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Motivace ke sbéru dat o RD

> V ramci EU je onemocnéni povazovano za vzacné, pokud
postihuje méné nez 5 osob z kazdych 10 000
(dle prevalence) — RARE DISEASE (RD)

> Zadny zdroj NZIS/UZIS (ani jiny centralni zdroj dat v CR)
nesbira data primo dle prevalence! (... ale dle incidence, dle
poskytnuti sluzby, dle umrti, pripadné podle jiného
mechanismu)

> Jednotlivda onemocnéni v CR jsou identifikovana kédem
MKN-10. To vsak pro RD zdaleka nestaci.

> Jen 240 kodu MKN-10 je specifickych pro néktera vzacna
onemocneéni, téch je vsak zhruba 7 000 — je tedy vice nez
zadouci zaveést klasifikaci podle ORPHAcodes!
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... vzdyt ale existuji klinické registry!

> Pro nékterd onemocnéni (napfriklad cysticka fibréza, détsky
diabetes nebo svalové dystrofie) nebo jejich varianty/skupiny
existuji specifické sbéry dat — klinické registry (KR).

> KR maji i vyvhody v podobé podrobnych dat (véetné vysledku
vysetreni).
> Data KR maji vSak nékolik omezeni:
vykazovani neni povinné (nejen pro lékare; pro pacienty podminéno
souhlasem) = neni plné pokryto, neni zde centralni podpora,
Casto se jedna jen o vyzkumny projekt = omezena doba sbéru dat,
zameéreno na jedno pracovisté ¢i vybér pracovist,
rizné datové sady = navzajem nekompatibilni (a¢ aktudlné aktivity k
jejich konsolidaci).
> KR tedy nejsou vhodné pro celkovy prehled o RD (spektrum)
a pro sbér dat o prevalenci.
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... vzdyt existuji ,,data pro pojistovny“!
> Data pro vykazovani poskytnuté péce z
pojistoven maji vyznamna omezeni:
nepostihuji péci mimo zdravotni pojisteni,
jsou deformovana metodikami a pravidly pro
vykazovani (napr. kontroly vykazani
diagnostického vykonu na kéd onemocnénil),
jsou odlisna pro lUzkovou a ambulantni péci,

postihuji jen epizody péce (fragmentace), nikoliv
jednotlivé pripady/pacienty,

diaghdzy/stavy jsou kddovany dle MKN-10.
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... takze Narodni registr vrozenych vad?

> Pro velkou c¢ast RD dulezité a plné legalni reseni

> Prinosné pro zavedeni ORPHAcodes (do informacnich
systémU poskytovateld a pojistoven)

> ... krom toho alternativni moznost zadavani OMIM, SSIEM
> Metodika vhodna pro sbér prevalencnich dat (v ramci NZIS)

> |dentifikace pripadu RD s moznosti vytézovani dalSich
datovych zdroju NZIS pro analyzy prospésné pro vyzkum RD
a identifikaci pacientl napfi¢ zdravotnickym systémem

Neni to vSak vSespasné reseni!
Dulezité je identifikovat pripady RD ve zdravotnické

dokumentaci, standardizovat pomoci ORPHA kodu a propojit

v informacnich systémech poskytovatelu (aby nebylo nutné
zadavat data dvakrat).
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Pokroky v implementaci ORPHAcodes

> Preklad portalu Orpha.net do Cestiny

Vykazovani RD pojistovnam - zména rozhrani pro doklad 01, 02 a 06 (VZP
od 1. 1. 2021)
> Aktualizace ¢eského prekladu terminologie Orphanet (véetné synonym)

Zvefejnéno na https://www.uzis.cz/index.php?pg=registry-sber-dat--
klasifikace--orphanet

Pripravovana verze pro rok 2022
PribéZné otevieno pripominkam klinickych expertd
> Aktualizace klasifikaci Orphanetu na mezinarodni Urovni — PROBIHA (ale je
predevsim otazkou spoluprace Orphanet vs. ERNy)
> Zavadeéni do standard( vymény dat a zdravotnické dokumentace (eHealth,
ERN, preshranicni péce)
> Orpha kody i v nové aktualizaci portalu MKN-10
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https://www.orpha.net/consor/cgi-bin/index.php
https://www.uzis.cz/index.php?pg=registry-sber-dat--klasifikace--orphanet
https://mkn10.uzis.cz/
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> LD27 Syndromes with skin or mucosa'wm ¢ & iz Foundation URI : hitp://id.who.int/icd/entity/236564145 i
as a major feature '
+ LD28 Syndromes with connective tissue LD28.01 Marfan syndrome

involvement as a major feature
¥ LD28.0 Marfan syndrome or Marfan-related Parent

disorders LD28.0 Marfan syndrome or Marfan-related disorders

LD28.00 Congenital contractural _
Show all ancestors (¥]

arachnodactyly
ICD-10: Q874 [?]

