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Abstract ; Objective
(IMD) in the newborns. Methods

To research the incidence, clinical characteristics and diagnostic methods of inherited metabolic disorders
The urine samples from 970 newborns were collected. The urease pretreatment-gas chromatogra-
phy-mass spectrometry ( UP-GC-MS) was taken to diagnosis the metabolic disorders of inherited. The related disease genes from the pe-
ripheral blood leukocytes of newborns patients with IMD  and parents were analyzed by Sanger sequencing in genomic DNA. Results
In the 970 cases,there were 5 cases of inherited metabolic diseases (IMD) (1/194) ,which including 2 cases of Methylmalonic acidur-
ia,2 cases of abnormal urea cycle and 1 cases of maple syrup urine disease. In addition, there were some pathogenic mutations in tested
genes of the 5 cases. Conclusions For the newborns of unknown etiology, it is very necessary to diagnosis the possibility of inherited
metabolic diseases as soon as possible. UP-GC-MS is an effective method to diagnose inherited metabolic diseases. The results of the
tests can provide effective guidance for diagnosis and treatment of suspected newborn. For patient, gene analysis can provide the base for
the pathogenesis discussion from molecular level and reliable detection result for later clinical treatment and genetic counselling.
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