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Analysis of the combined techniques and family studies of hyperphenylalaninemia”
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Abstract:Objective To analyze the results of neonatal hyperphenylalaninemia (HPA) screening in the
past three years in a hospital to understand the application of HPA screening technology and family gene mu-
tations in this region, which can further improve the ability of screening,diagnosis and treatment,and prenatal
diagnosis. Methods Fluorescence and tandem mass spectrometry were used to detect the heel blood phenylal-
anine concentration of 128 997 newborns who were voluntarily screened from January 2018 to December 2020.
Those who were screened positive were subjected to blood tandem mass spectrometry, biochemistry, gas chro-
matography and mass spectrometry,gene and other related tests were used to confirm the diagnosis. Results
The two methods were effective in detecting 11 children with HPA. 11 of the 128 997 newborns screened were
diagnosed with HPA ,including 2 children with mild HPA and 9 children with classic PKU. A new mutation c.
155T>G was found from the gene results of 2 cases. Conclusion This study comprehensively analyzed the
latest situation of the HPA incidence, family gene variation and the combined application of the three main
methods,including fluorescence, tandem mass spectrometry and gene detection, which will help improve the
quality of new screening,early diagnosis and treatment of children with HPA, genetic counseling and so on.
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