENETS) and
Connective Tissues Cancer Network (Conticanet),
as well as spveral Fl I research nmierts

NETWORK COORDINATOR

Professor Jean-Yves Blay
Centre Léon Bérard, Lyon, France




Fakultni nemocnice Brno

(UHKT Praha)

(FN Olomouc)

ERN on haematological
diseases (EuroBloodNet)

Haematological diseases involve abriormali-
ties of blood and bone marrow cells, lymphoid
organs and coagulation factors, and almost all
of them are rare. They can be subdivided into
six categories: rare red blood cell defects; bone
marrow failure; rare coagulation disorders;
haemochromatosis and other rare genetic
disorders of iron synthesis;
myeloid malignandes; and
lyrniphoid malignaricies.

Diagnosis of rare haema-
tological diseases (RHDs)
requires considerable din-
ical expertise and access
to a broad range of labo-
ratory services and imag-
ing technologies. These tests allow precise
disease classification according to WHO cri-
tena using intemational scoring systems and,
where possible, biornarkers.

Given these requirements and the fact that
some RHDs are very rare, diagnosis is fre-
quently overlooked or delayed, especially in
elderly patients. Treatment is also often diffi-
cult due to the spedialised infrastructures and
teams required and the difficulty accessing
specific treatments such as allogenic stem
cell transplantation or coagulation factors.

Preventive programmes are in
place in some countries for certain
conditions, but there is an urgent
need for harmonisation in the field

of screening.

Preventive prograrnmes are in place in sorme
countries for certain conditions, but there is
an urgent need for harmonisation in the field
of screening.

EuroBloodNet, with the experierice gained
thanks to the EU-funded European Network for
Rare and Congenital Anaemias (ENERCA) and
the European Haermatology Association (EHA),
will seek: to improve access to healthcare
for RHD patients; to promote quidelines and
best practice; to improve training and kriowl-
edage-sharing; to offer clinical advice where

national expertise is scarce; and to increase
the number of dinical trials in the field.

NETWORK COORDINATOR

Professor Pierre Fenaux

Assistance Publique-Hépitaux de Paris,
Hépital Saint-Louis, France




FN Motol Praha
Fakultni nemocnice Brno

ERN on neuromuscular

diseases (ERN EURO-NMD) *3ish

Neuromusaular diseases (NMDs) ocaur from
early childhood to late adulthood and are
characterised by muscle weakness and
wasting, but may be associated with other
symptoms, including fatigue, pain, numbness,
blindriess, swallowing difficulties, breathing
difficulties and heart disease. Most NMDs are
progressive and debilitating, with reduced
lifespan and quality
of life.

There are significant
gaps and disparities
in access to diaonos-
tics and treatment
across Europe. Major
challeriges in improv-
ing outcomes include
the delay in referral frorn primmary care to a
specialist centre, and managing the transition
frormn paediatric to adult services.

ERN EURO-NMD unites Europe’s leading
experts to provide patienits with access to
specialist care through virtual and in-person
consultations. The network aims to reduce
time to diagnosis by 40% in its first 5 years,
to improve diagriostic yield by 15% and to
increase access to appropriate care pathways.

In addition, ERN EURO-NMD will develop new
guideliries and provide healthcare profes-
sionals and patients with disease-specific
best-practice information. The knowledge
generated and curated by the network will
be widely available through eHealth tools.
Buildiria on a strong legacy of cooperation,
the network will also foster collaborations
with the potential to drive research and
therapy developrrent to address unret
patient needs.

NETWORK COORDINATOR
Professor Kate Bushby

The Newcastle upon Tyne Hospitals
NHS Foundation Trust, United Kingdom




VFN Praha

ERN on eye diseases 2PN
(ERN EYE) ®e'se?

Rare Eye Diseases (RED) are the leading cause
of visual impairment and blindness for children
and young adults in
Europe. More than
500 REDs are listed
in the portal for rare
diseases and orphan
drugs (ORPHANET).
These include rmore
prevalent diseases
such as retinitis pig-
mentosa which has
an estimated preva-
lence of 1 inS 000,
as well as some very rare entities described
only once or twice in medical literature.

