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* Vzacna onemocnéni (rare diseases, RD) jsou definovana svou
prevalenci (v Evropé: méné nez 5 pripadd na 10 000 osob).

« MKN-10 jako Siroce pouzivana klasifikace pouzivana pro sbéry dat
ve zdravotnictvi neni pfi pojmenovani (vymezeni) jednotlivych
vzacnych onemocnéni dostatecné podrobna.

e Jeden kod MKN-10 zahrnuje Casto vice vzacnych onemocnéni.
Priklad:

E70.8 - Jiné poruchy metabolismu aromatickych aminokyselin
= 11 rGznych onemocnéni:

Blue diaper syndrome, Carnosinemia, Encephalopathy due to
hydroxykynureninuria, Formiminoglutamic aciduria,
Histidinemia, ...
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* Pro vzacna onemocneéni existuje klasifikace Orphanet.

[orphg:qet

ith !nserm

* Puvodné francouzsky narodni projekt, nyni mezinarodni
konsorcium, podporené evropskym projektem RD-action.

* Provozuje rozsahly informacni portal o vzacnych
onemocneénich a ,orphan drugs”.

e Obsahuje cca 7000 jednotek (nazvu) vzacnych onemocnéni.
Ke kazdému onemocnéni navic poskytuje seznam synonym
nebo zkratek a u vétsSiny jednotek je k dispozici
encyklopedicky popis Ci odkazy na literaturu.
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Orphanet se podilel na tvorbé MKN-11 designovanou pracovni skupinou.
Klasifikace Orphanet je v MKN-11 plné integrovana, ackoli...

MKN-11 (anglickd zkratka ICD-11) je nyni oficialné prezentovdna ve dvou podobach:

- MMS (ICD-11 for Mortality and Morbidity Statistics) = jednotlivym entitam jsou
prirazeny kody, ale v mnoha pripadech je nékolik vzacnych onemocnéni
agregovano pod jeden vyznamovy kéd; je vhodné pro statistické vystupy

- také v podrobnéjsi formé v podobé ICD-11 Foundation (kompletni slovnik
onemocnéni a variant), kde je detail shodny s Orphanetem; je vhodné pro
podrobnou identifikaci pripad(

Kazdé polozce (entité) ICD-11 Foundation je pfirazen ID kéd. Pokud tedy vzacné

onemocnéni neni samostatné kédovano pfimo v MMS (kde ma MKN vyznamovy kod i

ID), Ize mu priradit ID kod z Foundation a MKN kdd z nadrazené polozky. Vzacné

onemocnéni je mozné identifikovat, zalezi pouze na implementaci MKN-11 v

jednotlivych statech!
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ICD-11 for Mortality and Morbidity Statistics (019 ICD-11 (Foundation)
By Py p— Seoen @ isenzosemn) | Foundation | Linearstions”

+ ICD-11 - Mortality and Morbidity Statistics 2| B Foundation Id : http://id.who.int/icd/eniff/2084504393 ) ™ 1CD-T1 = & Foundarien Id fis
»

£/id. who.int/icdrsent

01 Certain infectious or parasitic diseases > Certain infectious or parasitic diseases a ical oh 1k .
. . ]
b 02 Neoplasms 5C50.00 Classical phenylketonuria Neoplasms ) assical phenylketonuria
. . b Diseases of the bload or blood-forming organs
¥ 03 Diseases of the blood or blood-forming organs . i P
¥ 04 Diseases of the immune system Parent * Diseases of the immune system arent(s)
w 05 Endocrine, nutritional or metabolic diseases 5C50.0 Phenylketonuria v Endocrine, nutritional or metabolic diseases o Phenylketonuria
" & - - Genetic disorders of amino acid metabol
¥ Endocrine diseases *
¥ Endocrine diseases
» Nutritional disord ¥ Nutritional disorders L
untienat disoraers .. ¥ Metzabolic disorders Description
¥ Metabolic disorders Description v Inborn arrars of metabalism Classical phenylketonuria is a severe form of ph

¥ Inborn errors of metabolism Classical phenylketonuria is a severe form of phe

* 5C50 Inborn errors of amino acid or other deficit and neuropsychiatric complications.
organic acid metabolism

