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A case for cystic fibrosis carrier 
testing in the general 
population
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TO THE EDITOR: As a family history of
cystic fibrosis (CF) is uncommon among
children diagnosed by newborn screening,
offering carrier testing in the general popula-
tion is warranted

Cystic fibrosis is the most common severe
autosomal recessive genetic condition in chil-
dren. The carrier frequency in populations of
Northern European ancestry is one in 25 and
the incidence of CF in Victoria, Australia is 1 in
2874.1 There is no cure for CF, but advances in
management have improved life expectancy. A
question about a family history of CF is often
asked as part of preconception or prenatal care
in populations in which CF is more prevalent.
However, anecdotally, most parents of a baby
with CF do not report a family history and the
diagnosis is unexpected. Carrier testing would
provide information that may be used by
couples to make reproductive decisions, such
as prenatal and preimplantation genetic diag-
nosis of a fetus or embryo, respectively. Aus-
tralia, the United Kingdom, other European
countries, and all states in the United States
now offer newborn screening for CF. Apart
from records of affected older siblings,1 there
are no clinical data for the existence of a family
history of CF among children diagnosed with
CF through newborn screening.

We audited the family pedigrees, collected
soon after diagnosis, of all children born in
Victoria in 2000–2004 who were diagnosed



MJA • Volume 194 Number 4 • 21 February 2011 209

LETTERS

with CF through newborn screening. From
the extended pedigrees of 82 children, we
identified five families with a family history of
CF. In two pedigrees, the children were first
cousins; in another two pedigrees, the chil-
dren were first cousins once removed; and in
one pedigree, the children were second cous-
ins. There were no families in which older
siblings had been previously diagnosed with
CF, but in two families the diagnosis triggered
further examination of older siblings who
were subsequently diagnosed.

These empirical findings that most babies
with CF (77/82; 94%) are born to families
with no family history of CF support clinical
observations. Although inquiry about a fam-
ily history of CF is necessary as part of
prenatal or preconception care, this is not
sufficient. Even when a family history is
known, most relatives do not undertake car-
rier testing. For example, in an audit of
cascade carrier testing after a diagnosis of CF
through newborn screening, only 11.8% of
eligible (non-parent) relatives were tested.2

Not surprisingly, a family history-based
approach to offering carrier testing will not
provide the vast majority of couples with the
opportunity to learn their carrier status and
make informed reproductive decisions.
Therefore, in addition to newborn screening
to diagnose affected babies, CF carrier screen-
ing in the general population (of individuals
with a risk of one in 25)3 is needed.
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