ERN EYE addresses these conditions in four
thernatic groups: rare diseases of the retina,

neuro-ophthalmoloay rare diseases, paedi- The network’s main aim is the development of
atric ophthalmology rare diseases, and rare a virtual dinic — known as EyeClin — to guar-
anterior segment conditions. antee the best coverage of REDs and fadlitate

cross-border dissemination of expertise.
In addition, six transversal working groups are

addressing issues cornmon to the four main NETWORK COORDINATOR

themes. Additional workinig groups focus on R o

specific areas, including genetic testing, reg- Professor Héléne Dolifus

istries, research, education, commurication Hépitaux Universitaires de Strasbourg,

and patients. France




FN Motol Praha
(IKEM Praha)

ERN on diseases of the
heart (ERN GUARD-HEART) ®¢:3

Rare cardiac diseases can present throughout
a person’s life and are mostly genetic. These
conditions are characterised by a wide range
of symptoms and signs that vary not only
fromn disease to disease but also from patient
to patient. All these cardiac diseases carry
a unique susceptibility to
sudden death at a younag
age, usually occurring in
otherwise healthy people.

The GUARD-HEART net-
work has identified
the following thematic
areas: familial electrical
diseases, familial cardi-
omyopathies, congenital
heart defects and other
rare cardiac diseases.
These themes are based
on the clinical guidelines of the European
Society of Cardiology (ESC), the Intemational
Classification of Diseases (ICD10) and
ORPHANET.

ERN GUARD-HEART is seeking to strengthen
coordination of expertise and resources to
fadilitate pooling of multidisciplinary knowl-
edge whidh will be mapped and disserinated
to the lay public.

ERN GUARD-HEART is seeking
to strengthen coordination
of expertise and resources

to facilitate pooling of
multidisciplinary knowledge which
will be mapped and disseminated
to the lay public

Healthcare services will be provided through
a shared eHealth platform. This will erisure
wider access to expertise for patients and
healthcare professionals around Europe. By
fostering closer cooperation between experts,
new scientific knowledge will be acquired and
shared to support the development of riew
diagnostic and therapeutic procedures, and
to identify new rare cardiac diseases.

NETWORK COORDINATOR

Professor Arthur Wilde

Academic Medical Center,
Amsterdam, The Netherlonds




FN Motol Praha

ERN on congenital |
malformations and rare 003y
intellectual disability
(ERN ITHACA)

This ERN brings together experts in rare con-
genital malformations and rare intellectual
disability disorders. Congenital malformations
affect one in 40 babies. For more comrrion
malformations, such as cleft lip, there are
well-established care networks. For rarer con-
ditions, expertise is scattered across the EU.
Mary malformations ocaur together as part
of 'syndromes’ associated with abromnal
arowth, development or social adaptation.
Over 8 000 syndromes have been described,
and rmost ocaur at a frequency of less than
1 in 2 000.

Chrornosome disorders are orie of the comi-
monest causes of malformations and intel-
lectual disability. New tests, such as exornie
and genorme sequencing, have improved the
prospects of diagnosis but are riot routirely
available in more than 50% of highly spe-
cialised centres.

Expanding access to this techriology is a
key goal of ERN ITHACA. The network is also
developing telehealth initiatives with virtual

rnultidisciplinary tearns across EU centres,
and will use virtual oriline clinics to improve
access to diagnostics without requiring
patients to travel

ERN ITHACA will network parents and patients
to develop best practice and initiate guideline
development where required. It will estab-
lish criteria for patient registry data, advarice
training for health professionals and facil-
itate research. The network will work with
existing networks in the field and with ERNs

with whom there are complementary inter-
ests, while keeping patients at the centre of
its activities.

NETWORK COORDINATOR
Professor Jill Clayton-Smith

Central Manchester University Hospitals
NHS Foundation Trust, United Kingdom




FN Motol Praha
VFN Praha

Thomayerova nemocnice Praha
(FN Brno)

ERN on respiratory
diseases (ERN LUNG)

Complex luna diseases require multidiscnli-
nary care along with psycho-social support.
This cormplexity can be due to the underlying
geretic mechanism of the disease, the sec-
ondary changes and damage done to other
organ systems. Early diag-
nosis and access to spe-
cialist care can improve
outcomes for many of
these conditions.