* Inborn errors of amine acid or other organic
acid metabolism

v Disorders of phenylalanine metabolism * phenylpyru_wc ol|gophren|.a
¥ 5C50.0 Phenylketonuria » oligophrenia phenylpyruvica

mb ical phenylk i ’ Phenylkﬁ:tcnuna . » imbecilitus phenylpyruvica
assical phenylketonuria ¥ Classical phenylketonuria « Typical phenylketonuria

Classical phenylketonuria, « phenylpyruvic aciduria
phenylalanine hydroxylase partial = PAH - [phenylalanine hydroxylase] deficie
deficiency = hyperphenylalaninaemia Type |
Classical phenylketonuria, = Typical PKU - [phenylketonuria]
phenylalanine hydroxylase total * Folling disease
deficiency
b 5C50.2 Disorders of histidine metabolism Manclassical phenylketonuria Body System
5C50.3 Disorders of tryptophan metabolism Mild hyperphenylalaninzemia : ;k;:a?jltiir; Fl:;;gumenmw System)
e . e <o .o Pherviketnnuria BR4 deficienow o

Synonyms

5C50.01 Nenclassical phenylketonuria
5C50.02 Embryofetopathy due to maternal
phenylketonuria
5C50.0Y Other specified phenylketonuria
5C50.0Z Phenylketonuria, unspecified

» 5C50.1 Disorders of tyrosine metabolism
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Careyuv-Finemanuv-Ziteruv syndrom

ICD-10 (vibec CFZ syndrom nezmifuje)

Q87.0 Congenital malformation syndromes predominantly affecting |CD_1 1
facial appearance

Acrocephalopolysyndactyly

Acrocephalosyndactyly [Apert] Foundation I : http//id.whant/icd/entity/ 1784462635 @ | (il Q
Cryptophthalmos syndrome

Cyclopia . .

Syndrome: Carey-Fineman-Ziter syndrome =

* Goldenhar

* Moebius Parent(s)

i oro-.faclal-dlgtal * Syndromes with multiple structural anomalies, not of

. Rj.:'bl.n environmental origin

Whistling face

s Syndromic conditions with disorders of intellectual
development as a relevant clinical feature

Orphanet (obsahuje i odkaz na Q87.0)

Description =
Carey-Fineman-Ziter syndrome

Carey-Fineman-Ziter syndrome is a rare condition characterized
by the association of hypotonia, Moebius sequence (bilateral
congenital facial palsy with impairment of ocular abduction),
Pierre-Robin sequence {micrognathia, glossoptosis, and high-
arched or cleft palate), unusual face, and growth delay.

/ Suggest an update

Disease definition

Carey-Fineman-Ziter (CFZ) syndrome is a rare condition characterized by the association
of hypotonia, Moebius sequence (bilateral congenital facial palsy with impairment of

ocular abduction), Pierre-Robin sequence (micrognathia, glossoptosis, and high-arched or
cleft palate), unusual face, and growth delay.
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Poruchy metabolismu cyklu mocoviny

E72.2 Disorders of urea cycle metabolism * Disorders of urea cycle metabolism
Argininaemia Argininosuccinic aciduria
Argininosuecinic aciduria Carbamoylphasphate synthetase
Citrullinaemia deficiency
Hyperammonaemia Argininasmia

Exel.: disorders of ornithine metabolism (E72.4) N C“;‘_!'”T"“'a o
* Citrullinaemia type

Acute neonatal citrullinaemia type

1

Adult-onset citrullinazmia type 1
* Citrin deficiency

Citrullinaernia type 2

ICD-11 - MMS

* 5C50.4 Disorders of urea cycle metabolism

M-acetylglutamate synthasa

deficiency

Meonatal intrahepatic cholestasis

caused by citrin deficiency
Ornithine carbamaoyltransferase
deficiency
Hyperamrmonaemia due to M-
acetylglutamate synthetase deficiency
Transient hyperammeonaermia of the
newbom

5C50.40 Argininosuccinic aciduria
5C50.A41 Carbameylphosphate
synthetase deficiency

5C50.A2 Argininaemia

5C50.43 Citrullinaemia

5C50.AY Other specified disorders of
urea cycle metabalism

) Hyperornithinaemia-
5C50.A7 Disorders of urea cycle

hyperammaonasmia-hemecitrullinuria

metabolism, unspecified S .
Hyperinsulinism-hyperammenaemia

syndrome
vropska uni Other dizsorders of the urea cycle
e DRG U7ZIs N > 7
Operacni program Zaméstnanost RESTART Unspecified hyperammaonasmia
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Cysticka fibroza

* Nyni E84, tj. mezi metabolickymi nemocemi (kapitola V).

