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CYSTICKA FIBROZA — DIAGNOSTI LECBA

Cysticka fibrdéza - diagnostika a lécba
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Cysticka fibroza (CF) je vrozené metabolické onemocnéni vyvolané mutacemi genu
pro transmembranovy regulator vodivosti (CFTR). Nefunkéni CFTR kanal zplsobuje
dysfunkci 214z s vnéjsi sekreci, jejimz nasledkem je vysoka koncentrace chloridd
v potu a hromadéni vazkého sekretu v dychacim a travicim Ustroji. Pro cystickou
fibrézu je dale typické progredujici postizeni plic a neprospivani pacienta v dd-
sledku exokrinni insuficience pankreatu. Az 98 % dospélych muzi je neplodnych
v dusledku obstrukéni azoospermie. Se zavedenim novorozeneckého screeningu
CF, s dostupnosti inovativni terapie modulatory CFTR (CFTRm) a také diky vysoce
specializované centrové péci se v soucasnosti podafilo vyrazné zlepsit kvalitu Zivota
a zejména prognézu CF nemocnych. Median predikovaného preziti nemocnych s CF
aktualné ¢ini 53 let. Soucasné klesa pocet transplantaci plic a naopak vyrazné roste
pocet téhotenstvi u Zen s CF.
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Cystic fibrosis - diagnosis and treatment

Cystic fibrosis (CF) is an inherited disease caused by a mutation in the transmembrane
conductance regulator (CFTR) gene. A non-functional CFTR channel causes dysfunc-
tion of the exocrine glands resulting in a high concentration of chlorides in sweat and
the accumulation of viscous secretions in the respiratory and digestive tract. Cystic
fibrosis is typically a progressive respiratory disease and an impaired nutritional
status of the patient due to exocrine pancreatic insufficiency. Up to 98 % of adult
men are infertile due to obstructive azoospermia. The newborn screening of CF,
the availability of innovative therapy with CFTR modulators (CFTRm), and the
highly specialized center care lead to both the significantly improved quality of
life and better prognosis of CF patients. The median survival probability for CF
patients is currently 53 years. At the same time, the number of lung transplants is
decreasing. On the other hand, the number of pregnancies among women with
CF is increasing significantly.
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Uvod

Cysticka fibréza (CF) je nejcastéjsi zivot
zkracujici vrozené metabolické onemocnéni
vyvolané mutacemi genu pro aniontovy kanal
(také transmembranovy regulator vodivosti
(CFTR)). Nefunk¢ni CFTR kanal zpUsobuje dys-
funkci ZI4z s vnéjsi sekreci, jejimZ nasledkem je
vysoka koncentrace chloridid v potu a hroma-
déni vazkého sekretu v dychacim a travicim

www.medicinapropraxi.cz

ustroji. Pro cystickou fibrézu je déle typické
progredujici postizeni plic a neprospivani pa-
cienta v dUsledku exokrinni insuficience pan-
kreatu. AZ 98 % dospélych muzu je neplodnych
v dlsledku obstrukéni azoospermie (1).

CF postihuje zejména bélosskou populaci
sincidenci 1:2500-4500 zivé narozenych dé-
ti. V Ceské republice je incidence CF 1:6686,
jedna se tedy o vzacné onemocnéni.
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