ERN-LUNG addresses a

nurnber of rare and corni- across the spectrum of rare
plex pulmonary conditions, pulmonary diseases.
including idiopathic pul-

monary fibrosis, cystic

fibrosis, non-cystic fibrosis bronchiectasis,
pulmonary hyperterision, PCD, AATD, meso-
thelioma, chronic lung allograft dysfunction,
and ORLD.

The network seeks to improve expertise across
Europe to advance standards of care, quality
of life and prognosis across the spectrum
of rare pulmonary diseases. Merribers are:
developing and disseminating care quidelines;
promoting cormmon treatment approaches;
enhancing cross-border access to diagno-
sis and treatment; initiating and supporting
registries; and assemblirig sufficiently large

The network seeks to improve
expertise across Europe to
advance standards of care,
quality of life and prognosis

cohorts for clinical studies, drug develooment
and natural history studies.

ERN-LUNG provides patients with access to
the interdisciplinary tearns, providing online
second opinions on complex cases without
requiring patients to travel. This will see the
expansion of an online expert advice systern
established through the EU-funded pilot pro-
ject, ECORN-CF.

NETWORK COORDINATOR
Professor Thomas O.F. Wagner

Universitatsklinikum Frankfurt,
Germany




FN Motol Praha
Fakultni nemocnice Brno

ERN on paediatric cancer &%

(haemato-oncology)
(ERN PaedCan)

Paediatric cancer is rare and comes in mul-
tinle subtypes. With 20 000 children newly
diagriosed with caricer across Europe and
6 000 paediatric cancer patients dying each
year, it remnains the leading cause of death
from disease for children

older than 1 year of age.

Average survival rates
have irmproved in recent
decades; for some con-
ditions the proaress
has been dramatic,
while for others the out-
comes remairn very poor.
Significant inequalities in
survival rates are also a challenge in Europe,
with worse outcormes in Eastem Eurape.

ERN PaedCan is working to improve access
to high-quality healthcare for children with
cancer whose conditions require specialist
expertise and tools not widely available due
to low case volumes and a lack of resources. It
builds on previous EU-funded projects ENCCA,
PariCare and ExPO-r-Net. ERN PaedCan is
buildirg a roadmap of specialist centres to

A paediatric oncology
tumour board network will be
implemented using IT tools to

share expertise and advice.

help improve their visibility to healthcare pro-
viders and patients. A paediatric oncology
turriour board network will be implemented
using IT tools to share expertise and advice.

The network aims to increase childhood can-
cer survival and quality of life by fostering
cooperation, research and trairing, with the
ultimate goal of reducing current inequalities
in childhood cancer survival and healthcare
capabilities in EU Member States.

NETWORK COORDINATOR

Professor Ruth Ladenstein
St. Anna Kinderspital & St. Anna
Kinderkrebsforschung, Austrio




VEN Praha

(Thomayerova nemocnice
Praha)

(FNUSA Brno)

ERN on neurological &
diseases (ERN-RND) .

The European Reference Network on Rare
Neurological Diseases (ERN-RND) aims to
address the unmet needs of maore than
500 000 people living with RNDs i Europe.
Due to significant phenotype and genotype
heterogeneity of RND patients, 60% of those
affected are still undiagnosed.

ERN-RND seeks to address these gans through
virtual multidiscipli-
nary consultation,
increasing the nium-
ber of patients in More than 500 000 people
registries by 20 %, living with RNDs in Europe,
and aims fora 20%
improvernient in case
outcomes — the per- undiagnosed.
centage of patients
with a final diagnosis.
Multidisciplinary care
pathways will be developed in collaboration
with the European Pathway Association and

RO r S O DN Ty A
60% of those affected are still

An extemal quality assessment schemne for the
standardisation of key diagnostic tests will be

i i developed in cooperation with the European
The nietwork builds on existing infrastruc- MltlJleatJ.lart(;e:encs Ouahtyt the}t‘\:ork, ens;nng
ture by integrating a number of mature RND - Danen's NAVe acCess 10 The same dlag- NETWORK COORDINATOR
networks under the ERN-RND umbrella and peciieppog itk i Spno
supplementing functioning registries for co- training, research and innovation interventions, Dr-Holm“Gra.essner N
and ensure patients’ voices are heard. Universitatsklinikumn Tibingen, Gemrmany

ditions such as Huntington's disease and
ataxia.




