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Screening Analysis of Neonatal Phenylketonuria in 194226
Cases*
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Abstract: Objective To investigate the screening status of neonatal phenylketonuria in the Guiyang region. Methods This study retrospectively analyzed the
clinical data of neonates born in maternity institutions in the Guiyang region from January 2020 to December 2023. Heel blood sampling was performed
within 2—7 days after birth, and the blood phenylalanine concentration was measured using the fluorescence method. Presumptive positive newborns were
recalled for confirmatory diagnosis and follow-up to clarify the phenylketonuria screening status among newborns in this region. Results The screening rates
from 2020 to 2024 were 93.4%, 94.2%, 93.5%, 95.1%, respectively. Based on different phenylalanine concentration levels, the distribution was as follows:
12,110 cases with 0~0.5 mg/dL, 109,543 cases with 0.5~1 mg/dL, 65,815 cases with 1~1.5 mg/dL, 6,548 cases with 1.5~2 mg/dL, 141 cases with 2~2.5 mg/
dL, 37 cases with 2.5~3 mg/dL, and 32 cases with >3mg/dL. A total of 31 cases were confirmed, including 15 male and 16 female infants. Conclusion From
2020 to 2023, the coverage rate of phenylketonuria screening showed an increasing trend in the Guiyang region. A total of 31 cases were confirmed, with
no significant difference in the male-to-female ratio.
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