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Pregnancy risks if poorly controlled:

* [ntrauterine growth restriction
 (Congenital heart defects (up to 10%)
* Microcephaly and facial dysmorphism
 Development delay (motor)

Phenylketonuria (PKU) — autosomal recessive, ~1:10,000 births

 Rare metabolic disorder characterised by the inability to utilise the essential amino acid phenylalanine (Phe).
* |f untreated, it can lead to intellectual disability, seizures, and mental health disorders.

* Treatment is with a low-protein diet in conjunction with Phe-free protein substitutes.

CASE REPORT

 28-yvear-old woman with phenylketonuria presented in her first pregnancy.
* Unrestricted protein diet prior to pregnancy, with booking Phe level of 708umol/L. Phe levels:

* Blood spot Phe levels were measured three times a week and monitored by her specialist metabolic team. ';;iﬁ;ff::;?ib;ﬁ?:;‘ﬁ'ﬂ
* Sapropterin was started at 11 weeks but stopped after genetic testing predicted a phenotype unresponsive to Sapropterin. 5nd trimecter: 205umol/L
* Pregnancy-related nausea impacted her ability to consume adequate calories, in turn affecting her Phe levels. 3rd trimester: 159umol/L

e Her Phe tolerance increased in the 2"9 trimester requiring 4g protein supplementation, further increasing to >10g by the 3" trimester.

* Serial growth scans (28 and 36 weeks) and fetal echocardiogram were normal.

* Anaesthetic review recommended avoidance of large doses of propofol if a general anaesthetic is required due to susceptibility to propofol infusion syndrome.

Phe levels <360 umol/L = No harmful effect on the fetus.
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