Nemocnice na Bulovce

Fakultni nemocnice Kralovské Vinohrady
Fakultni nemocnice Brno

Fakultni nemocnice u sv. Anny v Brné

ERN on skin disorders

(ERN Skin)

Many skin conditions have a severe irmpact
on patients and can be associated with a
risk of cancer. Diagriosis of rare and complex
skir diseases consists of a full assessment
of the skin and rmucous mernbrarne, as well
as other systems, and skin biopsies. Only
experienced derrnatologists can differenti-
ate between these complex conditions. The
abserice of an expert diagnosis is a barrier
to treatrnent. This can be
a profound physical and
psycholoaical burden for
patients.

This network brings
together leading experts
in the field of rare child
and adult skin diseases
to exchange knowledae,
update and develop best practice guide-
lines, and improve professional training and
patient education.

It aims to improve healthcare organisation
with the pooling of resources, incuding a plat-
form with expert pathologists for a centralised
study of slides and collaborative discussions
on difficult cases. For every disease covered,
core rrultidisciplinary tearns will include a
demnatoloaist, a nurse, a nsychologist, a

A comprehensive socio-

economic study on the

individual burden of diseases
will be conducted.

geneticist, a dietician and a pathologist, along
with other specialists as required.

ERN Skin will also develop rare skin disease
registries allowing participation in research
prograrmmes and clinical trials with well-char-
acterised patients, as well as the stimulation
of therapeutic research with sufficiently larger
cohorts of patients. In addition, a comprehen-
sive socio-econormic study on the individual
burden of diseases will be conducted.

NETWORK COORDINATOR

Professor Christine Bodemer

Assistance Publique-H6pitaux de Paris,
Hépital Necker-Enfants Malades, France




VFN Praha

ERN on hereditary
metabolic disorders
(MetabERN)

Rare inherited meta-
bolic diseases (IMDs),
of which there are
more than 700, are
individually rare
but collectively fre-
quent. Many meta-
bolic diseases have
severe, sometimes
life-threatening, impli-
cations for patients. These conditions include
disorders of all organs, can affect people of
any age, and require multidisciplinary col-
laboration between a range of professionals.

Early diagnosis can improve outcomes but only
5% of known IMDs are aurrently included in
newbom screening prograrmmes in Europe and
there is a need for harmonisation of national
programmes. For marny of these conditions,
knowledge about their natural history, the
efficacy and safety of therapies, and long-
term follow-up is incornplete.

MetabERN seeks to improve the lives of peo-
ple affected by this highly heterogenous groun
of diseases by dividing them into seven main

MetabERN will develop
a real-time consultation
platform for clinical decision-
making processes and
foster translational research
programmes across IMDs.

SN - e
L

r?% Spgey-r Qf;w;a_m-

.. 8
(. =i 3

cateqgories. It is the first pan-European and
pan-metabolic network of its kind.

The network is setting up an inventory of
metabolic diseases, developing patient infor-
rmation and training sessions, advancing col-
laborative diagnosis of new diseases, and
establishing a long-term referral point bringing
expertise to patients.

MetabERN will develop a real-time consul-
tation platform for clinical decision-mak-
ing processes and foster translational

research programmes across IMDs. It will
share knowledge within the network and
beyond by expandina to additional regions
and countries.

NETWORK COORDINATOR

Professor Maurizio Scarpa

Helios Dr Horst Schmidt Kliniken,

Germany




VFN Praha

ERN on immunodeficiency,

autoinflammatory
and autoimmune diseases

(ERN RITA)

RITA brings together the
leading European centres
with expertise in diag-
nosis and treatment of
rare immunological dis-
orders. These constitute
potentially life-threaten-
ing conditions requiring
multidisciplinary care
using cormplex diagnos-
tic evaluation and highly specialised ther-
apies. The network divides these conditions
into three sub-themes: primary immunode-
ficiency (PID), autoirnrmune disorders and
autoinflammatory disorders. In addition, there
is a sub-theme of paediatric rheurnatology
which straddles the autoirmmune and auto-
inflarnmatory sub-themes.

