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Viditelnost VO v informacnich systémech

Q, Underrepresented

ICD-10: ~83% of RD do not have any code*

ICD-11: ~37% of RD do not have any code*

SNOMED CT: 7% of RD do not have any code*

None of these terminologies have a code for the patients

in a diagnostic dead-end/undiagnosed RD patients
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Viditelnost VO v informacnich systémech

Q, Underrepresented ‘

ICD-10: ~83% of RD do not have any code*
ICD-11: ~37% of RD do not h4
SNOMED CT: 7% of RD do not

None of these terminologies Q | m p rec | se

in a diagnostic dead-end/und \
ICD-10: 93 % of RD do not have a PRECISE code* (O)
ICD-11: 75 % of RD do not have a PRECISE code*
SNOMED CT: 7 % of RD do not have a PRECISE code*
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Viditelnost VO v informacnich systémech

Q, Underrepresented

ICD-10: ~83% of RD do not have any code*
ICD-11: ~37% of RD do not h4
SNOMED CT: 7% of RD do not

None of these terminologies Q | m p rec | se

in a diagnostic dead-end/und /§
ICD-10: 93 % of RD do not have a PRECISE code* (O)
ICD-11: 75 % of RD do not have a PRECISE code*
SNOMED CT: 7 % of RD rin =ar havuna = BBEFICE sadak

Q, Not classified as “rare”

RD are "lost" amongst common diseases !

Generic terminologies are not exploitable for RD-
specific statistics
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ORPHA kédy

Orphanet classification of rare systemic and rheumatological diseases

KO, d OVa C II SySté m S p e C i fi C ky, p ro VO > Rare systemic or rheumatologic disease ORPHA 98023
U n i kalt n II kold p ro L% Rare rheumatologic disease ORPHA:182231 @

L% Autoinflammatory syndrome ORPHA:93665 @

H o
— S ku p INU VO (” g rou p ) L> Periodic fever syndrome ORPHA:101995 @
v 7 . o L> Hereditary periodic fever syndrome ORPHA:324924 @
— onemocnéni (,, disorder”) T | -
L% CEBPE-associated autoinflammation-immunodeficiency-neutrophil dysfunction syndrome ORPHA 566067
\"4 7
- p Od ty p O n e m O C n e n | L% F12-associated cold autoinflammatory syndrome ORPHA:617919

L% Familial Mediterranean fever ORPHA:342

Umoznuje primarni a sekundarni e ot ot e |
.. J Infantile-onset periodic fever-panniculitis-dermatosis syndrome ORPHA: 500062
Vy U Z I t I Zd ra Vot n I C h d at L% Mevalonate kinase deficiency ORPHA:309025 @

\4 v/ . /s . L% NLRC4 related familial cold autoinflammatory syndrome ORPHA:576349
Pristup k dalsim informacim z oblasti

VO L% NLRP3-associated autoinflammatory disease ORPHA:208650 @

L% NLRP12-associated hereditary periodic fever syndrome ORPHA: 247868

L% Periodic fever-immunodeficiency-thrombocytopenia syndrome ORPHA:652522

https://www.orphanet.net

L% Periodic fever-infantile enterocolitis-autoinflammatory syndrome ORPHA 436166

L% Tumor necrosis factor receptor 1 associated periodic syndrome ORPHA:32960
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,Use cases” sdileni dat

* Primarni S
- PlénOva né péée E E:E::unnda;rvuseof
, , Lo | data’l !:researc!'l&
_— Neplanova na pece ! decision-making)
— Virtualni konzultace (CPMS)
— Registry VO (narodni, ERN) ERN

e Sekundarni

ERN secondary use of
' data (research)

— Indikatory péce pro poskytovatele, platce

MZ — zdravotni politika ;
— Vyzkum
— Monitorace ERN i

ERN primary
use of data

__________
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Primarni zadani dat o pacientovi s VO
WP8 Survey, Joint Action JARDIN

How is the original patient information
first captured in your institution?

— Otdazka na predstavitele center ERN

— PIna digitalizace zatim neni implementovana
— Kilinici ¢asto kombinuiji digitalni a papirovou

dokumentaci
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How is the original patient information first captured in your
institution?

