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Screening of hereditary deafness gene in newborns and correlation between homozygous
mutation of ¢.109G>A (p.V37I) in JB2 gene and clinical phenotype of deafness

WU Zhao-xia'*, LIANG Li-sheng'?, YUAN Gui-long?, QIN Gui-feng?, MAO Zhong-ying'*, LV Li-yin®, DAI
Qi-qiang® (1.Obstetrics and Gynecology Department; 2. Neonatology Department; 3.Prenatal Diagnostic Center,
Nanhai Maternal and Child Health Care Hospital, Foshan 528200, China; 4.Da'an Clinical Laboratory Center,
Guangzhou 510000, China)

Abstract: Objective To analyze the screening data of hereditary deafness gene in newborns, trace the clinical phenotype
of hearing of newborns with homozygous mutation of c.109G>A (p.V371) in JB2 gene and investigate the clinical significance
of screening of deafness gene and homozygous mutation of ¢.109G>A. Methods Screening of deafness gene was performed
on 5 304 newborns who met the inclusion criteria. Audiological examinations including auditory brainstem response, auditory
steady-state response and acoustic immitance were performed on newborns with homozygous mutation of ¢.109G>A, who
were regularly followed up to age 2. The clinical audiological characteristics of children with homozygous mutation of
¢.109G>A were analyzed. Results A total of 1 242 (23.416%) newborns were identified with GJB2 mutation. The frequency
of ¢.109G>A mutation was 11.586%. A total of 72 cases were detected to have homozygous mutation of c.109G>A, with the
detection rate of 1.357%. The newborns received hearing test subsequently and regularly followed up until the age of 2. Taking
<26dBHL as the criteria, the passing rate in hearing test at the age of 0, 1 and 2 was 95.2%, 77.2%, and 65.4%, respectively;
Taking <41dBHL as the criteria, the passing rate in hearing test at the age of 0, 1 and 2 was 97.6%, 85.0%, and 72.4%,
respectively, and no severe hearing loss was identified, which indicated that hearing loss gradually appears with the age and
mainly manifests as mild and moderate hearing loss. Conclusion The frequency of ¢.109G>A in GJB2 gene was high. The

homozygous mutation of c.109G>A may be associated with late-onset hearing loss. It may be taken as a deafness gene test and
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should be paid attention in clinical practice.
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Genotyping of hepatitis ¢ virus in patients with chronic hepatitis C in western Guangdong

MO Fan', LI Yao-cai’, HONG Yong-yu®, HAN Huan-qin' (1. Department of Infectious Diseases, Affiliated Hospital of
Guangdong Medical University, Zhanjiang 524001, China; 2. Department of Infectious Diseases, Maoming People's Hospital,
Maoming 525000, China; 3. Department I of Infectious Diseases, Yangjiang Public Health Hospital, Yangjiang 529500, China)

Abstract: Objective To investigate the genotyping distribution of hepatitis C virus (HCV) and its relation to infection
routes in patients with chronic hepatitis C (CHC) in western Guangdong. Methods The genotyping of serum HCV in 521
CHC patients was performed using PCR-reverse dot blot hybridization. The relationship between HCV genotyping and
infection routes was also analyzed in 112 CHC patients. Results Six genotypes were detected, of which 6a, 1b, 3b, 3a, 1a, and
2a occurred in 224, 130, 108, 32, 14, and 13 cases, respectively. Genotypes 1b and 2a were more common in older patients
aged =60 years compared with young and middle-aged ones (P<0.01 or 0.05). Among 112 patients with definite transmission
routes, intravenous drug was the most common, with prominent genotypes of 6a and 3b (77.1%); and blood transfusion was
next, with major genotype of 1b (83.3%). Conclusion Genotype 6a of HCC is predominant, and intravenous drug may be the
main infection route in CHC patients in western Guangdong. Genotype 1b is common in older patients and transfusion-
infected patients.

Key words: hepatitis C virus; genotype; infection route

i BEE: 2020-04-09; f&iTHEA: 2020-08-12
EEEN: 2 La9e2-), B, ¥+, FFEN



