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CATHEGORY: Amino Acid Disorders: Maternal PKU

P-006 - MATERNAL PKU UNCOVERED AFTER TRUE POSITIVE NEWBORN SCREENING OF THE
SECOND CHILD.
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INTRODUCTION: Newborn screening (NBS) programs of phenylketonuria (PKU) have been successfully
implemented in many countries for more than 50 years. Late diagnosis of PKU still occurs and is an
emergent phenomenon. In Europe, immigration from countries with no NBS programs is the cause of the
late diagnosis of PKU. In Uruguay, the national NBS for PKU began in 2007 with MS-MS technology. In our
country, there are women of child-bearing age born before NBS that do not know that they are affected
by PKU. Their pregnancies could result in damage to the fetus expressed as intrauterine growth
retardation, microcephaly, congenital malformations, dysmorphic facial features. OBJECTIVE: We
present the case of a family of a true positive PKU newborn whose mother, who had been born before the
NBS program, is affected by PKU. CASE REPORT: Female, a product of the second normal pregnancy
and delivery of nonconsanguineous parents. Born at 35 weeks. Normal anthropometry and Apgar test.
She was admitted at 8 days of life because of omphalitis. No evident dysmorphic features, normal cardiac
and brain ultrasound. The mother has a mild intellectual disability. Noticeable difficulties in caring for the
baby during her hospitalization led us to analyze the dried blood spot sample from the umbilical cord.
After the high phenylalanine (Phe) result on this sample, the mother was studied confirming the diagnosis
of PKU. Breastfeeding was suspended and the patient's Phe decreased. The mother refused to start a diet
and formula in order to maintain breastfeeding. It was quite difficult for her to manage with a
combination of the special and standard formulas. It has been difficult to sustain Phe levels between
120-360 mmol/L. Familial mutations were identified, the father and older brother are carriers. This boy is
2 years of age and has microcephaly, failure to thrive and developmental delay. CONCLUSION: The
offspring of PKU mothers untreated during pregnancy are affected by characteristic embryopathy related
to the level of phenylalanine. In order to avoid similar cases like the one in this report, we have to
educate our medical community, pediatricians and adults, emphasizing the importance of assaying the
blood level to all females with mental retardation, no matter the age.
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