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Abstract: Objective To investigate the characteristics of newborn screening for amino acid disorders (AAD) in Quanzhou of
Fujian Province. Methods From January 2014 to November 2018, a total of 364 545 newborns in Quanzhou were screened
for inherited metabolic diseases by tandem mass spectrometry. Genetic testing was performed for suspected positive newborns,
statistical analysis was done to confirm the type of AAD, disease spectrum and incidence.Results A total of 42 patients with
AAD were diagnosed, and the overall incidence of AAD was 1: 8 680. Ten different types of AAD were diagnosed, among
which phenylalanine hydroxylase deficiency was the most common disorder(14/42, 33.3%), followed by citrin deficiency
(10/42, 23.8%), and the rest were 4 cases with tetrahydrobiopterin deficiency(9.5%), 3 cases withnonketotic hyperglycinemia
(7.1%),3 cases with methionineadenosine transferase 1 / III deficiency (7.1%),2 cases with citrullinemiatype I (4.8%),2
cases withargininosuccinatelayse deficiency (4.8%) and 2 cases with ornithine carbamoyl transferase deficiency (4.8%),but
carbamoylphosphatesynthetase deficiency and hyperprolinemia were relatively rare,and one case was diagnosed respectively.
Conclusion The clarification of the disease spectrum and incidence of AAD in Quanzhou of Fujian Province can provide
scientific basis and guidance for birth defect prevention and control in this region.
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