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11. revize MKN (ICD-11)

e |CD-11 zalozena na zakladni sémantickeé siti
terminu a vyznamu — Foundation

/s N7/

e |CD-11 vytvari derivacni linearizace se zbytkovymi
kategoriemi — napt. ,,nezarazeny jinde“

e Zavedeni , postkoordinace” — detailnéjsi popis

* Vzacha onemocneéni ve Foundation dobre
zastoupena — spoluprace pracovni skupiny
z konsorcia Orphanet
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Problémy RD v ICD-11

* 1) objevuiji se casto pouze ve Foundation pod
hranici statistik mortality a morbidity (MMS)

e 2) ktery primarni rodic je nejucelnéjsi v
monohierarchii MMS?

e 3) aktualizace velkého mnozstvi 4x rocné
— identifikace novych jednotek = dynamicky proces
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Fanconiho anémie

* objevuje se ve Foundation

e zarazena do obecnéjsi kategorie: vrozena
aplasticka anémie (3A70.0)

* ma ve Foundation identifikator URI
(http://id.who.int/icd/entity/1500851497), ktery
se lisi od kodu baze-34 v MMS

 OMIM obsahuje 19 zaznamu ve fenotypoveé sérii
pro Fanconiho anémii, Foundation ICD-11 ma
pouze jeden zaznam

[l\\I@ NARODNI CENTRUM .
i fon PRO MEDICINSKE NOMENKLATURY UZ I S
nanost MNK A KLASIFIKACE



http://id.who.int/icd/entity/1500851497

2020 2. prosince 2020

K I a s i fi Ko n Klasifikace RD pomoci 11. revize Mezinarodni

klasifikace nemoci

Kodovani detailu RD

* Vsouladu s Orphanetem- evropskou platformou pro
vzacha onemocnéni

* Uchovava vsechny podrobnosti pomoci ,jedinecného
identifikatoru” (URI) v elektronické dokumentaci

Priklad z ICD-11:
* Fetal Valporate Syndrome
 URI: http://id.who.int/icd/entity/1055155432

e StatisticalCode: LD2F.0Y Other specified toxic or
drug-related embryofetopathies
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Priklady neidentifikovatelné v MKN-10

ICD-11 (Foundation)
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Certain infectious or parasitic diseases

MNeoplasms

Diseases of the blood or blood-forming organs
Diseases of the immune system

Endocrine, nutritional or metabolic diseases

Mental, behavioural or neurodevelopmental disorders
Sleep-wake disorders

Diseases of the nervous system

b Movement disorders

¥ Disorders with neurocognitive impairment as a major
feature

Multiple sclerosis or other white matter disorders
Epilepsy or seizures

Headache disorders

Cerebrovascular diseases

Spinal cord disorders excluding trauma

Motor neuron diseases or related disorders

Disorders of nerve root, plexus or peripheral nerves

4 v v v v v wvow

Diseases of neuromuscular junction or muscle
¥ Myasthenia gravis or certain specified
neuromuscular junction disorders
w Primary disorders of muscles
¥  Muscular dystrophy
¥ Becker muscular dystrophy
¥ Duchenne muscular dystrophy
¥ Emery-Dreifuss muscular dystrophy

Emerv-Dreifuss muscular dvstrophy
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Foundation URI : http.//id.who.int/icd/entity,/5 16501338

Emery-Dreifuss muscular dystrophy, X-linked

Parent(s)

® Emery-Dreifuss muscular dystrophy

Description

X-linked Emery-Dreifuss muscular dystrophy-1 is a degenerative myopathy characterised by weakness and atrophy of muscle without invel
the elbows dating from early childhood, mild pectus excavatum, signs of cardiac involvement and absence of muscle pseudohypertrophy, 1
mutation in the gene encoding emerin on chremosome Xg28.