This retwork builds on the work of European
scientific societies which have developed
patient registries, clinical guidelines, research
collzborations, educational activities and links
with patient organisations.

ERN RITA is working to reduc
inequalities faced by patients
seeking to access diagnostic

testing and innovative

treatments.

ERN RITA is workinag to reduce inequalities
faced by patients seeking to access diagriostic
testing and innovative treatments such as bio-
logic therapies, immunoglobulin replacement,
stem cell transplantation and gene therapy.

It airns to link ore-existent registries, develon
narn-European dinical quidelines, establish a
task force of geneticists for quality control
of next generation sequercing technology,
aaree a comrmon tool for pharrnacovigilance
in these rare conditions, convene a task force
for the comect use and rmonitoring of bioloaic
treatments in imrmune-rmediated diseases,

bring together and improve stern cell and
gene therapies for patients, foster collab-
orations between patient associations, and
bring together paediatric and adult specialists
across the three themes.

NETWORK COORDINATOR
Professor Andrew Cant

The Newcastle upon Tyne Hospitals
NHS Foundation Trust, United Kingdom




Thomayerova nemocnice

European Reference Network on urogenital diseases and conditions (eUROGEN)

Evropska referenéni sit pro vzdcna urogenitalni onemocnéni

Zadatelé o ¢lenstvi v ERN

European Reference Network on Rare Adult Cancers (solid tumors) (EURACAN)

Evropska referenéni sit pro vzdcna nadorovd onemocnéni dospéljich

European Reference Network on Rare Neurological Diseases (ERN-RND)

Fakultni nemocnice v Motole Evropska referenéni sit pro vzacna neurologickd onemocnéni

European Reference Network on inherited and congenital anomalies (ERNICA) Revmatalogicky Gstav

European Reference Network on connective tissue and musculoskeletal diseases (ReCONNET)

Evropska referenéni sit pro vzdcné vrozené vady

European Reference Network on genetic tumour risk syndromes (GENTURIS) Evropska referenéni sit pro vzdcna onemocnéni pojivové tkané a pohybového aparatu

Evropska referenéni sit pro syndromy s rizikem nddorového anemocnénf Ustav pro péci matku a dité

European Reference Network on Rare Adult Cancers (solid tumors) (EURACAN)

Rare Immunodeficiency, Autoinflammatory and Autoimmune Diseases Network (RITA)

Evropska referenénl sit pro vzdcna imunodeficitnl, auteinflamatorni a auteimunni onemecnéni Evropska referenZn( sit pro vzdcnd nadorova onemocnén( dospélych

Vieobecnd fakultni nemocnice Ustav hematologie a krevni transfuze

European Reference Network on Rare Hematological Diseases (EuroBloodNet)

European Reference Network on Rare Endocrine Conditions (Endo-ERN)

Evropska referenéni sit pro vzdcna endokrinclogickd enemocnéni Evropaldi refpraninl sft pro vaicni hematologickd onemacnénl

European Reference Network on urogenital diseases and conditions (eUROGEN)

Evropska referenéni sit pro vzdcna urogenitdlni onemocnéni Fakultni nemocnice u sv. Anny v Brné

Institut klinické a experimentdlni mediciny

European Reference Network on Rare Neurological Diseases (ERN-RND)

European Rare Kidney Diseases Reference Network (ERKNet)

Evropska referenéni sit pro vzacnd onemocnéni ledvin

Evropska referenéni sit pro vzécna neurologickd onemocnéni

Gateway to Uncommon And Rare Diseases of the HEART (GUARD-HEART)

Fakultni nemocnice Brho

Evropska referenéni sit pro vzédcna onemocnéni srdce

European Reference Network on Rare Respiratory Diseases (ERN-LUNG)

European Reference Network on hepatological diseases (RARE-LIVER)

Evropska referenéni sit pro vzacna respiraénich onemocnéni

Evropska referenéni sit pro vzdcna onemocnéni jater

Fakultni nemocnice Olomouc

European Reference Network on Rare Hematological Diseases (EuroBloodNet)

