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Agenda

1. Uvod

a. ERNy
b. CPMS
c. ERN registry / MERITA

1. K6dovani a sbér dat o VO z pohledu ERNU
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Background

e 5000 - 8000 riznych diagnéz vzacnych
onemochneéni

e ... na které trpi 30mil. lidi v Evropé (cca 0,5
milionu v CR)
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Co jsou to ERNy

® European Reference Networks = Virtualni sité, které propojuji
specializovana zdravotnicka pracovisté po celé Evropé

e Cilem je:
o Sdileni vedomosti a expertizy
O Pomoc s diagnostikou a lécbou
O Zajisténi dostupnosti [é¢ebnych postupl
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Kdo je v projektu zapojen?

e Vice nez 900 vysoce —d .
specializovanych K
zdravotnickych zarizeni .@. °:;ff‘. a:° *
nachazejicich se ve 25 .\;‘..‘}.‘.8@5-(@

- y : l’ ronce @ o M‘("'b FsCOON ) chisinau
clenskych statech 0o B0 Bo

o () ..% aska - epeuja @51«(;
(C:\ Ba@;a 6 % @nranmlsmnbm
.’ .axﬁ‘\.‘ @ . Cxon]e

X
P@lqnl mic Tarkiye

o ® O ) o (5} .Q/ EAGSQ
R . .
] Rapt Alger ]
[ ] B4 sl O
Ll sl o

« European
W Reference
' Network

for rare or low prevalence European
complex diseases Commission




Clinical Patient Management System

e \Weboveé rozhrani umoznujici virtualni
konzultace pacientu
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CPMS - Hlavni funkcionality 1

e Zabezpeceny prenos a ulozisteé dat, v souladu s GDPR

o 2-faktorové ivéreni
O Pseudonymizovana data o pacientech

e Sdileni informaci o pripadu, véetné dokumentu a medii

O Data sety uzplsobené na miru jednotlivym ERNUm
O Zabudovany DICOM viewer
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CPMS - Hlavni funkcionality 2

e Zakladani a procesovani virtualniho konzilia

O Online diskuze
o Virtualni meeting
O Moznost sdileni a konzultace pripadd napric ERNy

e Databaze pripadu
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CPMS - Statistiky
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ERNy a Registry VO

® Propojeni existujicich evropskych registri vzacnych
onemocnéni (,metaregistry”)

e MERITA - Interoperabilita a souhrnné reportovani zakladniho
souboru klinickych dat navrzenych Evropskou komisi

= CDE

o:-'.'-__?.\ European
[ T

oitat Reference
o509’ Network

R

complex diseases



CDE - Common Data Elements

e Definuje 16 polozek (*)

® Pseudonym
o EUPID (**)

* https://eu-rd-platform.jrc.ec.europa.eu/sites/default/files/CDS/EU RD Platform CDS Final.pdf

** https://eu-rd-platform.jrc.ec.europa.eu/erdri/pseudonymisation-tool en
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https://eu-rd-platform.jrc.ec.europa.eu/sites/default/files/CDS/EU_RD_Platform_CDS_Final.pdf
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CDE - Common Data Elements

e Diagndza VO
o Orpha (preferovano)
o Alpha
o ICD-9/ICD-9-CM /ICD-10

® Geneticka diagnodza
O HGVS (pref.)

o HGNC

o OMIM

u mimiss
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http://www.hgvs.org/

CPMS - kdédovani a klasifikace dat

Consultation Request

e Z3ikladni dataset ma pres 200 polozek 3 Patent nformatn

| Episode Description

o Kazdy ERN ma moznost nechat si upravit dataset e

_) Comorbidities

na miru své oblasti (¢i oblastem) () Phenotype/Genetic

Features and Biobanks
() Family History
(] Health Behaviours

(J Allergies and Other Adverse
Reactions

. 16 SySté m Cl kéd OVé n II (J History of Past lliness and

Disorders

[ special Treatment
Intervention

_J Surgical Procedures

__J Transplantation History
() Medication Summary
() Others
() Medical Documents
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CPMS - kdédovani a klasifikace dat

PATIENT INFORMATION
Vevys

. O b e C n eJ S I + Add birth complication

v s Age when panel opened: Years Months
o ISCED (vzdélani)
Gender: (O Female () Male () Undifferentiated
d 7 v =
o ISCO (zaméstnani) O Unknown
7 7, O * e 1 |
o 1SO 3166-1 (kody statu) Countyof heiercntsc. (EER v
Place of Residence: v
Country of birth (1SO 3166-1): v
Education Level (ISCED v
2011):
Occupation: v

+ Add functional status and/or dlsablllty]
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CPMS - kdédovani a klasifikace dat

o Sy m pto m y Episode Description - Main Symptoms

O LOINC Main Symptoms: LOINC 3 medDRA Fg ICD-10 [] Text
[[] Attachment

o medDRA
o ICD-10 s
medDRA; t f Q
ICD-10: Q
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CPMS - kdédovani a klasifikace dat

Search All Coding Systems: ‘

. Diagnéza Diagnosis Coding System: ICD-10 ICCC-3 Orphanet [] Other
O ICD 10 ICD-10 classification:

ICCC-3 Diagnostic Group:
o [ICCC-3
O Orpha net ICCC-3 Topography:

Orphanet nomenclature:

ICCC-3 Histology/Morphology:

Date of first symptoms onset: sz
Date of current Diagnosis: ]

Status of current Diagnosis: (O Active
(O In Remission
(O Resolved
(O Relapse
(O Other
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CPMS - kdédovani a klasifikace dat

Gene Affected: HGNC Symbols [ Text

. FenOtyp / genOtyp HGNC Symbols:
@) HG N C DMNA Variant:

DNA Nucleotide reference sequence
o HPO (RefSeq Id/LRG Id):
o NCBl genomIC nUC|EOtIde DNA Nucleotide variant description:

REfseq Id/LRG Id RMNA Variant:
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CPMS - kdédovani a klasifikace dat

. Is the patient receiving medication @ Yes (O No
. IVI e d I ka Ce for his/her rare disease?
O ATC Medication for Rare Disease
Description
o EDQM (forma daka) Active Ingredient (ATC):
o UCUM (mérné jednotky) I not ATC:

Strength:

Type of unit:

Frequency of intake:
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Diky za pozornost!

Kontakt: zdenek.dolezal@vfn.cz

Vice o RITE: https://ern-rita.org/

...a ERNech: https://ec.europa.eu/health/ern en

x diseases.
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