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Definice CHARGE asociace

[2ICHARGE association: A constellation of congenital malformations ( birth defects ).
CHARGE asociace: souhvézdi vrozenych vad ( vrozené vady ). The name of the condition is
an acronym of some of the most frequent features: Nazev podminkou je zkratka nékteré z
nejcastéjSich funkci:

e C =C oloboma (cleft) of the eye (80% of cases) and C ranial nerve abnormalities, C =
C oloboma (rozstép) oka (80% ptipadl) a C ranial nervové abnormality,

e H = H eart malformation, H= H zemnici malformace,

¢ A =Choanal A tresia (blockage of the nasal passageways) (58% of cases), =
Choandlni tresia (ucpani nosnich prachodi) (58% ptipadit),

¢ R =R etardation of growth after birth (87% of cases) and R etardation of development
(94% of cases), R = R etardation ristu po narozeni (87% ptipadi) a R etardation
vyvoje (94% ptipadil),

¢ G = G enital hypoplasia (underdevelopment) in males (75% of cases) and urinary tract
malformations, and G = G enital hypoplazie (zaostalost), u muzii (75% ptipadl) a
mocovych cest, vrozené vady, a

e E =E ar malformations and/or deafness (88% of cases). E = E ar malformace a / nebo
hluchotou (88% ptipadi).

In addition, there may be cleft lip or palate; micrognathia (small chin); facial palsy; and
esophageal atresia (a blind-ending to the food tube) or tracheoesophageal fistula (a connection
between the wind pipe and the food tube). Navic, tam smét byt rozstép rtu nebo patra,
mikrogenie (malé brada), licniho nervu, a jicnu atrézie (slepy konec-potraviny trubka) nebo
tracheo pistéli (spojeni mezi vitr potrubi a trubky jidlo). Other problems reported in children
with the CHARGE association include microcephaly (abnormally small head), ptosis
(drooping) of the eyelids, trouble breathing (due to the choanal atresia ), feeding problems in
infancy, omphalocele , anal stenosis (narrowing) or atresia (blockage), and deficiency of
growth hormone . Jiné problémy hlasené u déti s CHARGE asociace patii mikrocefalie
(abnormalné malou hlavu), ptéza (poklesla) ocnich vicek, dychaci potize (kviili choanalni
atrézie ), problémy s krmenim v détstvi, omfalokéla , anélni stendza (zizeni) nebo atrézie (
blokovani), a nedostatek rustového hormonu .

Children with the CHARGE association may die in the newborn period or later in childhood
or, as is often the case, they may survive. Déti s CHARGE asociace mohou zemfit v
novorozeneckém obdobi, nebo pozdéji v détstvi, nebo, jak se asto stdva, mohou prezit.
Causes of death in infancy include a heart defect and respiratory insufficiency . Pti¢iny umrti
v kojeneckém véku patii srde¢ni vadu a respiracni nedostatecnost . Babies prefer to breath
through the nose (which is blocked by choanal atresia). Miminka rad¢ji dech nosem (ktery je
blokovan choanalni atrézie).
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Children with the CHARGE association who survive usually show some degree of mental
deficiency. Déti s CHARGE asociaci, kdo pieZiji, obvykle ukazuji ur€ity stupen mentalni
deficit. The range of the mental handicap is very broad. Rozsah mentalniho postizeni je velmi
Siroky. The mental retardation may be very mild or it may be moderate, severe or even
profound. Mentélni retardaci mtize byt velmi mirné, nebo to mize byt mirné, zavazné nebo
dokonce hluboké. The presence of visual handicaps (from the colobomas and other eye
malformations) or deafness can further compromise cognition and make for more challenges
in education. Pfitomnost zrakovym postizenim (z colobomas a jiné o¢ni vady) nebo hluchota

muze déle ohrozit poznéni a aby pro dalsi vyzvy v oblasti vzdélavani.

Most children with the CHARGE association have no family history of the disorder. VétSina
déti s CHARGE sdruzeni nemaji rodinné anamnéze poruchy. About 8% of cases are familial .
Asi 8% ptipadl je familidrni . The normal parents of a child with the CHARGE association
have a low but not negligible risk of recurrence of the CHARGE association in a future
pregnancy. Normalni rodice ditéte s CHARGE asociace maji nizké, ale nezanedbatelné riziko
opakovani z CHARGE asociace v budouci t¢hotenstvi.

The major birth defects characteristic of the CHARGE association arise between days 35 and
45 days after conception . Hlavni vrozenych vad charakteristika CHARGE asociace vznikne
mezi dni 35 a 45 dni po poceti . However, the cause or causes of the CHARGE association are
purely conjectural -- entirely guesswork -- at this time. Nicmén¢, pfi€¢ina nebo pficiny
CHARGE asociace je ¢isté na domnénkach - zcela dohady - v tomto okamziku.

The association of choanal atresia with other congenital malformations was summarized by
Brian Hall in 1979 and in 1981 Roberta Pagon and colleagues broadly delineated the disorder
and coined the acronym CHARGE association. Sdruzeni choanalni atrézie s dalSimi
vrozenymi vadami byl shrnut Brian Hall v roce 1979 a v roce 1981 Roberta Pagon a kolegové
Siroce vymezené poruchy a razil zkratka CHARGE asociace. It is also sometimes called the
CHARGE syndrome. To je také né¢kdy nazyvano syndrom CHARGE.
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