Prader-Willi Syndrome




Overview: Prader-Willi

Syndrome

1 PWS is a complicated,
challenging syndrome
which can be difficult
to understand

1 It requires patience,
skill, caring, and an
understanding of the
iIndividual as well as
the syndrome

1 It s an organic
syndrome caused by a
small piece of missing

genetic material




PWS in New Zealand

} Statlstlcally 1: 15 - 25 000 people have PWS
1 A more recent study in UK indicates 1:22,000
giving NZ a population of 190

1 Our Association knows approximately 110
} It affects boys and girls equally, and all races



“Discovered” in 1957

1+ Drs Prader, Willi, and
Labhart in Switzerland

1 Not written up in English
until 1967

1 PWS Association (N2)
formed in 1989

;o Llafantad Spani sh
princess painted in 1800s



What causes the deletion?

1 The developing
embryo did not pick
up genetic material
In utero

1 It can now be
diagnosed at birth
through DNA
diagnosis

1 Random




Three different diagnoses

}  Through DNA
analysis
1. Deletion (paternal)
(70%)
2. Uniparental disomy
(maternal) (20%)

3. Imprinting
(inherited) (10%)
+  Research being
done to discern
any differences
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Physically, the missing genetic
material causes:

1 Extreme hypotonia;
low musclé tone,
and, at birth, a
failure to thrive;
micro - genitalia

1 All milestones
delayed

+ Short stature 0o
physical and sexual
Immaturity

1 Small hands and
feet, almond shaped
eyes, downturned
mouth

1 Weight gain,
voracious appetite,
no vomiting reflex

1 Behavioural [
chall enges el




Growth Hormone Treatment

1 Is now a Government
subsidised treatment
In NZ, under strict
entry criteria 0
children, not adults

1 Will make a physical
difference

} May not make any
mental difference

e




R
GH for life? \,\ &
.’ [«

} Need for further studies during transition and
adulthood

} Ongoing treatment needed for improving

ong term body composition and metabolism,

peak bone mass, physical and mental well -

neing

1 Studies needed on interaction with use of sex
steroids




PW characteristics

} Food- seeking
and/or stealing

1 Challenging
behaviours
(tantrums, rages )

1 Perseveration
1 Skin- picking
1 Stubbornness,

resistance to
change

1 Argumentative

1 Aggression

1 Lying and blame -
shifting

1 Compulsive, or
repetitive
behaviours

1 Attention - seeking
behaviours

1 Learning difficulties
1 Emotional swings
1 Ego- centric



In the older person

More seriously, can also include mood
disorders

} Psychotic illnesses 0 more common in
maternal disomy diagnosis (UPD)

} Non- psychotic depressive illness 0 more
common in Deletion diagnosis

} Medical intervention required




PW is an organically damaged
syndrome, it cannot be cured
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v In PWS the RN Hypothalamus
hypothalamus is NA e
also damaged

» People who have
nad traumatic
orain - injury may
display similar
characteristics to — R —
PWS Pituitary gland — T




People with autism have
difficulties with:

1 Language
1 Restricted interests

and ritualistic
behaviours

1 Problems reciprocating
soclal interaction

} Range of cognitive
deficits

People with PWS have
difficulties with:

1 Language
1 Restricted interests

and ritualistic
behaviours

} Problems reciprocating
social interaction

} Range of cognitive
deficits

(Barbara Whitman & International PWS Conference, 2004)



