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SLEEPING WELL S FUNDAMENTAL TINSOMNIA 1S RELATIVELY AS ITS NAME SUGGESTS, 1T FFI 1S A NEURODEGENERATIVE
TO OUR PHYSICAL AND COMMON, WITH 1 IN 10 PEOPLE WHAT IS RARE IS FATAL 1S A FATAL DISEASE WITH A DISEASE THAT AFFECTS AROUND 50
PSYCHOLOGICAL WELL-BEING. SUFFERING FROM CHRONIC AND FAMILIAL INSOMNIA KNOWN GENETIC CAUSE FAMILIES WORLDWIDE.
SEVERE INSOMNIA. (OR FFD).

HOWEVER, THERE ARE TIMES
WHEN WE CAN'T SLEEP, AND
THAT IS CALLED INSOMNIA.

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 MUTATION THAT CAUSES FEI LEADS TO OVER TIME, THE ABNORMAL PRION
THE FORMATION OF AN ABNORMAL FORM OF ACCUMULATION SPREADS TO
THE PRION, WHICH FIRST ACCUMULATES IN A OTHER AREAS OF THE BRAIN.
REGION OF THE BRAIN CALLED THALAMUS,

AFFECTING ITS FUNCTIONING.
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THE THALAMUS AMONG OTHER
FUNCTIONS, IS INVOLVED IN
SLEEP REGULATION.

THE DISEASE IS CAUSED BY A MUTATION IN THE \ | \V' Y ’ Ve
PRNP GENE THAT ENCODES THE SCRAPIE PRION BN
PROTEIN “PRPSC”, AN ABNORMAL PROTEIN, D
INSTEAD OF THE PRION PROTEIN “PRPC".

SYMPTOMS TYPICALLY APPEAR
IN ADULTHOOD AND RESULT
IN A PROGRESSIVE AND
\RREVERSIBLE LOSS OF MOTOR
AND INTELLECTUAL ABILITIES.

THIS MUTATION 1S TRANSMITTED DOMINANTLY,
WHICH MEANS THAT IF ONE OF THE PARENTS HAS ITS DYSREGULATION
THE MUTATION, THERE IS A 50% CHANCE THAT CAUSES INSOMNIAS IN
THE CHILD WILL ALSO HAVE IT. PATIENTS WITH FFI




GENETIC TESTS
ARE AVAILABLE TO
DETERMINE WHETHER
SOMEONE WILL HAVE
THE DISEASE OR NOT.

HOWEVER,

THERAPY.

THERE 1S STILL
NO CURE OR
EFFECTIVE

/ PALLITIVE CARE 1S

UTILIZED AS A MEASURE
TO MAINTAIN THE QUALITY

OF LIFE AS MUCH AS

POSSIBLE.

RESEARCH INTO FATAL
FAMILIAL INSOMNIA 1S
ONGOING AROUND THE WORLD.

CREATING STRATEGIES
TO TEST NEW LABORATORY
APPROACHES BEFORE APPLYING
THEM TO PATIENTS.
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AT CNC-UC,
OUR RESEARCH
FOCUSES ON THREE
KEY ASPECTS ‘

DISCOVERING
BIOMARKERS
TO ANTICIPATE
DIAGNOSIS.
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WHAT WILL
HAPPEN TO ME
NOW?

SHOULD MY
FAMILY BE
TESTED?

SHOULD T
HAVE CHILDREN
OR NOT?

WILL
THERE BE

THE AGE AT WHICH SYMPTOMS BEGIN TO APPEAR
IS UNPREDICTABLE (FROM 18 TO 65 YEARS
OLD), BUT THE AVERAGE LIFE EXPECTANCY 1S
SHORT WHEN THEY DO MANIFEST.

DEVELOPING GENE THERAPIES
TO FIND A CURE FOR PATIENTS.
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ALTHOUGH
FFI 1S EXTREMELY RARE, IT
DESERVES OUR FULL ATTENTION.
THERE ARE COUNTLESS EXAMPLES

OF SUCCESSFULL APPLICATION
OF INNOVATIVE SOLUTIONS TO
GENETIC DISEASES

REMEMBER,
THERAPIES FOR RARE
DISEASES DON'T HAVE
TO BE RARE!

RARE DISEASE DAY