Evropska referenéni sit pro vzdcnd hematologicka onemocnéni

Masarykiiv onkologicky Gstav

European Reference Network on genetic tumour risk syndromes (GENTURIS)

Evropska referenéni sit pro syndromy s rizikem nadorového onemocnéni
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Struktura ERN: Pracovni skupiny

Autoinflammatory and
Autoimmune Diseases
(ERN RITA)

@® Member
VSeobecna fakultn{
nemocnice v Praze —
Ceska republika

) Clinical
Communicat Guidelines

ion

Patient Research
Organisations

Pharmaco- ..
viligence/ R

Collaborative

Platform

Biological
Therapies

Clinical Patient
Management System

P edia.tr.it. / Molecular
Adult Care festing
S:::Im Cell
and Gene
Therapy http://rlta.ern'net-eu

https://webgate.ec.europa.eu/ern/




Kolaborativni platforma

» Uéel — podpora spoluprace:
* Online komunikace
 Sdileni dokumentt
* Organizace akci
* Neslouzi pro klinické informace

e EC Demo Video:

https://webgate.ec.europa.eu/ern/img
s/ECP overview video.mp4

* SANTE-ERN-ECP-
ITSUPPORT@ec.europa.eu

..\
o3\ European
@528 Reference

0..' o' Network

for rare or low prevalence
complex diseases

m ERN Collaborative Platform
y 't networks

LATEST NEWS
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CPMS podpora
e Koordinatorska IT advisory group

 ERN IT working group

* Individualni IT/eHealth pracovni skupina pri kazdé ERN

» ,Helpdesk”
e ,Core“—pro CP a CPMS, provozovana EC — DG Sante
* Individualni pro jednotlivé ERNy — predmét grantové aplikace
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European
Commission

4 europe

TRANSPORT
€26.25bn Digital

Service
Infrastructures
€970 m *

TELECOM

Broadband
€170 m

ENERGY
€5.85bn

HOW IS IT REGULATED?

CEF Regulation (REGULATION (EU) No 1316/2013)
The Connecting Europe Facility (CEF) is a regulation
that defines how the Commission can finance support
for the establishment of trans-European networks to
reinforce an interconnected Europe.

CEF Work Programme
Translates the CEF Telecom Guidelines in general
objectives and actions planned on a yearly basis.

**DSI describe solutions that support the
implementation of EU-wide projects. They provide
trans-European interoperable services and which
are composed of core service platforms and
generic services.

* - 100 m Juncker Package


http://eur-lex.europa.eu/legal-content/EN/TXT/PDF/?uri=CELEX:32013R1316&from=NL
https://ec.europa.eu/inea/sites/inea/files/c_2016_5768_1_annex_en_v1_p1_861116.pdf

European
Commission

DIGITAL SERVICE INFRASTRUCTURES (DSIs)

EUROPEAN COMMISSION ERN

' peHealth DSI Call Tor ERN

CORE SERVICE PLATFORM

|Offered by the European Commission:

: Timeline: 6 May — 21 September 2017
Clinical Patient Management System (Grants for projects for ERN)

ERN Collaborative Platform)

Budget: ~€3 million; proposals requesting a
contribution of up to €125,000 are expected

Indicative duration: 12 months
Co-funding rate: 75%
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Reforomce Zdravotni péce
Network o pacienty s VO

for rare or low prevalence
complex diseases

* Potreba komplexni, Casto multidisciplinérnl' pece
Prislusnost k definovanym specializacnim oborim
nejasna, na okraji zajmu odbornych spoleCnosti

* Sit specializovanych pracovist
Neni zatim pro vétsSinu VO oficialné ustanovena

Expertni pracovisté (evropska referen¢ni centra, ERN)
¢ekaji na prideleni statusu Center vysoce speC|aI|zovane
péce

Kapacita center omezend, na okraji zdjmu poskytovatelu
pro ekonomickou nevyhodnost

e Formulace potfebnych zmen v organizaci a
financovani péce o pacienty s VO

Podminkou je znalost poctu a rozlozeni jednotlivych
skupin VO

pavla.dolezalova@vfn.cz
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European Data O vo =

