Clinical pathway for weekday management “PKU not suspected, other disorder suspected”

PKU not suspected, other disorder suspected
(phenylalanine >240umol/L AND tyrosine >240umol/L)
— lab notifies CLS (clinical liaison service) the same day.
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CLS to contact family to ascertain
clinical status of baby (same day).
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Already in hospital At home

v
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CLS to contact local team about further Parents take baby to local hospital for assessment
investigation & management. (same day). CLS to notify local paediatric team and
advise on further investigation and management.
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e Clinical examination
e Liver function tests
e Clotting
e Metabolic investigations:

o Galactosaemia tests™
Urine organic acids
Plasma succinylacetone
Plasma amino acids
Acylcarnitine
DNA storage
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*GAL-1-PUT or Gal-1-P assay
on a liquid blood sample,
aiming for a maximum
turnaround time of 5 working
days, or genetic
confirmation.

LFT/ clotting abnormal
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LFT/ clotting normal and
clinically well
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Admit/remain as in-patient
Stop breast feeds/standard formula feeds and

replace with galactose-free (or very low) formula®*
or 10% dextrose IV pending investigation results. oo

If in liver failure, liaise with Liver Unit re: further

Continue current feeding at home (unless
admitted for another reason).

Follow up review after 48 hours, repeat
LFT, clotting, liaise with metabolic team.

investigation and management.

** The mother should be encouraged to express breast milk according to local policy until a diagnosis is confirmed or
excluded. If the infant has liver disease with cholestasis a galactose-free (or very low) infant formula with medium

chain triglycerides (MCT) may be indicated.

Suitable very low or galactose-free infant formulas:
o Casein hydrolysate formula - Nutramigen LGG 1 (Reckitt)

o Amino acid formulas — SMA Alfamino* (Nestle Health Science), Neocate LCP (Nutricia), Neocate Syneo*

(Nutricia), Nutramigen Puramino* (Mead Johnson)

*These formulas contain MCT — refer to manufacturers data card for % fat energy from MCT.




