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Abstract: Objective To conduct genetic diagnosis and family analysis in a patient with suspected G6PD deficiency and primary carnitine deficiency. Methodss
(1) G6PD activity was detected by fluorescence analysis. (2) Tandem mass spectrometry was used to detect the concentration of free carnitine. (3) PCR-
conduction hybridization method was used to detect G6PD gene hotspot mutations. (4) NGS+Sanger sequencing was used for genetic diagnosis and family
analysis. Resufts (1) The activity of G6PD enzyme in the proband mother was reduced to 3.54 U/g Hb. (2) The free carnitine of the proband mother was
reduced, and the value was 1.63 pmol/L. (3) The proband mother's G6PD gene had a heterozygous mutation of c.1388G>A (p.R463H). (4) The proband
mother SLC22A5 gene has ¢.51C>G (p.F17L) and ¢.1400C>G (p.S467C) compound heterozygous mutations (derived from their parents, respectively).
Conclusion Some patients may have multiple monogenic genetic diseases, so it is essential to pay attention to the comprehensiveness of genetic disease
diagnosis. The detection of gene mutations can provide etiological evidence for disease confirmation and serve as a basis for genetic counseling and

reproductive guidance.
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