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Motivace ke sberu dat o RD

> V ramci EU je onemocnéni povazovano za vzacné, pokud
postihuje méne nez 5 osob z kazdych 10 000
(dle prevalence).

> To predpoklada, ze vime, kolik kterych onemocnéni v
populaci je. Vime to?

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

> Jednotlivd onemocnéni v CR identifikovana dle kddu
MKN-10. Staci to?

> Nestaci! Jen 240 kédu MKN-10 je specifickych pro nékteré
vzacné onemocneni. Jenze téch je celkem cca 7000...
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... vzdyt ale existuji klinické registry!

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

> KR sbiraji podrobna data, maji ale mnoho omezeni:
Vykazovani neni povinné (nejen pro lékare, pro pacienty podminéno
souhlasem), neni plné pokryti, neni centralni podpora
Casto jen vyzkumny projekt = omezend doba
Jedno pracovisté, nebo vybér pracovist (coz muze, ale spiSe nemusi
byt populacni pokryti)
RGzné datové sady = navzajem nekompatibilni
> ...aleivyhody, treba prave ta podrobna data, vCetné
vysledku vysetreni
> 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 maji vyznamna
omezeni:
Nepostihuji pé¢i mimo zdravotni pojisténi
Jsou deformovana metodikami a pravidly pro vykazovani (napr.

kontroly vykazani diagnostického vykonu na kdd onemocnéni!), rtzné
pro liZzkovou a ambulantni péci

Postihuji epizody péce (fragmentace), nikoliv jednotlivé
pripady/pacienty
Diagndzy/stavy jsou kédovany dle MKN-10*

*) Vyrazna poznamka pod Carou: Cilem je identifikovat
onemocnéni prostfednictvim Orpha codes/Oprha kodu i ve
vykaznictvi pojisStovnam, prvni vlastovkou je zména dat.
rozhrani pro doklad 06 (vice v dalSich prednaskach)
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... takze Narodni registr vrozenych vad?

> Pro velkou cast RD dulezZité a plné legalni reSeni

> Prinosné pro zavedeni Orpha (do informacnich systému
poskytovatell a pojistoven)

> ... krom toho alternativni moznost zadavani OMIM, SSIEM

> Metodika vhodna pro sbér prevalencnich dat (v ramci NZIS)

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

Neni to vsespasné reseni!

Dulezité je identifikovat pripady RD ve zdravotnické
dokumentaci, standardizované (Orpha kddy) a v informacnich

systémech poskytovatell (aby nebylo nutné dvoji zadavani dat).
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Blizké kroky

> Preklad rozhrani orpha.net do cestiny

> Aktualizace ceskeho prekladu terminologie
Orphanet

> Na mezinarodni urovni aktualizace klasifikaci
Orphanetu

> Zavadéni do standardu vymeény dat a
zdravotnické dokumentace (eHealth, ERN,
preshranicni péce)
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Budoucnost?

ICD-11 for Mortality and Morbidity Statistics (version: 04,2019

¥ LUZb SYNaromes WIth IMD anomalles as a major
feature =9
¥ LD27 Syndromes with skin or mucosal anomalies
as a major feature
v LD28 Syndromes with connective tissue
involvement as a major feature
w LD28.0 Marfan syndrome or Marfan-related
disorders
LD28.00 Congenital contractural
arachnodactyly
LD28.01 Marfan syndrome
LD28.0Y Other specified Marfan syndrome or
Marfan-related disorders
LD28.0Z Marfan syndrome or Marfan-related
disorders, unspecified
¥ LD28.1 Ehlers-Danlos syndrome
LD28.2 Genetically-determined cutis laxa
LD28.Y Other specified syndromes with
connective tissue involvement as a major
feature
LD28.Z Syndromes with connective tissue
involvement as a major feature, unspecified
LD29 Syndromes with obesity as a major feature
LD2A Malformative disorders of sex development
LD2B Syndromes with premature ageing
appearance as a major feature

v v

LD2C Qvergrowth syndromes
» LD2D Phakomatoses or hamartoneoplastic

MKN-11 nemusi resit vSse...

s

LD28.01 Marfan syndrome

Parent
LD28.0 Marfan syndrome or Marfan-related disorders
Show all ancestors (¥

Description
Marfan syndrome is a systemic disease of connective tissue characterized by a variable
combination of cardiovascular, musculo-skeletal, ophthalmic and pulmonary manifestations.
Cardiovascular involvement is characterized by 1) progressive dilation of the aorta accompanied by
an increased risk of aortic dissection, which affects prognosis and 2) mitral insufficiency. Skeletal
involvement is often the first sign of the disease and can include dolichostenomelia, large size,
arachnodactyly, joint hypermobility, scoliotic deformations, acetabulum protrusion, thoracic
deformity, dolichocephaly of the anteroposterior axis, micrognathism or malar hypoplasia.
Ophthalmic involvement results in axile myopia, which can lead to retinal detachment and lens
displacement.

Orphanet classification of rare genetic diseases

> Rare genetic disease ORPHA:98053
L Rare genetic eye disease ORPHA:101435 °

ar
L Rare genetic disorder of the visual organs ORPHA:522504 °

L Rare genetic disorder of the anterior segment of the eye ORPHA:522538 °

Rare genetic corneal disorder ORPHA:522556 °
L Rare genetic disorder with corneal involvement as a major feature ORPHA:522558 °
L Syndromic genetic keratoconus ORPHA:522564 °

LMa

L Marfan syndrome type 1 ORPHA:284963

l_ Marfan syndrome type 2 ORPHA:284973
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Dotazy? Doufam, ze ano!

DEKUIJI ZA POZORNOST
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