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Data o chromosomovych aberacich v Ceské republice v obdobi 2011 - 2015.

Data o narozenych - zdroj: UZIS
Data o prenatalné diagnostikovanych pfipadech: SLG

Diagnézy: MKN-10 Q90-Q99 Abnormality chromosomu nezafFazené jinde
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o ;n . Prenatalni diagnostika chromosomovych aberaci v CR, 2015:
Vsechny pfiipa ozitivni prenatalni diagnostik
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= Downulv syndrom

m Edwardslv syndrom
Pataulv syndrom

®m Gonozomalni aberace

= Jiné autozomalni aberace




¢ Prenatalni diagnostika chromosomovych aberaci v CR, 2011-2015:

Vrozené
vady VSechny chromosomové aberace - Podrobné
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Prenatalni diagnostika chromosomovych aberaci v CR, 2011-2015:
vady Strukturni chromosomové aberace - Podrobné
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Other trisomies and partial trisomies of the autosomes, not elsewhere classified
Incl.: unbalanced translocations and insertions

Excl.: trisomies of chromosomes 13, 18, 21 (Q90-091)
Q92.0 Whole chromosome trisomy, meiotic nondisjunction

Q92.1 Whole chromosome trisomy, mosaicism { mitotic nondisjunction)

Q92.2 Major partial trisomy

Whaole arm or more duplicated.

Q92.3 Minor partial trisomy

Less than whole arm duplicated.

Q92.4 Duplications seen only at prometaphase

Q92,5 Duplications with other complex rearrangements
Q92.6 Extra marker chromosomes

Q92.7 Triploidy ﬂi polyploidy

0Q92.8 Other specified trisomies and partial trisomies of autosomes

Q92,9 Trisomy and partial trisomy of autosomes, unspecified

Monosomies and deletions from the autosomes, not elsewhere classified
Q932.0 Whole chromosome monosomy, meiotic nondisjunction

Q93.1 Whole chromosome monosomy, mosaicism {mitotic nondisjunction)

Q93.2  Chromosome replaced with ring or dicentric m Immunodeficiency associated with other major defects

Q93.3 Deletion of short arm of chromosome 4 . . . .
) Excl.: ataxia telangiectasia [Louis-Bar] (G11.3)
Wolff-Hirschorn syndrome

Q93.4 Deletion of short arm of chromosome 5 D82.0 Wiskott-Aldrich syndrome

Cri-du-chat synd : . :
fi-du-ehat syndrome Immunodeficiency with thrombocytopenia and eczema

Q93.5 Other deletions of part of a chromosome

Angelman syndrome D82.1 Di George S'fﬂdl"DII'IE
Q93.6 Deletions seen only at prometaphase Pharyngeal pouch syndrome
Q93.7 _ Deletions with other complex rearrangements Thym c:
Q93.8 Other deletions from the autosomes L] al'fmphc:plaaia

Q932.9 Deletion from autosomes, unspecified » aplasia or hypoplasia with immunodeficiency
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International Statistical Classification of Diseases and Related Health Problems 10th Revision (ICD-10)-WHO Version for ;2016

Chapter XVII
Congenital malformations, deformations and chromosomal abnormalities

(Q00-Q99)

Chromosomal abnormalities, not elsewhere classified

(Q90-Q99)

m Down syndrome

Q90.0 Trisomy 21, meiotic nondisjunction
090.1 Trisomy 21, mosaicism ( mitotic nondisjunction)
090.2 Trisomy 21, translocation

Q90.9 Down syndrome, unspecified
Trisomy 21 NOS

Edwards syndrome and Patau syndrome

091.0 Trisomy 18, meiotic nondisjunction

0Q91.1 Trisomy 18, mosaicism ( mitotic nondisjunction)
Q91.2 Trisomy 18, translocation

Q91.2 Edwards syndrome, unspecified

091.4 Trisomy 13, meiotic nondisjunction

091.5 Trisomy 13, mosaicism ( mitotic nondisjunction)
Q91.6 Trisomy 13, translocation

Qo91.7 Patau syndrome, unspecified
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Downuv syndrom - 47, XY+21 MKN-10: Q900
ORPHA: 870
OMIM: 190685

Downuv syndrom - 46,XY,der(14;21),+21 MKN-10: Q902
ORPHA: 870
OMIM: 190685
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Zavery

Priblizné 2/3 vSech prenatalné diagnostikovanych pfipadu
tvofi trisomie chromosomu 13/18/21. Naprosta vétSina
téchto pfipadu je na zakladé pozitivni prenatalni diagnostiky
na prani tehotnych ukoncena.

Zbyla tfetina pfipadu pfipada na pocetni/strukturni odchylky
gonosomu, polyploidie a zbylé (vétSinou strukturni) odchylky
autosomu. Procento UUT je v téchto skupinach ruzné.

Ve skupine translokaci a inverzi je procento UUT
zanedbatelné, naopak ve skupiné deleci/duplikaci dosahuje
procento UUT cca. 75 %.

Skupina deleci/duplikaci je s rozvojem novych metod (array)
velmi heterogenni, jeji blizSi rozdéleni neni z (dosud
dostupnych dat), bohuZzel, mozné.
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Zaverem by autori radi podekovali vsem

osobam, které se podilely, podileji nebo

budou v budoucnosti podilet na procesu

reqgistrace vrozenych vyvojovych vad na
tizemi Ceské republiky.

Bez jejich peclivé a trpelive prace by
vybudovani registru na svetové urovni
nebylo nikdy moznée.
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