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CYSTIC FIBROSIS: FREOUENCY OF 6F508 ANO G542X MUTATIONS IN CORDOBA, 
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Summary Uslng Polymeraso Chaln Reaction (PCR) baMd loc:hniques we analyzed lhe 
lrequency and genotyplc dis1ribullon ot two mutat.lons (~508 and G542X) thal 

produce Cysllc Fíbrosls. Tho aludy was carried oul In 19 non·refated patlenls (38 chro· 

mosomes) bom In lhe Provlnce ol Córdoba. The dlstrlbutlon of gonotypes showed the 

presenco of 8 homozygole patlenls 6F508fbF508, 2 Individual& wilh non·determlnod 

mlllations (XIX) and 9 compound hoterozygotes (bF508fX). The mutallon G542X was nol 

lound. Tho mutation bF508 was dotected in 25 chromoaornos resulting in an incldence ol 
66%. 
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Cystic Fíbrosls (CF) is the most common te· 

lhftl autosomal rocossive ~~soasa in whllos. Tho 
disease ls producod by an alteratlon ot a chtoride 

Ion channel In the aplcal membrono In oells ot 
exocrtno glands lhat produces a decroase In chJo. 

rtdo permeabilily and lncraaso In sodlum absorp­

tion'· ' . This dyslunction leacls lo lmpairad ftuid se­
cretlon and 111e productlon ol an abnormally lhlck 

exocrtne socrelion lhal resulls in pancreatic lnsuf­
flcloncy end susceptíbltity lo chronlc obslruclive 

pulmonary lnfections'. 
SI neo 1959 lhe diagnosis of the dlseaso ls 

confirmad by lho quantllalive dolormlnatlon of 

chlorlde andlor sodium concenlratlon In sweat•. 

Allhough most palients show elevated 1wea1 clec­
trolyta conoentratlons (>60 mmoi/L), exceplionally, 

some patients (-1%) show lntermedlale ooncen­
tratlon values (45-59 mmolll) betwoon those 

1ounc1 In normal and atrecled lndviduals lhal make 

a conclusfve diagnosis diflicutr> •. AnothOr pitfalt 
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of tho methodology ls lhe faílure lo dotcct corn· 

ers of lhe dlsease who do not have an incrooood 
chlorl<fe concontrallon allhough lhey havo only 
ono funcllonal allelo. 

TilO clonlng and l<fontificallon ol the gono ••· 
sponsible for CF" '. lhe •Cystic Fibrosis Trons­
mombrane Conductance Regulator• (CFTR) 

geno. allowod the finding of mutallons lhot pro­
duce CF and the lmplemenlation of techniquco to 

delecl lhem. Thí$ new melhoclology can bo used 

as an ellornelive for patleniS not detectad by 1110 

bóochomlcel test and tor lhe klonlHicallon ol car­

riers ol tho discnse. 
In patlonll wilh CF, more lhan 400 dlflorent 

mutalions have been doscribed in tho CFTR 

geno'. Howover, only a few mutalions 1118 tound 
in hlgh propo<tlon, spedally lhe mutallon óF508, 

a dolelion of a phonylalallino in l/1e posíhon 508 

of lhe protein, whlch represents approximatoly 
70% ol lhe worfdwlde CF mutations•. 

Tho lncl<fence of dlllerent mutations varios 
according 10 lho ethnic group analyzed: for oxam· 

pie lhe mutatlon bF508 varíes from 30% In Tur­
kcy to 80% In Denmar11•. This varfation makes lhe 

dolermlnatlon of lhe lrequoncy of each mutntlon 
in a given .-glon very ímportant. before using this 
methodology as an allemalive diagnostlc test. 






