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Country Info — Session 1, 2
RD-CODE - Czech Republic - Key Activities, Milestones

« Start reporting ORPHAcodes coded RD cases in 2 major healthcare
providers (hospitals) with at least 50 new cases per year in each to the
National Registry of Reproductive Health (NRVV, web interface or b2b data
interface)

 Analyse technical readiness of used Hospital Information System for
producing such data
« Motol University Hospital (UNIS)
« General University Hospital (Medea)

« Extend the reporting routines to other healthcare providers (mainly those
with ERN centres)
« Atleast 7 hospitals/200 cases per year

« Train coding clinical experts in the use of ORPHAcodes focused on
hospitals participating to ERNs
« At least 3 training sessions (in Prague and Brno)
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Country Info — Session 1, 2

RD-CODE — Czech Republic - Recent progress and results
* Motol University Hospital (MUH) and General University Hospital (GUH)
reported 306 cases with ORPHAcodes (as of 5th June)

Side effect: 113 OMIM codes

« Survey in MUH and GUH performed, Report on Orphanet awareness
produced (end of 2019)

« RD-CODE Training Course produced (http://rd-code.ublg.cz/), 1 training
session implemented (19th February 2020)

Technical issues:

 Czech ORPHAcodes browser updated at https://slg.cz/vzacna-onemocneni/

« Value set of ORPHAcodes in NRVV updated (Czech terminology)

« Mapping table from ORPHAcodes to ICD-10 implemented in NRVV

« Translation of Orphanet portal started

» Czech ICD-10 portal updated with all Orphanet terminology
(https://mkn10.uzis.cz/)

» Czech Health Insurance Funds will accept ORPHAcodes in 2021 reporting
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Country Info — Session 1, 2

RD-CODE — Czech Republic - Next steps and To do

Expand to other Healthcare providers (7 HCP with ERNS)
Push SW developers to improve the primary data collection in HISs and
b2b data interfaces

 Intesify the communication with SW developers

« KlasifiKon conference with stakeholders and SW developers in

December 2020 = RDs and ORPHAcodes will be main topics

Perform at least 2 other Training Sessions in hospitals
Finalise the Czech translation of Orphanet portal

Regular updates of the Czech translation of Orphanet terminology

Health Insurance Funds reporting
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Czech Republic

MKN-10

Kédovaci nastroj

| == < Q|

+ E74 Jiné poruchy metabolismu
uhlovodani
+ E75 Poruchy metabolismu
sfingolipidd a jiné poruchy
ukladani lipida
+ E76 Poruchy metabolismu
glykosaminoglykanu
- E77 Poruchy metabolismu
glykoproteind
E77.0 Poruchy v potranslagni
modifikaci lyzozomalnich
enzymi
E77.1 Vady v odbouravani
glykoproteint
E77.8 Jiné poruchy
metabolismu
glykoproteini
E77.9 Poruchy metabolismu
glykoprotein NS
+ E78 Poruchy metabolismu
lipoproteind a jiné lipidemie
+ E79 Poruchy metabolismu
purinu a pyrimidinu
+ E80 Poruchy metabolismu
porfyrinu a bilirubinu
+ E83 Poruchy metabolismu
minerald
+ E84 Cysticka fibroza
+ E85 Amyloidéza

-

ProhliZze€ struktury klasifikace

E77.1

E77.8

E77.9

E78

E78.0

E78.1

E78.2

New ICD-10 browser portal enriched with

O MKN-10

Vady v odbouravani glykoproteint

Aspartylglucosaminurie
Fucosiddza
Manosidéza

Sialidéza (mukolipidéza)

Jiné poruchy metabolismu glykoproteint

Souvisejici projekty

Poruchy metabolismu lipoproteinii a jiné lipidemie

Nepatfi sem:
sphingolipidosis (E75.0-E75.3)

Cista hypercholesterolemie

Familiarni hypercholesterolemie

Fredricksonova hyperlipoproteinemie, typ lla
Hyperbetalipoproteinemie

Hyperlipidemie, skupina A

Hyperlipoproteinemie, typ lipoproteind s nizkou denzitou [LDL]

