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metabolic abnormalities and a method therefor. According to the present in-
vention, an apparatus for testing for metabolic abnormalities can comprise: a
metabolite concentration abnormality determination unit for determining
whether a metabolite concentration is abnormal by receiving the metabolite
concentration value for each metabolite with respect to a specimen and com-
paring the received metabolite concentration with the reference concentration
for each metabolite; a metabolite-associated disease selection unit for select-
ing metabolite-associated diseases corresponding to the metabolite having
been determined to have an abnormal metabolite concentration; a genetic
condition classitication unit for receiving gene mutation data comprising in-
formation on the gene mutation detected in the specimen, and classifying the
gene mutation as any one of a plurality of predetermined genetic conditions;
a gene-associated disease selection unit for selecting gene-associated diseases
corresponding to the classified genetic condition; and an integrated analysis
unit for establishing, as a candidate disease, the disease included in the selec-

ted metabolite-associated diseases or the gene-associated diseases, and de-

... Gene mutation detection unit

... Metabolite concentration abnormality determination unit
... Metabolite-associated disease selection unit

... Genetic condition classification unit

... Gene-associated disease selection unit

... Integrated analysis unit

... Metabolite concentration data

... Metabolite and metabolic disease association DB

... Gene mutation DB

termining information on whether the candidate disease corresponds to the
metabolic abnormality, of the specimen, according to the type of genetic con-
dition corresponding to the candidate disease.
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amplicon®] log2 fold change %t} p-value gto| 574 4k o]kl 7 5-(el,
Heterozygote Deletion: log2 fold change < -0.75 & p-value < 0.05, Homozygote
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