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[ Abstract]  Objective
with next generation sequencing (NGS) in diagnosing neonatal inherited metabolic diseases (IMD).
Methods
19 neonates with IMD coming from the Department of Neonatology of Jiangxi Provincial Children’s Hospital

To explore the application value of mass spectrometry (MS) combined
The clinical information, metabolites in blood and urine, and gene sequencing results of

from March 2017 to September 2019 were analyzed retrospectively. The metabolites in blood were detected
by liquid chromatography tandem mass spectrometry and urine were detected by gas chromatography-mass
spectrometry respectively. Meanwhile, the whole bloods were dectected by neonatal genetic disease panel
based on NGS.Results Twelve neonates had the same results between MS and NGS among the 19, 2 had
different results from MS to NGS, and 4 had no disease indication by MS but were diagnosed by NGS whose
clinical phenotype were partially consistent with NGS results. One of them who did not carry out MS was

considered as the diagnosis of IMD because of the detection of gene, and was followed up on this basis.
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Conclusion MS could diagnose IMD relatively quickly to guide clinical treatment, and while NGS could
verify the results of MS detection. Combination of MS and NGS would understand the cause of disease on

genetic level, so as to guide further treatment and genetic consultation.
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