[ In digital format [Jj Combination of digital and paper documentation [Jjj In paper format No
Response

AT - Austria (46)

BE - Belgium (34)

BG - Bulgaria (8)

CY - Cyprus (11)

CZ - Czechia (47)

DE - Germany (194)
DK - Denmark (38)
EE - Estonia (24)

EL - Greece (16)

ES - Spain (112)

Fl- Fintand (15)

FR- France (152)

HR - Croatia (24)

HU - Hungary (29)
IE-Ireland (19)

IT - ltaly (308)

LT - Lithuania (29)

LU - Luxembourg (23)
LV - Latvia (24)

MT - Malta (24)

NL - Netherlands (114)
NO - Norway (21)

PL - Poland (40)

PT - Portugal (47)

RO - Romania (14)
SE - Sweden (44)

SI - Slovenia (23) B s

Total (1492) : 12% 59%




SAPIS-H /1.5 hmed,

Dedalus/Agfa ORBIS

Dedalus Galileo

CGM CLININET

Primarni zaznam dat

WPS8 Survey, Joint Action JARDIN

* Which Electronic Health Record systems are used?
— 158 nemocnic z 25 zemi : pres 70 rlznych systéma...
— Fragmentace EHR systému
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XCare

[ number of responding hospitals ] number of different EHR systems
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Implementace ORPHA kodu v zemich EU

Implementation of Orphacodes in EU Member States

0% 100%

7 regional policy to enforce the implementation of ORPHAcodes in Health Information Systems

Created with Datawrapper

e . ey

ALY

3\ European $ IOMENKLATURY
v Reference rl a

¢ Networks Py immnodeficences / Atciflammarory Dsorders

Autoimmune Diseases / Paediatric Rheumatic Diseases

VFN PRAHA

UZis

WP8 Survey, Joint Action JARDIN

Are you using ORPHAcodes in your institution?
[ Yes [l No No Response

AT - Austria (46) 17% 74%

BE - Belgium (34) 9% N

BG - Bulgaria (7) 43%

CY - Cyprus (6) 33% 33%

CZ - Czechia (47)

(4]
a
&

DE - Germany (195) N 79%
DK - Denmark (35) 23% 66%

EE - Estonia (24) T 79%

EL - Greece (16) 25% 62%

FR- France (152) 79%

HR - Croatia (10) 50%

HU - Hungary (28)
IE - Ireland (19)
IT - Italy (308)

N
a
8

LT - Lithuania (17) T 65%

LU - Luxembourg (10) 40%

LV - Latvia (11) 55%

NL - Netherlands (114) 11% 67%

NO - Norway (15) 13% 80%

PL-Poland (39) 18% 59%

PT - Portugal (47) 17%

RO - Romania (12)
SE - Sweden (44)

Y 84%

25% 68%

S| - Slovenia (12) 25% 67%
SK - Slovak Republic (8)

|

8% 38%
Total (1382) 16% 67%

Created with Datawrapper
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Implementace ORPHA kodu v zemic

Implementation of Orphacodes in EU Member States
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Update Metodiky pro vykazovani ORPHA kodu
o Véstnik ==

* Podklady pro kédovani a mista
vykazovani VO
— |dentifikace pripadu VO S

{uuusla unie i [\N‘@ NARODNI CENTRUM P
. Operacniprogram Zamést. WA AKLASIFIKAGE. vzis
eliverable 5. . 7 .

