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Sleeping well is fundamental 
to our physical and 

psychological well-being. 
What is rare is fatal 
familial insomnia

(or FFI).

As its name suggests, it 
is a fatal disease with a 
known genetic cause

FFI is a rare prion disease that leads to 
a significant loss of physical and mental 

function, with a major impact on the quality of 
patients’ lives and their families.

The disease is caused by a mutation in the 
PRNP gene that encodes the scrapie prion 

protein “PrPSC”, an abnormal protein, 
instead of the prion protein “PrPC”.

The mutation that causes FFI leads to 
the formation of an abnormal form of 
the prion, which first accumulates in a 
region of the brain called thalamus, 

affecting its functioning.

Over time, the abnormal prion 
accumulation spreads to 
other areas of the brain.

Symptoms typically appear 
in adulthood and result 

in a progressive and 
irreversible loss of motor 
and intellectual abilities.

However, there are times 
when we can’t sleep, and 
that is called insomnia.

Insomnia is relatively
common, with 1 in 10 people 
suffering from chronic and 

severe insomnia.

Its dysregulation 
causes insomnias in 
patients with FFI

The thalamus,among other 
functions, is involved in 

sleep regulation.
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FFI is a neurodegenerative 
disease that affects around 50 

families worldwide.

This mutation is transmitted dominantly, 
which means that if one of the parents has 
the mutation, there is a 50% chance that 

the child will also have it.
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The age at which symptoms begin to appear 
is unpredictable (from 18 to 65 years 

old), but the average life expectancy is 
short when they do manifest.

Research into fatal 
familial insomnia is 

ongoing around the world.

Discovering 
biomarkers 
to anticipate 
diagnosis.

Will 
there be 
a cure?

Genetic tests
are available to 

determine whether 
someone will have 
the disease or not. 

However,
There is still
no cure or 
effective
therapy.

Palliative care is 
utilized as a measure 

to maintain the quality 
of life as much as 

possible.

At CNC-UC,
our research 

focuses on three 
key aspects 

Although
FFI is extremely rare, it 

deserves our full attention. 
There are countless examples 

of successfull application 
of innovative solutions to 

genetic diseases

What will 
happen to me 

now?

Should my 
family be 
tested?

Should I
have children 

or not?

Developing gene therapies 
to find a cure for patients.Creating strategies 

to test new laboratory 
approaches before applying 

them to patients.

Remember, 
therapies for rare 
diseases don’t have 

to be rare!
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