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Incidence and gene mutation characteristics of G6PD deficiency in Huizhou area”
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Abstract: Objective To investigate the incidence and common gene mutations of glucose-6-phosphate de-
hydrogenase (G6PD) deficiency in Huizhou area,and to provide experimental basis for the screening,diagno-
sis,genetic counseling and prevention of the disease in this area. Methods A retrospective analysis was per-
formed on the clinical data of 29 543 subjects who underwent G6PD enzyme screening in the hospital from
June 2021 to December 2023 ,and a total of 276 people with G6PD enzyme activity below the reference value or
in the critical range completed G6PD gene testing at the same time. The G6PD enzyme activity was detected
by G6PD/6GPD ratio method. The G6PD gene mutation was detected by multicolor probe melting curve
method in subjects with positive (or borderline positive) enzyme activity screening. The incidence of G6PD de-
ficiency and the frequency of various gene mutations were analyzed. Results A total of 2 099 out of 29 543
specimens were positive for G6PD enzyme screening, and the overall detection rate of G6PD deficiency was
7.10% (2 099/29 543). The detection rate of male was 9. 53% (1 357/14 234),and the detection rate of fe-
male was 4. 85% (742/15 309). The detection rate of G6PD deficiency enzyme screening in males was higher

than that in females,and the difference was statistically significant (P <C0. 05). The abnormal enzyme activi-
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ties of males were mainly concentrated in class Il ,accounting for 92. 11% (1 250/1 357). The abnormal en-
zyme activity in females was mainly concentrated in class [l ,accounting for 66. 85% (496/742). In the speci-
mens with abnormal activity of class I and [l enzymes,the detection rate of male was 93.52% (1 269/1 357),
and the detection rate of female was 33.15% (246/742). The detection rate of male was significantly higher
than that of female (P<C0.05). In the specimens with abnormal class [l enzyme activity,the detection rate of
female was 66.85% (496/742),which was significantly higher than that of male 6.49% (88/1357),and the
difference was statistically significant (P<C0.05). A total of 276 specimens were tested for G6PD enzyme ac-
tivity and gene mutations at the same time,and 272 specimens were positive for gene mutations,and the re-
maining 4 specimens were negative for gene mutations. The overall detection rate of gene mutations was 98.
55% (272/276). In patients with abnormal or borderline enzyme activity,the detection rate of gene mutation
increased from 87.50% to 100% with the decrease of enzyme activity. When the enzyme activity of male was
class T or Il ,the detection rate of gene mutation was 100. 00%. When the female enzyme activity was class
Il or Ill ,the detection rate of gene mutation was 100. 00% ,and no female specimens with class | enzyme ac-
tivity were found. G6PD gene mutation analysis showed that there were 10 single mutations and 5 compound
mutations in 276 specimens. The gene mutation sites were mainly concentrated in c. 1376G>T,c. 1388G>A
and c. 95A>>G, accounting for 84. 93%. The female gene mutation was mainly heterozygous, accounting for
96.33% (105/109). In this study.two male specimens with significantly decreased G6PD enzyme activity (ra-
tio 0.10—0. 20) and no common gene mutations were detected,and further sequencing analysis showed that
both of them were hemizygous mutations c. 1311T>C and c. 1365-13C>T. Conclusion The overall detection
rate of G6PD deficiency enzymological screening in Huizhou is 7.10%. c. 1388G>>A,c. 1376G>T and c. 95A>G
genotypes are the most common types of G6PD deficiency gene mutations in Huizhou.
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Integrons and ISCR1 distribution and ERIC-PCR analysis of multidrug-
resistant Klebsiella pneumoniae”
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1. Department of Clinical Laboratory ,Nanfang Hospital of Southern Medical University ,Guangzhou ,

Guangdong 510515,China ;2. Department o f Clinical Laboratory sthe Tenth Affiliated Hospital of
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Abstract:Objective To study the distribution characteristics and drug resistance gene carriage of inte-
grons and insertion sequence common region 1 (ISCR1) in multidrug-resistant Klebsiella pneumoniae (MDR-
KP) ,and analyze the genotyping characteristics of MDR-KP using enterobacterial repetitive intergenic consen-
sus polymerase chain reaction (ERIC-PCR) technology,in order to provide a reliable theoretical basis for
strengthening the monitoring of drug resistance of Klebsiella pneumoniae and clinical medication. Methods A
total of 68 non-repetitive MDR-KP strains isolated from clinical samples at Nanfang Hospital of Southern
Medical University were collected as experimental strains. Bacterial DNA was extracted. Common multidrug-
resistant genotypes and type [ , Il ,and lll integrons and ISCR1 were detected by PCR,and the genotypes of
MDR-KP were analyzed by using ERIC-PCR. Results The 68 MDR-KP strains had a high resistance rate to
aztreonam,cephalosporins,quinolones,and enzyme inhibitor classes except ceftazidime/avibactam,and most of
the resistance rates were greater than 80. 0%. The main detected extended-spectrum B-lactamase (ESBL) gen-
otype was blag;y type,and the main carbapenemase genotype was blagpe type. Among the 68 MDR-KP strains,
type | integrons were detected in 44 strains,with a detection rate of 64. 7%. Type Il and Ill integron genes
were not detected. ISCR1 was detected in 15 MDR-KP strains, with a detection rate of 22.1%. The most com-
mon gene cassettes carried by type | integrons were aadA2 (16/44,36.4%) and aac(6')- 1 b-cr5 (14/44,
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