5522 %455 ) o ] 5 R R A SR 2 Vol.22 No. 5
2016 4£ 10 H Chinese Journal of Otorhinolaryngology — Skull Base Surgery Oct. 2016

> —-
DOI;10. 11798/j. issn. 1007-1520. 201605002 I F o=

Wit PCRIZEFEZSHEEEEEESE
E EHi2 B PRI M AR

XN =, FRE,PFTL,H &

(Pé R FMmikErR FHB0% kM FRB R EXRBRALIEE EELERE, Hd K 410008)

# ZE: BB 5 GIB2 .SLC26A4 Hl miDNAI2SIRNA B 8 A AR LR B AE T B AL M H 8 AP 1y 8
AR, Fik RATOE PCRIE, AR BEIREE MY 126 BiAR LA AR 5.3 B E4 7 op B3 LAY 3 A
&30 GIB2 SLC26A4 1 mtDNA 12SrRNA 1) 10 A $ 5 S8 AR (T AT , S0 AT A4 28 AR 50 o BRI 25 Rtk — 25
KRBT E TR, &R W HZOE PCR BARAE 126 filE45 & AE % B3 (non syndromic hearing loss,
NSHL) £ 5 rhker U HH 46515 R 2828 19 J 8 31 4], FRPE SRR 24. 6% (31/126) , o GIB2 XA {3 FE [H 584 | SLC26 A4
XLUAGEA 5L K 28 A8 F1 12SrRNA (134 57 98 28 4339 7 i A B 43 F R B 19 6. 35% (8/126) (2. 33% (3/126) #1 3. 17%
(4/126) . BLAM,IVST = 2A > G PAZ (L PR 2848 (A6 HE 3R B 35 11, 11% (14/126) ., GIB2 c. 235delC il SLC26A4
IVS7 —2A > G 2R T RN H I HGE 8728 o #F— 25 R FH B30 3 36 30 UE B PR 467 050, L 45 SR 5981 PCR 75—
W, % GIB2 RN ZAR BN 5T ATERN & W4 7805 R K, Hk Ol SLC26A4 X% 3 R 28745 Fl
12StRNA [ ZEAE . GIB2 c.235delC 1 SLC26A4 IVST —2A > G L ARHFFT i 3 WA 30 5 28725

X E R REMETER BB W Ok PCR; G A8

RESES . Q789;R764.43  STHEAFRIRAD:A  3CELHRE:1007 - 1520(2016)05 — 0345 - 05

Application of fluorescence PCR technique in gene diagnosis
of non-syndromic hearing loss

LIU Ya-lan, WANG Jun-cheng, DENG Yu-yuan, FENG Yong
( Department of Otolaryngology-Head and Neck Surgery, Xiangya Hospital, Central South University, Changsha 410008,
China)

Abstract: Objective To analyze the mutation frequency and spectrum of GJB2, SLC26A4 and mtDNA12SrRNA
gene hotspot mutations in non-syndromic hearing loss ( NSHL) population. Methods Mutation screening was performed on
126 cases with NSHL collected in our hospital by fluorescence PCR technique. Ten common mutations of three deafness-
related genes GJB2, mtDNA12srRNA and SLC26A4 were included. Then the mutation data were analyzed and
summarized, and the positive results were further validated by Sanger sequencing. Results  Allelic variants were observed
in 31 of the 126 patients with a positive rate of 24.6% (31/126). The incidences of biallelic mutations in GJB2, SLC26A4
and homogeneous mutations in 12SrRNA were 6.35% (8/126), 2.33% (3/126) and 3. 17% (4/126) respectively. In
addition, the prevalence of TVS7 —2A > G single allele mutation was 11. 11% (14/126). GJB2 c.235delC and SLC26A4
IVS7 —=2A > G were the most common hotspot mutations in our study. The positive results further validated by Sanger
sequencing showed consistent with those by fluorescent PCR method. Conclusion In the NSHL population studied, GJB2
biallelic mutations are the most common molecular risk factors followed by SLLC26A4 biallelic mutations and 12SrRNA
homogeneous mutations. GJB2 c.235delC and SLC26A4 IVS7 —2A > G are the most common hotspot mutations.
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