Synonyms
* Muscular dystrophy, tardive, Dreifuss-Emery type, with contractures
¢ EMD1 - [Emery-Dreifuss muscular dystrophy 1]

Exclusions

s Myasthenia gravis or certain specified neuromuscular junction disorders =
s Secondary myopathies =

X-vazana Emeryho-Dreifussova
svalova dystrofie
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¥ Certain infectious or parasitic diseases
Dihydropyrimidinase deficiency

Meoplasms

b

F  Diseases of the blood or blood-forming organs
» Parent(s)
-

Diseases of the immune system
¢ Disorders of pyrimidine metabolism

Endocrine, nutritional or metabolic diseases
P Endocrine diseases

¥ Nutritional disorders

* Metabolic disorders

Description
This refers to deficiency in the enzyme that belongs to the family of hydrolases, those acting on carbon-nitrogen bonds other than f

¥ Inborn errors of metabolism
¥ Inbern errors of amineo acid or other organic
acid metabolism
Inborn errors of carbohydrate metabolism
Inborn errors of lipid metabolism
Inborn errors of energy metabolism
Inborn errors of glycosylation or other
specified protein modification
¥ Inborn errors of purine, pyrimidine or
nuclectide metabolism P : H HP HPES
¥ Disorders of purine metabolism DefICIt dlhyd ropyrlmldlnazy
* Disorders of pyrimidine metabolism
Beta-aminoisobutyrate-pyruvate
transaminase deficiency
Beta-ureidopropionase deficiency
Dihydroorotate dehydrogenase
deficiency

Synonyms
s Dihydropyrimidinuria
¢ Dihydrouracil amidohydrolase deficiency
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Priklady neidentifikovatelné v MKN-10

ICD-11 (Foundation)
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» Disorders of lysine or hydroxyh mw 2 . Foundation URI : http://id.wha.int/ied fentity/203 1643850
metabolism
b Disorders of the gamma-glutamyl cycle . . .
, 9 gaEmyey 4-hydroxybutyric aciduria
b Dizorders of serine metabolism
b Disorders of glycine metabolism Parent(s)
b Disorders of proline or hydroxyproline

taboli e Cerebral arganic aciduria
metabolism ) ) o )
* Disorders of gamma aminebutyric acid metabolism

Disorders of ornithine metabolism

v w

Disorders of urea cycle metabolism . .

_ o Description
¥ Disorders of methionine cycle or sulphur o ) ) o ) ) ] ] ] ] ]
The 4-hydroxybutyricaciduria deficiency is a metabolic disorder with a neurclogical presentation ranging from mild to severs, It is a rare dise

psychomotor retardation, delayed speech development, hypotonia and ataxia. Transmission is autosomal recessive and mutations in the S52
chromosome 6p22, have been reported. The key biochemical feature is an accumulation of gamma-hydroxybutyrate in urine, plasma and ce

amino acid metabolism
b Disorders of beta or omega amino acid
metabolism

b Disorders of branched-chain amino acid Synonyms
metabolism
o * Succinic semialdehyde dehydrogenase deficiency
¥ Organic aciduria
¢ ) o * Gamma-hydroxybutyric acidaemia
b Classical organic aciduria

¥ Cersbral organic aciduria
Glutaric aciduria type 1

b 2-hydroxyglutaric aciduria

b Aminoscylase deficiency Deficit sukcinatsemialdehyddehydrogenazy

Malonic aciduria

Ethylmalonic encephalopathy
A-hydroxybutyric aciduria
b Disorders of peptide metabolism

Evropska unie ino a [\I\I NARODNi CENTRUM

z
Evropsky socialni fond PRO MEDICINSKE NOMENKLATURY
Operaéni program Zaméstnanost30 | MNK A KLASIFIKACE UZIS

UNIVERZITA 8
KARLOVA

lis



2020 2. prosince 2020

K I a s i fi Ko n Klasifikace RD pomoci 11. revize Mezinarodni

klasifikace nemoci

Zaver
e ICD-11

— expresivneéjsi, komplexnéjsi

— ucelenéjsi linearizace statistik mortality a morbidity
(MMS)

— vzacnym onemocnhénim kod linearizace neni vzdy
prirazen

— VYVOj prinese vazby na robustneéjsi ontologie a posili
aplikaci linearizace MMS v klinickém popisu

— predpoklad vytvoreni prevodové tabulky
ORPHAcodes—MKN-11
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Deékuji za pozornost.
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