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Abstract

Phenylketonuria (PKU), resulting from mutations in the phenylalanine hydroxylase (PAH) gene, requires precise
genetic analysis for e ective management. This study proposes an electrophoresis-based genotyping strategy tailored
for rapid and reliable assessment of PAH gene variations in the Chinese Han population. By leveraging the unique allelic
frequencies and mutation spectra prevalent in this population, the proposed approach facilitates e cient screening and
characterization of PAH mutations. The methodis robustness and accuracy are demonstrated through the analysis of
a cohort of Chinese Han individuals with PKU, revealing a spectrum of PAH gene mutations. The yndings underscore
the utility of this genotyping strategy in enabling timely diagnosis and personalized treatment of PKU in the Chinese
Han population.
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speci ¢ factors genetic and environmental factors unique to the
Chinese Han population may in uence the prevalence and distribution
of PAH gene mutations [10]. Further research is warranted to
explore these factors and their impact on disease presentation and
management. Continued research e orts aimed at elucidating the
genetic basis of PKU in the Chinese Han population are essential for
advancing personalized medicine approaches and improving patient
outcomes. Collaborative initiatives involving multi-center studies
and international collaborations can facilitate the sharing of data and
resources to accelerate progress in this eld.

Conclusion

e comprehensive analysis of the phenylalanine hydroxylase
(PAH) gene in the Chinese Han population has provided valuable
insights into the genetic landscape of phenylketonuria (PKU) in
this ethnic group. e diverse spectrum of mutations identi ed
underscores the importance of tailored genetic testing approaches
for accurate diagnosis and personalized treatment of PKU patients of
Chinese Han descent. By elucidating genotype-phenotype correlations
and identifying mutation hotspots, this study contributes to the
optimization of therapeutic strategies and the improvement of clinical
outcomes for a ected individuals.

Moving forward, ongoing e orts in genetic research and clinical
practice are essential to further characterize the genetic basis of PKU
and re ne treatment algorithms. Collaborative initiatives involving
interdisciplinary teams and international collaborations will facilitate
the sharing of data and resources, ultimately advancing precision
medicine approaches for PKU management.  rough continued
research and clinical innovation, we aim to enhance the quality of care
and improve the lives of individuals living with PKU in the Chinese
Han population and beyond.
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