Standard procedure and guide o Onllne naSt rOJe
for the coding with Orphacodes ° chhozi p‘r’.ed po klady
Metodika pro kédovani vzacnych onemoc-

) PO ky ny a p O d m I,n ky p ro g;r;JAith republice prostfednictvim
kddovani

-'“’“ ¢ ORPHAkédy \Y dOkIadECh prO o

Work Package 5

Issued on the 30st of May 2017
by the WP5 members of the RD-ACTION European Joint Action

prof. MUDr. Pavla Dolezalova, CSc. (Ministerstvo zdravotnictvi Ceské republiky} )
. V4 V4 VAR Y4 m(UD; 'T’:(::::( fffffff (Nérodni centrum pro medicinské nomenklatury a klasifikace, Ustav zdravot-
s/ ICacione ) ue- rovedeni Uhrad ece o
content/uploads/2017/05/D5.2 Standard-procedure-
and-guide final.pdf remboudlusenbhess i o e
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https://www.rd-action.eu/wp-content/uploads/2017/05/D5.2_Standard-procedure-and-guide_final.pdf#:~:text=In%20this%20document%2C%20general%20rules%20for%20routine%20coding,purposes%2C%20additional%20rules%20and%20guidelines%20might%20be%20needed.
https://www.rd-action.eu/wp-content/uploads/2017/05/D5.2_Standard-procedure-and-guide_final.pdf#:~:text=In%20this%20document%2C%20general%20rules%20for%20routine%20coding,purposes%2C%20additional%20rules%20and%20guidelines%20might%20be%20needed.
https://www.rd-action.eu/wp-content/uploads/2017/05/D5.2_Standard-procedure-and-guide_final.pdf#:~:text=In%20this%20document%2C%20general%20rules%20for%20routine%20coding,purposes%2C%20additional%20rules%20and%20guidelines%20might%20be%20needed.

Podklady pro kédovani

Pripady vzacnych onemocnéni jsou identifikovany a zadavany:
— Do Narodniho registru reprodukcniho zdravi, modul vrozené vady
(pro vzacné vrozené vyvojoveé vady)

— V ramci systému porizovani a predavani dokladu pro provedeni
Uhrady poskytnuté zdravotni péce prostrednictvim dokladu 01, 02, 06

— Do Narodniho registru hrazenych zdravotnich sluzeb
— Do elektronické zdravotnické dokumentace

— Do Narodniho registru vzacnych onemocnéni (NRVO) po jeho
legislativnim ukotveni
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Vychozi predpoklady

Informace o klinickém stavu pacienta s VO vedouci k pridéleni ORPHAkAdu jsou primarné
zaznamenavany do NIS CVSP-VO

Informace o klinickém stavu pacienta v NIS jsou povazovany za elektronickou zdravotni
dokumentaci a dle moznosti jsou vedeny ve strukturované podobé dle platnych
obsahovych standardd.

Zadavani ORPHAkédu do rlznych informacnich systému (opakovanym ru¢nim vkladanim
dat) je nevhodné, spravnym zpUlsobem sdileni jiz jednou zadané informace o vzacném
onemocnéni je zajiSténi automatické komunikace informacnich systému prostrednictvim
informacnich standardu.

Pro detailni identifikaci konkrétniho onemocnéni je pouzivan ORPHA kéd (kéd MKN-10 -
pokud existuje - je prakticky ziskan za pouziti prevodnich tabulek)
ORPHAkody mohou byt v jedné ze tri urovni:

— skupina onemocnéni,

— onemocnéni,

— varianta (subtyp) onemocnéni.
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Zakladni pravidla kodovani

ORPHAkAd je zaznamenan v ramci stanoveni klinické diagndzy vzacného onemocnéni.

O pridéleni ORPHAkdédu rozhoduje kvalifikovany odbornik na specializovaném pracovisti (CVSP-
VO a spolupracujici pracovisté dané skupiny definované prislusSnou ERN).

ORPHAkdd daného onemocnéni je v NIS zaznamenan v samostatném datovém poli.

ORPHAkAd je v NIS pfirazen na urovni pacienta, nikoliv pouze na urovni pripadu poskytovani
péce.
Preferovanou tGrovni podrobnosti ORPHAkédu je ,onemocnéni®, pokud diagndzu neni mozné

jednoznacné potvrdit dostupnymi metodami, Ize zvolit ORPHAkdAd na udrovni ,,skupina
onemocnéni”,

Pokud je v pribéhu diagnostického procesu zpresnéna puivodni informace ze ,,skupina
onemocnéni“ na konkrétni ,,onemocnéni“, nahradi se obecnéjsi ORPHAkod ORPHAkddem
konkrétnéjsim.

