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Systematic Analysis of the Incidence and Disease Spectrum of
Organic Academia Newborn Screening Results in Quanzhou, Fujian Province

ZHONG Jin-ping,FU Qing-liu, LIN Yi-ming (Department of Clinical Laboratory,
Quanzhou Maternity and Children’s Hospital , Fujian Quanzhou 362000, China)

Abstract: Objective To investigate the characteristics of newborn screening for organic academia (OA) ., the incidence and
disease spectrum in Quanzhou. Methods A total of 364 545 neonates in Quanzhou were screened for inherited metabolic dis-
eases by tandem mass spectrometry. High-throughput sequencing combined with Sanger sequencing was used to detect the
relevant pathogenic genes in suspected positive patients, statistical analysis of OA newborn screening data in Quanzhou and
other regions. Results Among the 364 545 screening newborns, 39 patients were diagnosedwith OA, the overall incidence of
OA was 1+ 9 347, Seven cases of OA were diagnosed . the most common of which was 2-methylbutyryl-CoA dehydrogenase
deficiency in 12 cases (30. 8%) ,followed by glutaric acid-induced type I'in 7 cases (17. 9%). The remaining were isobutyryl-
CoA dehydrogenase deficiency in 6 cases (15.4%) ,3-methylcrotonyl-CoA dehydrogenase deficiency in 5 cases (12. 8 %) ,and
isovaleric acid in 4 cases (10. 3 %) ,methylmalonic acidemia in 3 cases (7. 7%) ,and propionic acidemia in 2 cases (5.1%).
In addition,4 cases of maternal OA were detected,including two cases of glutaric acid type I and two cases of 3-methyl crot-
onyl-CoA dehydrogenase deficiency. Conclusion This study systematically reviewed the OA newborn screening results in
Quanzhou and findings showed that the total incidence of OA in Quanzhou was higher. The disease spectrum of OA was dif-
ferent from other regions. The most common OA was 2-methylbutyryl-CoA dehydrogenase deficiency glutaric acid type I,
and isobutyryl-CoA dehydrogenase deficiency. The OA had obvious clinical heterogeneity, the clarification of the incidence
and disease spectrum would provide scientific evidence and guidance for newborn screening in the region.
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