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Prof Michele Ramsay Symptoms 
unrecognised 

CYSTIC F IBROSIS 

SA's unsung killer 
Cystic fibrosis, traditionally regarded 
as a "white" disease in SA, is proving to 
be no respecter of colour. Instead of 
the few dozen patients formerly believed 
to suffer from the inherited chronic 
disease, doctors now believe numbers 
could run into thousands — most of 
them undiagnosed. 

Indeed, some researchers believe thou­
sands of black South Africans may have 
died from cystic fibrosis complications 
without the symptoms being recognised. 

"Children who died after being di­
agnosed with malnutrition, lung infec­
tions or diarrhoea may well have been 
displaying the symptoms of cystic fi­
brosis," says Professor Michele Ramsay, 
head of the molecular genetics laboratory 
in the department of human genetics at 
the SA national health laboratory service. 

Cystic fibrosis is caused by a defective 
gene that causes the body to produce a 
thick, sticky mucus that clogs the lungs 
and pancreas. Common results are life-
threatening lung infections and an in­
ability to break down and absorb food. 

Typically, patients suffer from persistent 
coughing, shortness of breath, poor 
growth and weight gain despite a healthy 
appetite, and difficulty in performing 
bowel movements. 

Life expectancy among cystic fibrosis 
sufferers has improved in recent years 
but it is still a terminal illness. In the 
1950s, most children diagnosed with the 
disease died before they reached pri­
mary-school age. As recently as the 
1980s, they were lucky to reach their late 
teens. Today, thanks to improved re­
search and treatment, many cystic fi­
brosis patients can expect to live into 
their 30s and 40s. 

However, doctors say there is still no 
cure for cystic fibrosis. International gene 
therapy research has raised hopes that a 
cure will be found but Ramsay says 
success is still some way oft". A number of 
drugs have enjoyed some success but 
they are generally suitable only for pa­
tients with specific mutations of the dis­
ease. Some specialists say the best hope 
for long-term survival is a double-lung 

transplant. The procedure has enjoyed 
some success in SA but is very expensive. 

Cystic fibrosis is passed on to sufferers 
from parents, both of whom must cany 
the defective gene. Carriers are generally 
unaware of their status. According to 
specialist cystic fibrosis doctors Professor 
Mervyn Mer and Cathy Baird, about 
4% of white South Africans are carriers, 
2% of coloureds and 1% of blacks. 
Only when two carriers procreate is full­
blown cystic fibrosis passed on. There is 
a one in four chance of their children 
being infected. 

In an article in the SA Respiratory 
Journal, Mer and Baird write that the 
presence of cystic fibrosis is far greater 
than generally recognised. "It translates 
into an incidence of cystic fibrosis in 
every 2 800 white children, one in every 
10 000 coloured babies and at least one 
in every .32 000 black babies born in 
SA." Another study, however, suggests 
one in 4 624 black babies could suffer 
from cystic fibrosis. 

Even when infected, sufferers do not 
automatically display standard symp­
toms. In some patients, the disease be­
comes evident soon after birth; with 
others it takes some years. Unnoticed, 
complications may include diabetes, 
chronic sinusitis, osteoporosis, abnormal 
liver function and even male infertility, 
says Mer. 

The problem in SA is that cystic fi­
brosis is a little-known disease. In coun­
tries like the UK, Australia and the US, 
awareness and corporate sponsorship are 
huge, raising millions of dollars for re­
search every year. For some multina­
tionals, cystic fibrosis is their flagship 
charity. International performers like Ce­
line Dion lend their name to awareness 
of the disease. Fraser, the two-year-old 
son of British prime minister Gordon 
Brown, suffers from cystic fibrosis. 

In SA, by contrast, "we are severely 
challenged in critical mass regarding ex­
pertise and finances", says Ramsay. 
"There are so many things to study here 
in SA that it's difficult to pursue every 
research direction." 

One reason is undoubtedly that it is 
seen as a white disease. "That idea has 
been debunked by scientists but the 
impression persists among many in the 
public," says Ramsay. "It's a disease 
that occurs in every shade of our 
rainbow nation." 
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