Reference = 1 DF
Referenc zak\!adm predpoklad pro
for rare or low prevalence z m e ny

complex diseases

* Informace o
poltech pacientu
rozlozeni diagnoz
nakladech na péci
* nejsou v CR k dispozici
Pacienty nelze v nemocnicnich EHR identifikovat
Diagnozy dle MKN vesmes nepresne

pavla.dolezalova@vfn.cz
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Sa European

e Reference Systemove kroky

for rare o low revaience. W PECT O pacienty s VO

complex diseases

* Projekt mapovani nakladovosti pece o pacienty s VO s
cilem optimalizace Uhrad
Spoluprace pilotnl'ch poskytovatell s platci (VZP) a UZIS
Identifikace paC|entu sVOnab pllotnlch pracovistich 3
poskytovatell pomoci ,signalniho kédu®

Poskytne demograficka data + nakladovost bez vazby na
presnou Dg

* Projekt ,narodniho registru VO" (RARE)
Projekt UZIS ve spolupraci s odborniky

Identifikace obecného datasetu zdravotnich dat (CDE) ve
standartni strukture, interoperabilni s mezinarodnimi
registry

Zakladni parametr CDE = diagnoza VO pomoci Orpha-kodu

pavla.dolezalova@vfn.cz




,Pilotni projekt” — prvni faze

* Projekt mapovani nakladovosti péce o pacienty s VO s cilem optimalizace uhrad
* Spoluprace pilotnich poskytovatelt (FNM, VFN, FNB) s platci (VZP) a UZIS
 |dentifikace pacientl s VO na 5 pilotnich pracovistich 3 poskytovateld pomoci ,,signalniho kddu

* FNM: ERN Lung, ERN-NMD
* VFN: Metab ERN, ERN RITA
* FNB: Euro Blood Net

* Poskytne demograficka data + nakladovost bez vazby na pfesnou Dg

e Zadani analyzy 1.roku projektu (1.1.-31.12.2020)
* Identifikace pacientti s VO: Signalni kdd 99976 + kéd MKN10
* pocet vySetienych pacientu, jejich vék a diagnézy (MKN)
* pocet a typ vykonu, celkovd uhrada / rok, primérna uhrada na pacienta / rok

* vykazana pomocna vysetreni (laboratorni, zobrazovaci, funkéni atd) provedena danym
poskytovatelem

* vyzadand péce a pomocna vySetieni provedena mimo poskytovatele ,,centrové” péce / rok
* |écivé pripravky — celkovd suma / rok a pridmér na pacienta
* pomeér mezi péci poskytnutou centrovym poskytovatelem a jinymi zarizenimi

 identifikace poctu pacientd, kteri neprosli vdaném roce centrem a byli sledovani jinde + prehled
téchto pracovist

o



,Pilotni projekt” - pokracovani

e Analytické vystupy za 1. rok
* Navrh optimalizace uhrady vysoce specializované ambulantni péce
e Ochota platcu diskutovat zmeény uhrady podminéna znalosti predpokladaného
objemu vykonU (=poctu a spektra pacientu)
* Pokracovani sbéru dat 2021

e Zpresnéni informace o dg pouzitim Orphakdédlt = zaclenéni do NIS s funkcionalitami
jako MKN

e Orphakody zatim zaclenény pouze v NIS Medea (VFN), male k dispozici na vSech
typech doklad( pro pojistovny (01, 02, 06)

* VYZVA viem pracovistim ERN
e Podani zadosti o moznost zadavat Orphakdd do NIS

* Seznamy Orphakodu
* Prfipravovany pro vsechny ERN
* Kontakty: Klara.Hruba@vfn.cz Jana.Batt@vfn.cz
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“ (RARE)

Datum ofetfeni Rozsah pash & péte
(datum)
(Fetézec)

Aktudlni stav Dg Dg dle ORPHA kédu Viskyt nemoci
(Eiselnik ORPHAkAd)

Projekt ,narodniho registru VO

* Projekt UZIS ve spolupraci s odborniky

» ,,Optimalizace postupu pfi integraci prvka elektronického zdravotnictvi
do procest UZIS a tvorba dokumentace k informaénimu systému
vzacnych onemocnénich v CR”,