Pokud je diagndza prehodnocena a nadale neni povazovano za vzacné, v informacnim systému se
OPRHA kod u daného pacienta odstrani a dale se nevykazuje. Historické zaznamy nejsou zpétné
korigovany.

Vyjimecné mlzZe mit pacient vic nez jedno vzacné onemocnéni — v tom pripadé muize mit
zaznamenan v informacnim systému poskytovatele zdravotnich sluzeb vic nez jeden ORPHAKkod.
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ORPHA kédy v dokladech pro uhradu péce

Nezavisle na kodech MKN-10 vykazanych na pozici Zakladni diagnoza a
ostatni diagnozy se VO uvadeéji na dokladech 01, 02 a 06 ve vete typ 5 -

ORPHA kodly.

VO na dokladech 01, 02 a 06 vykazuji pracovisté poskytovateld, ktefri
diagnostikovali nebo se podileji na Iécbé VO. Nemuseji je vykazovat na
dokladech pracovist komplementu.

Nehledé na charakter poskytované péce a jeji vztah ke konkrétnimu VO
jsou vzdy poskytovatelem uvedeny vsechny ORPHA koédy daného pacienta
V pripadé predani pacienta mezi specializovanymi pracovisti, prebirajici
specializované pracoviste nadale vykazuje jiz prideleny ORPHA kod.
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* ORPHA kod = zakladni polozka

Zaver

— CDE datasetu VO

EUROPEAN COMMISSION
JOINT RESEARCH CENTRE
Directorate F — Health and Food
Unit F.1 — Disease Prevention

EUROPEAN PLATFORM ON RARE DISEASE REGISTRATION (EU RD Platform)

SET OF COMMON DATA ELEMENTS FOR RARE DISEASES REGISTRATION

— minimalniho evropskeho datasetu VO
— narodnich datovych standardu (PS, PZ)
— NRVO

* Implementace ORPHA kédu=parametr
hodnoceni poskytovatelu ERN center

N
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2. Personal L. Psewdon

information

3. Patient

4. Care pathway
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Pseudonym

Patient's pseudonym

String https:/few-rd-

platform.jre.ec.europa.eufspider

Date of birth

Patient's date of birth

Date (dd/mmyyyy)

Sex

Patient's sex at birth

Female

Male
Unidetermined
Foetus |Unknown)

Patient's status

Status

Patient alive or dead

Alive If dead then answer question 3.2
Dead

Lost in follow-up
Opted-out

Date of death

Patient's date of death

Date (dd/mmyyyy)

First contact with
specialised centre

Date of first contact with
specialised centra

s (s & 8 #(s » 8 8@

Date (ddmmyyyy)

Age at onset Age at which symptoms/signs | « aAntenatal
first appeared ® At birth
= Date [dd/mm/yyyy)
» Undetermined
Age at diagnosis Age at which diagnosis was |  Antanatal
miade & At birth
.

Diagnasis of the rare
disease

Diagnosis  retained by
specialised centre

Orpha code (strongly
recommended — see link) /

Alpha codef 10D-9 codey 1ICD-9-
CM code / 1C0-10 code

Genetic diagnosis

Genatic diagnosis retained
the specialised centre

recommended — see link)
HGHC,/ OMIM code

tarnational classification

http:/fwwiw . ngvs ong

Undiagnosed case

How the undiagnosed case is
defined

Phenotype [HPO)
Genaotype [HGVS)

Agreement to be Patient's permission exists for | e ¥ES

contacted for being contacted for research | » MO

research purposes purposes

Consent to the reuse | Patient's consent exists for | & YES

of data hisfher data to be reused for | « NOD
other research purpases

Blological sample Patient's  biological sample YES If YES answer question 7.4
avallable for research ND

Link to a biobank

Biological sample stored in a
biobank

YES (if appropriate use link) | https://directory. bbmri-eric.eu
ND

Classification of
functioning/disability

Patient's  disability  profile
according  to  International
Classification of Functioning
and Disability (ICF)

e %% »

Dizability prafile [ Scone hittp:www . who.intfclassifications

Licfiwhodasii/en/
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