
 

WHAT TREATMENT IS 
AVAILABLE FOR 
FANCONI ANAEMIA? 
At present, we can only treat the 
problems associated with the bone 
marrow in FA. This requires a bone 
marrow transplant, a procedure that 
requires destruction of the patient’s own 
bone marrow which is then replaced with 
the bone marrow of an unaffected donor. 
If successful, the bone marrow 
transplant will prevent the patient from 
developing FA-associated blood or bone 
marrow issues.  

 

However, FA patients that receive bone 
marrow transplants still have an 
increased chance of developing other 
non-blood cancers and will require life-
long regular check-ups to detect any 
cancer as early as possible. 

 

 

 

 

FACT CHECK: FA can also be 
diagnosed during pregnancy either by 
chorionic villus sampling at 12 weeks 
gestation or amniocentesis at 15 weeks 
gestation. 

WHERE CAN I FIND 
MORE 
INFORMATION? 
There are support groups available 
online which provide lots of useful 
information on their websites. Fanconi 
Hope is a UK-based FA charity: 
www.fanconihope.org. The Fanconi 
Anemia Research Fund (in the USA) 
also has lots of useful information: 
www.fanconi.org. 
 
It is often useful to have a place where 
you can note down on any questions you 
may have, your Haemotologist, Clinical 
Geneticist or Genetic Counsellor would 
be more than happy to answer any of 
your questions at your next appointment. 
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FANCONI 
ANAEMIA 
PATIENT INFORMATION 



 

WHAT IS FANCONI 
ANAEMIA? 
Fanconi Anaemia (FA) is an inherited 
condition that can lead to failure of the 
blood producing factory of the body, the 
bone marrow, leading to loss of blood 
cell production. In addition, people that 
suffer from FA can also develop certain 
cancers of the blood (leukaemia), mouth 
(oropharyngeal) and anus and genitals 
(anogenital) and will often have defects 
in the development of their hands and 
arms. 
 
FA is almost always inherited in an 
‘autosomal recessive’ manner. This 
situation can occur when parents are 
both carriers for a gene alteration 
(mutation) that causes FA. We have two 
copies of every gene, one inherited from 
our mother and one inherited from our 
father.  A carrier is someone who has 
one normal copy of a gene and one copy 
with a mutation in a specific gene.  
Carriers are completely healthy, but if 
they have children with another carrier, 
with a mutation in the same gene, then 
there is a 1 in 4 chance that the baby 
can inherit both copies of the mutated 
gene and be affected with FA.  If this 
was the situation in your case then there 
would be a maximum of a 1 in 4 chance 
of having another affected pregnancy.   
 
The only exception is the very rare 
FANCB type of FA which is inherited in 

an “X-linked” manner and only affects 
boys. 

 

FACT: Most patients are diagnosed 
before 7 years of age but 1 in 10 are 
diagnosed as adults. 

 
HOW DO WE 
DIAGNOSE FANCONI 
ANAEMIA? 
There are two tests available for 
diagnosing Fanconi anaemia: ‘gene 
sequencing’ and ‘chromosome breakage 
analysis’. One or other test may be used 
and these days often both tests are used 
together. An overview of both tests is 
given opposite. 

Gene sequencing 
FA is caused by faulty genes. At present 
we know of 22 different genes that, when 
altered, have been shown to cause 
Fanconi Anaemia. The vast majority of 
FA is due to alterations in 3 of the 22 
genes, the FANCA, FANCC and FANCG 
types. Using DNA sequencing, we can 
see whether any of these 22 genes have 
error in their code. Depending on which 
gene is altered, a patient is at increased 
risk of developing certain cancers. For 
example, alterations in a gene known as 
FA-D1 leads to a very rare type FA 
where children are also at higher risk of 

developing certain brain and kidney 
cancers. It can, therefore, be useful to 
find which gene is altered so that the 
screening programme can be tailored to 
that individual patient. 
 
We will occasionally find an alteration in 
one of these 22 genes but, based on the 
latest information, are unable to say 
whether the alteration is serious enough 
to cause FA. In this case, we would rely 
on the test called ‘chromosome 
breakage analysis’ to confirm a 
diagnosis of FA. 

Chromosome breakage analysis 
The only definitive test for FA at present 
is ‘chromosome breakage analysis’. 
Chromosomes are the packages that 
carry the genes and are found in almost 
every cell of our body. For the test, white 
blood cells from are treated in the lab 
with a chemical known as a ‘crosslinker’. 
In normal blood cells, the effect of the 
crosslinker can be reversed and the 
chromosomes look normal under a 
microscope. However, if a patient has 
FA, the blood cells are unable to reverse 
the effect of the crosslinker and instead 
the chromosomes break into lots of 
pieces. We can then see these broken 
chromosomes under a microscope and 
make a definitive diagnosis of FA. 

 

FACT: In Europe and the USA, around 1  
in 360,000 babies born will be affected by 
FA and around 1 in 300 people carry a 
single copy of a faulty FA gene.  


