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bl 20,1 ~Protacol for PKU and variamts

1, When newhorn soreen pogitiva

Repeat *

e e (it plasma for quantitative amino acids

Begin lovr phenylalanine digt

Plasma phenylalaning over 340 pmolL [Bmg/ol). Plasma phenylalaning 150-300 wmolL 256 mgrdl)

Y

Piasina phenylaianing = 180 j2moifl, - glovited -eg—— Bepear s Nornal level < 150 wmokt

3. Exclude cofactor deficisncy
Urinary ptering

no-further control

Abnormat

Dinyoropteridine reduetase

4 Dxclude transient tyrosinemia

Tytoging concentrations high, exceed pRenylalaning e .

5. Phenylinfaning elevated: tyrosing low,

(SF BH4, neurotransmitiers
Enzying diagnosis.

Treatment with BH4, L-DOPA
5-0H tryptophan, carlidopa.

Continue & MONHAr concentrations ang defermine
transient status,
Consider ascortic acid ireatment to accaterate

Digt therapy.

Phenylataning =~ 600 smolL (10 mg/dl.) ~ Clagsic PK[
Phenylafaring < 300 ymoi/L — Hyperphenylalaninemia

Pharnylelerine 300-600 punoi/L. Hyperphenviataninemia

e ———

Normal dlef.
Gontinue to rmonior phenylatanine.
Needs some dietary restriction

5. Initial Distary Therapy for Classic PKU means daiste phenyialanine from diet as follows (phenex-1 or Lofenelac §.7—F Dealfmty,
Plasma Phenylatanine Deigte Phenylafaning for: Wonitor Piasrma
(ol {mgrdi) Hours Quantitative Phanylafanine*
240805 “-10) 24 od
8061210 {10-20¢ 48 qd
1210-2420 20-40) 72 qf-3d
>2420 {40} 96 of-3¢

* To pravent pheslalaning deficiency

When plasmia pherylalaning reaches e treatment range phenylalanine is added to the diet,
Individual aming acid requirements vary. The foflowing are guidelines for initial digtary phenylalanine content dependent on e maximum

pretreaiment plasma levels:

Piasma Phenylalarine Dietary Pherylalaning
{pmol/L} {mg7dL} mghg
<605 (==10) 70
6051210 (10-20) 55
12101815 {20-30) 45
1815-2420 (30-40) 36
2420 (=40 25

Maritor neonatal levels sufficiently frequently o esiabiish a sleady state comentration at the desired fevel suhite the Infant raseies a constant
alake of phenylalanine and tyrosine.
Al 10 kaep plasma phenylalaning betaeen 100 and 300 amol/L

7. Monilor Ihereafter svsry week unbt B months oitl:

4 2 weeks unlil f-year-oid

1 4 weeks unill 3-years-old

0 & months undil 12-years-old
Yearly thareafter
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28 Disorders of Phenylalanine and Tetrahydrobiopterin Metabolism

1.3 Treatment

W 1.1 PAH deficiency

@ 1.1.1 Classic phenylketonuria (PKU}

® 1.1.2 Mild PKU

Protein . .. -navPhe he {pmal/l) Phe-free AAM
i :requirement * “tolerance o . s . .
“A/ke BWIRY)". . (mg/day) Germany~ UK USAsee-. Type  glday” ||

0-3 months 2.3-2.1 ~130-400 40-240 120-360 120-360 1 3-10

4-12 months 2.1-2.0 ~130-400 40-240 120-360 120-360 1 3-10

1-2years 1.7 ~130-400 40-240 120-360 120~360 2 20-50

2-3 years 17 ~200-400 40-240 120-360 120-360 2 20-50

4-6years L6 ~200-400 40-240 120-360 120-360 2 20-50

7-9years 1.4 ~200-400 40-249 120-480 120-360 2 20-50

10-12 years 1L ~350-800 40-900 120430 120-360 2 50-90
13-15 years 1.0 ~350-800 40-900 120-700 120-600 2 50-90
Adolescents/adults 0.9 ~450-1000  40-1200 120-700 120-900 3 §0-150

AAM amino acid mixture

* DGE 1985; RDA; WHO protein requirement for PKU diet is assigned higher than recommendations for healthy people,

because bioavailability of amino acids mixtures is equivalent to natural protein
b Spread as evenly as possible through the 24 h

® 1.1.3 Non-PKU hyperphenylalaninersia (MHPA)

Treatment is only necessary for pregnant women with blood Phe levels
> 250-360mol/] (see disorder 1.1.4). Clinical menitoring of all patients with
Phe > 360 mok/l is desirable.

® 1.1.4 Tetrahydrobiopterin BHy-responsive PKU/HPA

There are no recommendations for the treatment of this group of HPA pa-
tients. The following table summarizes the current knowledge based on several
experimental trials.

Target blood i mg BHa/kg BW*”
Phe (uhsllir S e

requu'erﬂent

(g/kg BWiday)
All See Near normal See 5-20
ages disorder 1.1.1 disorder 1.1.1

AAM amine acid mixture
2 'To be distributed over at least two doses; no long-term clinical experience; BH, tablets
contain 100 mg ascorbic acid/100 mg BH,
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1- L .Kathleen mahan ,Sylvia Escott-stump ,Krausee's food, Nutrition
and Diet Therapy-11" Edition, pages :1145-1156

2- British and European Guidelines for the treatment of PKU.
Available at: http://web47.radiant.net/~pkunews/diet/guide.htm

3- Nuts & Bolts of PKU. The university of Minnesota PKU Program
and PKU Foundation

4- Sylvia Escott-stump, Nutrition and diagnosis-Related care, fifth
Edition, pages : 126-127
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