V MKN-11 bude CA25, tj. mezi nemocemi dychaci soustavy (kap. XIlI).
IEZM cCystic fibrosis

Inel.: mucoviscidosis

* Nyni ¢lenéni dle projevu:

E84.0 Cystic fibrosis with pulmonary manifestations

E84.1 Cystic fibrosis with intestinal manifestations
Distal intestinal obstruction syndromev
Meconium ileus in cystic fibrosist (P75%)

Excl.: meconium obstruction (ileus) in cases where cystic fibrosis is
known not to be present (P76.0)

E84.8 Cystic fibrosis with other manifestations _ )

L i . w Diseases of the respiratory system

E84.9 Cystic fibrosis, unspecified . o o )
b Symptoms, signs or clinical findings of the respiratory

system

Meoplasms of the respiratory system

Developmental respiratory diseases

Upper respiratory tract disorders

* V MKN-11 ¢lenéno nejprve na klasickou, atypickou [ werrespiatony ract dlsssses
a subklinickou CF a teprve poté dle projevu:

4 = w w

¥ Emphysema
¥ Chronic obstructive pulmonary disease
b Asthma

Bronchiectasis
¥ Cystic fibrosis

b Classical cystic fibrosis

b Atypical cystic fibrosis

Subclinical cystic fibrosis

Evropska unie Ve . . . R
- Evropsky socialni fond DRG UzlS ¥ Pulmonary manifestations of unspecified cystic
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Amyloiddza

V MKN-10 pod E85, v MKN-11 pod 5DO00.

Ve Foundation:

* detailngj

v

Si Clenéni

* dodatecné informace

¢ SéZznam synonym
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signed In 35 D d3lborsiovaki@uzis.cz | Manage Account | Log
L . -
svanced Search | Foundation = Linearizations = Contributions = Info
Foundation Id : http/J/id who.int/icd/entity,/ 2078467774

Amyloidosis =

Parent(s)
* (Other metabolic disorders

Description =

Amyloidosis is a vast group of diseases defined by the presence of insoluble protein deposits in tissues. Its diagnosis is based on histological findings. Amyloidoses are
classified according to clinical signs and biochemical type of amyloid protein involved. Most amyloidoses are multisystemic, 'generalized” or 'diffuse’. There are a few
forms of localized amylasis. The most frequent forms are AL amylaidosis (immuncglobulins), AA (inflammatery), and ATTR, (transthyretin accumulation).

Additional Information =

Amyloidosis is a vast group of diseases defined by the presence of insoluble protein deposits in tissues. Its diagnosis is based on histological findings. Amyloidoses are
classified according to clinical signs and biochemical type of amyloid protein involved. Most amyloidoses are multisystemic, "generalize” or "diffuse”. Mainly affected are
the kidneys, heart, Gl tract, liver, skin, peripheral nerves and eyes, but any organ can be affected. Progression is usually severe, as affected organs are destroyed. There
are a few forms of localized amylosis, The most frequent forms are AL amyloidosis (immuncglobuling), AA (inflammatory), and ATTR (transthyretin accumulation).
Treatment is symptomatic when irreversible kidney failure occurs (dialysis or transplant). Chematherapy of AL amyloidosis strives to reduce the levels of monoclonal
immunaglobulin, Patients with AA amyloidosis should first and foremost be treated for the underlying inflammation. Finally, for amyloidasis due to depaosits of
transthyretin, which is produced in the liver, liver transplant has been suggested to stop the production of the causative protein. The use of new anti-inflammatory
therapies (anti-TNF, anti-IL1) requires some more studies, Prenatal diagnosis is available for severe forms, especially Portuguese amyloid neuropathies.

Synonyms

* amyloid =

* amyloid disease =
amyloid degeneration ™
s amyloidosis NOS ™
* amyloid deposition ™
* amyloid infiltration =
* idiopathic amyloidosis ™
* hyaloid degeneration ™

Uzis 9
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Amyloiddza

e V MKN-10 pod E85, v MKN-11 pod 5DO00.