LD28.01 Marfan syndrome L.
Description

LD28.0Y Other specified Marfan syndrome or ] o o ) ] o ‘
. Marfan syndrome is a systemic disease of connective tissue characterised by a variable combination of cardiovascular,
Marfan-related disorders : . : : . : :
musculo-skeletal, ophthalmic and pulmonary manifestations. Cardiovascular involvement is characterised by 1)

LD28.0Z Marfan syndrome or Marfan-related progressive dilation of the aorta accompanied by an increased risk of aortic dissection, which affects prognosis and 2)
disorders, unspecified mitral insufficiency. Skeletal involvement is often the first sign of the disease and can include dolichostenomelia, large
¥ LD28.1 Ehlers-Danlos syndrome size, arachnodactyly, joint hypermobility, scoliotic deformations, acetabulum protrusion, thoracic deformity,
LD28.2 Genetically-determined cutis laxa dolichocephaly of the anteroposterior axis, micrognathism or malar hypoplasia. Ophthalmic involvement results in axile

LD28.Y Other specified syndromes with myopia, which can lead to retinal detachment and lens displacement.

connective tissue involvement as a major
All Index Terms

s Marfan syndrome Hide index terms (2]
* Marfan disease
* Marfan syndrome type 1=

feature
LD28.Z Syndromes with connective tissue
involvement as a major feature, unspecified

¥ LD29 Syndromes with obesity as a major feature « Marfan syndrome type 2 =

¥ LD2A Malformative disorders of sex development o Loeys-Dietz syndrome type 2
LD2B Syndromes with premature ageing A
appearance as a major feature - Caveats
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ICD-11 (CD-11 for Mortality and Morbidity Statistics) | Last Update.'l Ma

. 0 . . .. ©
Search | Marfan | o [ Advanced Search ] Foundation Linearizations Proposals Info More...

¥ LD27 Syndromes with skin or mucosa’ mlo liE. Foundation URI : hiipeliduho ot ded ontin /02624142 I
as a major feature ' e L
+ D28 Syndromes with connective tissue LD28.01 M Orphanet classification of rare genetic diseases
involvement as a major feature
¥ LD28.0 Marfan syndrome or Marfan-related Parent > Rare genetic disease ORPHA:98053
disorders LD28.0 L Rare genetic eye disease ORPHA101435 @
LD28.00 Congenital contractural ‘
9 | Rare genetic disorder of the visual organs ORPHA:522504 @
LD28.01 Marfan syndrome 5 - Rare genetic disorder of the anterior segment of the eye ORPHA:522538 .
et i arran syndrome or escription L Rare genetic corneal disorder ORPHA:522556 (-]
Marf lated disord Marfan synd
arfan-related disorders musculo-skel L Rare genetic disorder with corneal involvement as a major feature ORPHA:522558 @
LPZS‘OZ Marfan syrj]drome or Marfan-related progressive - Syndromic genetic keratoconus ORPHA:522564 @
disorders, unspecified mitral insuffi
» . L_ Marfan syn
LD28.1 Ehlers-Danlos syndrome size, arachno
LD28.2 Genetically-determined cutis laxa dolichoceph Marfan syndrome type 1 ORPHA:284963
LD28.Y Other specified syndromes with myopia, whic [ Merfan syndrome type 2 ORPHA:284973

connective tissue involvement as a major
feature

LD28.Z Syndromes with connective tissue
involvement as a major feature, unspecified

All Index Ter
s Marfan syndrome Hide index terms (]
* Marfan disease
* Marfan syndrome type 1=

¥ LD29 Syndromes with obesity as a major feature « Marfan syndrome type 2 =

¥ LD2A Malformative disorders of sex development o Loeys-Dietz syndrome type 2
LD2B Syndromes with premature ageing A
appearance as a major feature - Caveats
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