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Abstract:Objective  To understand the incidence of neonates inherited metabolic diseases (IMD) in
Henan province from 2013 to 2019. Methods A total of 850 486 neonates were selected as research subjects
from 2013 to 2019 and detected by non-derivatized tandem mass spectrometry in Henan Newborn Screening
Center. A total of 36 kinds of IMD including 12 kinds of amino acid metabolic disease,12 kinds of organic acid
metabolic disease,12 kinds of beta oxidation in fatty acid metabolic disease were detected. Blood routine test,
biochemical test,urine gas chromatography (GC/MS), gene test and other related tests were carried out to
confirm the suspicious positive character in the neonatal screening. Results There were 15 956 cases with sus-
picious positive in neonatal screening in 850 486 cases, with a suspicious positive rate of 1. 88% (15 956/
850 486). A total of 408 cases of 15 types of IMD were finally diagnosed,with a total incidence of 0.048 0%
(408/850 486). Among them,there were 168 cases of amino acid metabolic diseases,including 156 cases of hy-
perphenylalaninemia,4 cases of homocysteine,4 cases of citrine deficiency,1 case of hyperprolinemia,1 case of
Maple Syrup,1 case of hypermethioninemia,and 1 case of arginemia. There were 200 cases of organic acid met-
abolic diseases,including 182 cases of methylmalonic acidemia,10 cases of 3-methylcrotonyl-CoA carboxylase
deficiency,4 cases of glutaric acidemia type | ,3 cases of propionate and 1 case of isovaleric acidemia. There
were 40 cases of fatty acid oxidation disorders,including 27 cases of primary carnitine deficiency,9 cases of
short chain acyl-CoA dehydrogenase deficiency and 4 cases of medium chain acyl-CoA dehydrogenase deficien-

cy. Conclusion Non-derivative tandem mass spectrometry is very effective in screening IMD, which greatly
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improves the early diagnosis rate of IMD.
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