Cista hyperglyceridemie

Endogenni hyperglyceridemie

Fredricksonova hyperlipoproteinemie, typ IV
Hyperlipidemie, skupina B

Hyperprebetalipoproteinemie

Hyperlipoprateinemie typ s velmi nizkou denzitou [VLDL]

SmisSena hyperlipidemie

ORPHAcodes and links to Orphanet
http://mkn10.uzis.cz

CDG syndrom, typ Ilh [COGS8- -
CDG] ORPHA 95428 (£

CDG syndrom, typ Ik
[TMEM165-CDG]

ORPHA 314667 £
COG1-CDG [COG1-CDG]
ORPHA 263508 [
COG2-CDG [COG2-CD@G]
ORPHA 435934
COG4-CDG [COG4-CDG]
ORPHA 263501 [
COG5-CDG [COG5-CDG]
ORPHA 263487 [
COG6-CGD ORPHA 464443 [/
COG7-CDG [COG7-CDG]
ORPHA 79333 (4

Defekty V-ATPazy [Defect in V-
ATPase] ORPHA 309778 [
Defekty v konzervovaném
oligomerickém Golgiho
komplexu [Defectin
conserved oligomeric Golgi
complex] ORPHA 309568 [
DK1-CDG [DK1-CDG]

ORPHA 91131 (4
DPAGT1-CDG [DPAGT1-CDG]
ORPHA 86309 [

DPM1-CDG [DPM1-CDG]

ORPHA 79322 4
NPM3-CNG INPM3-CNG] M
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http://mkn10.uzis.cz/

National Registry of Reproductive Health

CzeCh Repu blic (NRVV) form with ORPHAcodes value set

B 0 nezpracovanych dloh / tasks to do

0 novych zprav / new messages ' Miroslav Zvolsky | UZIS Praha (Stfedogesky kraj) / Spravce databdze RP | |y §§ 22 6. 2020 9:50
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448010 CAD-CDG [CAD-CDG]
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Czech Republic

Czech Society of Medical Genetics and Genomics ORPHAcodes browser
(credit Marek Turnovec)

https://slg.cz/vzacha-onemocneni

Spole¢nost Iékaiské genetiky a genomiky Prinlasit

Ceské Iékaiské spoleénosti Jana Evangelisty Purkyné, z. s.

Stary web SLG ORPHA number / Vzacna onemocnéni Databaze pracovist ~

Katalogizaci vzacnych onemocnéni se zabyva portal Orphanet. Ke kaZdému onemocnéni je pfifazen tzv. Orphacode, kiery toto onemocnéni jednoznacéné identifikuje. Orphanet na

webu www.orphadata.org nabizi néktera data ze své databaze k volnému staZeni ve strojové Citelném formatu, mimo jiného i seznam viech vzacnych onemocnéni a k nim naleZejicimi
Orphacode, v nékterych pfipadech i s odkazy do dalsich databazi (napf. OMIM) a kKlasifikacnich systémi (MKN-10).

Dal5i informace o klasifikaci a kddovani vzacnych onemocnéni naleznete také v tomto clanku.

Zde mate moZnost vyhledavat v seznamu t&chto onemocnéni. Pripadné se miZete podivat i na kompletni tabulku se véemi onemocnénimi. Ale pozor, tabulka se vzhledem ke své
velikosti do prohlizede nadita docela diouho. Také si ji miZete stahnout ve formatu pro Microsoft Excel 2007 nebo vy3ai

COGB-CGD

ORPHA number  Nazev OMIM MKN-10
464443 Vrozena slepota zplsobena odchlipenim sitnice (COGH-CGD) 614576 ETT.8
MNesyndromické vrozené odchlipeni sitnice

(CDG syndrome type IIL, CDG-IIL, CDG2L, Congenital disorder of glycosylation type 2/, Congenital disorder of glycosylation type IiL)
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https://slg.cz/vzacna-onemocneni

Czech Republic

Health Information Systems (UNIS, Medea) implementation of NRVV form
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