* |dentifikace obecného datasetu zdravotnich dat (CDE) s s
ve standartni strukture, interoperabilni s mezinarodnimi : .
registry

 Zakladni parametr CDE = diagndza VO pomoci Orpha-kddu

" E——
(Fetézec)

. wmomr

(Fetézec)
Misto narozeni
(CZ RUIAN / Fetiézer)

Zemé narozeni
UTP sloupec)
(Fetézec]

e
Smrt vdisledku VO Smirt zjiné pritiny
(Eiselnik ICD-10 kad)

o mom

[Fetézec)
pacienta
)
e

g
A




RARE / DIGOVO — dalsi kroky

* Pilotni zadavani zakladniho datasetu pres testovaci rozhrani
* VSichni pacienti 5 pilotnich center v obdobi 1.1.-30.6.2022

* Analyza dat
* Doplnéni podkladud pro jednani s platci
* Uprava datasetu

* Finalizace podrobnéjsiho obecného datasetu
* Navrh specifickych polozek dle skupin onemocnéni

* Postupné zaclenéni datasetu do NIS poskytovatell vysoce
specializované péce



Nazev programu | Digitalizace a optimalizace systému zdravotni
Ci projektu pece o pacienty se vzacnymi onemocnenimi
(DIGOVOQ)

Realizétor: Ministerstvo zdravotnictwl CR
Véeobecna fakultni nemocnice v Praze
IC0: 00064165

DIC: CZ00064165
U Nemocnice 499/2, 128 08 Praha 2
www.vfn.cz

Komponenta: 1.2 Digitalni systémy vefejné spravy

Reforma/investice: eHealth

. Aktivi(t)a 1: Vybudovani koordinacniho zazemi a jednotné virtualni platformy
proV

* Aktivita 2: Standardizace datovych struktur VO, propojeni s Ceskymi
(narodnimi a institucionalnimi) a s evropskymi registry VO a se systémem
interoperabilni zdravotnické dokumentace v ramci eHealth

* Aktivita 3: Integrace standartniho datasetu VO do nemocnicniho
informacniho systému

* Aktivita 4: Vytvoreni metodiky pro testovani systému a nasledna analyza
jeho funkcionalit

* Aktivita 5: Pilotni testovani systému vybranymi centry vysoce
specializované péce o pacienty s VO

e Aktivita 6: Analyza vyhodnoceni pilotniho testovani



NAPVO 2022-2024 — hlavni ukoly

* Analyza systemu organizace péce o pacienty s vzachym onemochenim LVO)
vCetne existujicich standardu péce v evropskych zemich a mezinarodnic
doporuceni.

* Analyza soucasného stavu péce o pacienty s definovanymi skupinami VO v CR a
existujicich narodnich standardu a doporuceni, identifikace nedostatku.

* Vytvoreni systému mapujiciho celostatni a regionalni potfebu novych odborniki
na jednotlive skupiny VO na pracovistich narodni site zapojenych v systemu
komplexni sdilene pece o pacienty s VO

* Vytvoreni navrhu komplexni sdilené péece vcetne prechodu mezi detskou a
dospélou specializovanou péci (prechodova péce)

* Integrace zdravotni a socialni péce o pacienty s VO

* Vytvoreni navrhu hodnoceni kvality vysoce specializovane a specializovanée péce o
pacienty s VO



Postup prace a financovani

 \lyzva OPZ 6/2022, realizace 2023-2025, cca 20 mil K¢
* Pripravné prace — k zahajeni dnes

* Pracovni skupiny pro jednotlivé skupiny VO (ERNy)
* Koordinator skupiny: Zastupce ERN v MeKoVO

* Clenové: 1 zastupce kaZdého centra, v pfipadé 2 pracovist v centru 2 zastupci
(détska a dospéla ¢ast), zastupce odborné spolecnosti (specialista mimo ERN),

zastupce pacientl, PLDD / PL

 ,Globalni pracovni skupina®
» Koordinatofri skupin + zastupce MZ + zastupci platcl
* Formulace obecnych navrhi spolec¢nych pro vsechny skupiny VO
* Formulace navrhu legislativnich opatreni



