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Normal untreated treated
PKU PKU
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Ervaringen behandeling “eerder onbehandeld”
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Most early treated  
patients develop  
normally 

Just a diet as 
treatment

Just enjoy your  lifeand behappy!

PKU: WHY BOTHER?

PKU treatment : only IQ?
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PKU treatment after  childhood

M
ean plasm

a Phe 1994-1996

age

Compliance after childhood: a tough job
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PKU - treatment after childhood
necessary?

 Benefits Drawbacks

PKU treatment after  childhood

N
europsychological
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PKU treatment after  childhood

N
europsychological

PKU treatment after  childhood

 Benefits
 Neuropsychological       +
 Neurophysiological    +
 behaviour ++
 neurological problems   ?
 Skin problems ?
 Indirect evidence  high brain PHE
 lower  protein synthesis
 “ Myelin”  disturbance 
 IQ ?
 Eldery processes ? 
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PKU treatment after  childhood

 Drawbacks
• diet is a burden

• artificial diet

• risk of (vitamin) 
deficiency

PKU treatment after  childhood

Is there a problem?     YES

Do we need to treat?   YES

How to treat? ?
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“Just”  dietary restriction PHE

LNAA supplementation

improve enzyme activity:

BH4 // Phenylalanine lyase

PKU treatment after  childhood

At present

Phenylalanine restriction

Phe level ?

we try to treat

we observe and try to 
learn

PKU treatment after  childhood
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PKU treatment after  childhood
What do we aim for?

Adequate phe level?

Adequate outcome?

Good quality of life?

PKU treatment after  childhood
What to aim for? - adequate phe?

What does lnfluencephe?
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PKU treatment after  childhood
What to aim for? Adequate phe?

What does influencephe?
Age +

level of education parents +/-

etnicity different to country +

knowledge of patients / parents ?

knowledgeof centres +

Wendel 1990, Verkerk 1994, Bekhof 2004, Crone submitted

PKU treatment after  childhood
What to aim for? AdequatePhe?

What does influencephe?
daily distribution of natural protein -

daily distr ibution protein substitute ++

Van Spronsen 1993, 1996 
McDonald 1996, 1998
Crone, submitted 2004
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PKU treatment after  childhood
What to aim for? AdequatePhe?

v age 27 yrs Phe tol. 550 mg
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M van Rijn, dietitian, Groningen

Female, 27 years of age tolerance 550 mg

PKU treatment after  childhood
What to aim for? AdequatePhe?

M van Rijn, dietitian, Groningen

Female, 18 years of age tolerance 360 mg
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PKU treatment after  childhood
What to aim for? AdequatePhe?

M van Rijn, dietitian, Groningen

Female, 18 years of age tolerance 800 mg
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PKU treatment after  childhood
What to aim for? - adequate phe?

many factors

daily distribution of protein substitute

???
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Aims PKU treatment > childhood
neuropsychological outcome?

difficult to monitor

few studies in adolescents and adults

PKU treatment after  childhood
What to aim for? Quality of life?

Quality of life:

lower selfesteem

anxiety

lower achievement motivation/ 
lower frustration tolerance

Fisch 1977, Fisch 1981, Smith 1989, Waisbren 1991, 1994, 

Weglage 1992, 1993, Hendrikx 1994
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PKU treatment after  childhood
What to aim for? Quality of life?

Improve quality of life:
other treatment strategies

LNAA, BH4, PAL

simplify dietary treatment

daily distribution natural protein

estimating phe intake in stead of weighing

PKU treatment after  childhood
What to aim for? Quality of life

No study on:

phe -quality of life
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PKU treatment after  childhood
What to aim for? Quality of life

No study on:

when intellectual outcome improves:

what about quality of life?

PKU treatment after  childhood
What to aim for? Quality of life

What we really need:
severity disease: severe mild 

strict treatment (Phe): low   high  low high

intellectual outcome: ? ?

quality of life: ? ?
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PKU treatment after  childhood
What to aim for? Quality of life

What we really need:
severity disease: severe mild 

strict treatment (Phe): low   high  low high

intellectual outcome: ? ?

quality of life: ? ?

Sometimes we dream
we have the answers

But after a whilewe 
realize: still a lot to 
be done

Drive slowly
labour work
in progress 
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Conclusion about compliance in PKU

 

Apart from studies in (adult) 
PKU on outcome

we need studies on 

easen the treatment

compliance  

quality of life -combined with 
metabolic control (Phe) and 
(neuropsychological) 
outcome