V MMS:

* moznost postkoordinace, tj.
|ze napfiklad dodate¢nym
kodem specifikovat
anatomickou lokalizaci
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5D00 Amyloidosis

Parent

Other metabolic disorders

Description

Amyloidosis is 3 vast group of diseases defined by the presence of insoluble protein deposits in tiss
classified according to clinical signs and biochemical type of amyloid protein involved. Most amyloi
of localized amylosis. The most frequent forms are AL amyloidosis (immunoglobulins), AA (inflamm

Exclusions

¢ Dementia due to Alzheimer disease (6D20)

Coded Elsewhere

* Monoclonal immunoglobulin deposition disease (2A83.5)

Postcoordination §

Add detail to Amyloidosis

Specific anatoemy (use additional code, if desired)

Search (7 Ba)

Uzis 10
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Vzacna onemocneéni v XVII. kapitole MKN-10

e VeétSina vzacnych onemocnéni nyni spada do kapitoly XVII Vrozené
vady, deformace a chromozomdlIni abnormality (Q00-Q99), obvykle
pod polozku Jiné vrozené vady... (.8 na ¢tvrtém misté). Takova
polozka nyni neumoznuje rozlisit jednotliva onemocnéni, kdezto v
MKN-11 bude tato polozka dale clenéna

= 20. kapitola MKN-11 (Developmental anomalies) je o dost bohatsi.

e Napt. polozka LD90 Conditions with disorders of intellectual
development as a relevant clinical feature v sobé zahrnuje 160
urcenych vzacnych onemocneéni, které Ize kddovat pomoci jejich
vlastniho ID kodu.
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Spojena (srostla) dvojcata

Q89.3 Situs inversus
Dextrocardia with situs inversus e
Mirror-image atrial arangement with situs inversus P Syndromes with multiple structural @ ==y =0
Situs inversus or ransversus: without predominant body system involvement
* abdominalis * Conjoined twins
* thoracis ¥ Thoracopagus
Trmpogilion of viscera: * Sternopagus
. abdmn_m,al Xiphopagus
* thoracic
Omphalopagus
Exel.: dextrocardia NOS (Q24.0) | Pygopagus
lagvocardia (Q24.1) Ischiopagus
Q89.4 Conjoined twins Rachipagus
Craniopagus Craniopagus
Dicephaly —— Cephalopagus
- 0@ ] _
Double mnn_o.[y [ Dicephalus
Pygopagus Diovaus
Thoracopagus Fyg
- = : Parapagus
Q89.7 Multiple co¥igenital malformations, not elsewhere clas

Evropska unie
Evropsky socialni fond
Operacni program Zaméstnanost

Monster NOS
Multiple congenital?
» anomalies NOS

* deformities NOS

¥ Cephalothoracopagus
* Thoracopagus
Cephalopagus

* Thoracoomphalopagus
¥ Thoracopagus

Omphalo

b Syndromic genetic deafness
¥ Chromosomal anomalies, excluding gene mutations

Foundation M : ketp,/id. who.dntTodentity, 1550765484 '

Conjoined twins =

Parent(s)
* Multiple developmental anomalies or syndromes

= 5-04 Other and unspecified congenital malformatigg
ICD-10: 0894 [?
Description =

A condition characterized as twins that are physically united at some part or parts
of their bodies at the time of birth.

Synonyms
* siamese twin =
» twin fusion ™

MNarrower Terms

» parasitic twin =

Etiology Type
» Congenital (qualifier valus) =

. N\ el . AT
K vyrazu Thoracophagus lIze v klasifikaénim stromé dojit z nékolika rlznych stran,
nicméné 1D kdéd zlstava vidy stejny.
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Zaver

* Co se detailu tyce, MKN-11 nabizi mnohem vétsi moznosti
nez MKN-10.

* Pro sledovani vzacnych onemocnéni neni postacujici MMS,
ale je nutné pouzit Foundation.

 V MKN-11 jsou mnohem castéjsi definice (v pripadé
vzacnych onemocnéni prevzaté z Orphanetu).

 Bude nutné dynamické napojeni na Orphanet, ktery se
prubézné meéni -> otazka aktualizaci a vytvoreni a udrzovani
mapovaci tabulky.
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