2015 4 Il PR - 5k WA e Sk 51 41 ) 2% R
29 3% 22 #4 J Clin Otorhinolaryngol Head Neck Surg(China) e 1941 -

A 1 22 5 DR I 5 AR N S H IR X 355 4l
AR 25 5 Nk 5 AR A A ARSI o B

Raw's g ZEESS HA

[(HE] B FAFERESEFRANERNNZEE BIREX 355 Al ESEAEEBRE#HTH FREME,
THRXEEGEMEEERENSTRE HFHUEEFABUEREGTRIE. AX:ZRABEAANZHEHBRE
WHRRHEFERMBILRE P OMEF RS GMEEEBRE 3L 355 6, FIH SNPscan AR X GJB2.SLC26 A4,
MT-12S rRNA X 3 MNFEE A 115 NS TR0 . &R 78 355 flIE G A MEHERE R LRI AHEERREN
B 89 (25 07%) ., FHrEARE GIB2 K 3 A BUR I B AR 53 4 (14, 93%) 4l & 25748 24 4] (6. 76 %) , &
BRERE 29 B8 17%), BRILZA, B R IBEH GIB2 EE MR ZERAH 3 B0 85%) ., BIH SLC26A4 %
AR B Y R F 33 B (9. 30%) , Hrh s A 54 15 B (4 23%) . B A A AR 18 f(5 07%), BRILZ 4, EEH
SLC26A4 EFE MBI A RBHERH 5 B (1 41%), Lk DNAI2SIRNA A1555G 2878 6 fi (1 69%0) . R & B
mtDNA12S rRNA 1494C>TZeA8 , £5i ;)i I SNPscan 23 [ 2 W £ R AT LU 7E 2 B 3 0% R VR 2 o B AT o L 1R
HEMAZT AR EI A . SNPscan Al $2 Ry KRBT EF AN RIEMR T REFMESH TR, HE
JEAE A

[%4i7] SNPscan;GJB2;SLC26A4; BRI LE S IE 1

doi;10. 13201/j. issn. 1001-1781. 2015. 22. 003

[RE4SZ%ES] R764.43 [xutrED] A

A new method for simultaneous multi-gene mutation screening in 355 patients

with nonsyndromic hearing loss of Inner Mongolia Autonomous region
ZHANG Di' DUAN Hong' YUAN Huijun' HAN Dongyi'
(Department of Otorhinolaryngology Head and Neck Surgery,Institute of Otorhinolaryngology,
General Hospital of People's Liberration Army,Beijing,100853,China)
Corresponding author: HAN Dongyi, E-mail: hdy301@263. net; YUAN Huijun, E-mail: yuan-
hj301@163. com

Abstract Objective: Using simultaneous multi-gene mutation screening to survey the molecular epidemiologi-
cal basis of 355 patients with nonsyndromic hearing loss of Inner Mongolia Autonomous region, we can identify the
causes of their deafness,and verify the new method for simultaneous multi-gene mutation screening. Method: Three
hundred and fifty-five patients with severe non-syndromic deafness from Inner Mongolia Autonomous region were
included in the study. The SNPscan technology was used for screening the 115 spots mutations in three common
deafness-related genes (G]JB2, SLC26A4, MT-12S rRNA) of patients with nonsyndromic hearing loss of Inner
Mongolia Autonomous region. Result: In 355 patients, there were 89 cases of deafness caused by mutation
(25.07%). 53 patients with the GJB2 mutations were found(14. 93%) ,including 24 cases of homozygous muta-
tions (6. 76 %) ,29 patients (8 17 %) of compound heterozygous mutations,and 3 cases (0. 85%) of single hetero-
zygous mutations. 33 patients with the SLC26 A4 mutations were found (9. 30 %) ,including 15 cases of homozy-
gous mutations(4 23%),18 patients (5 07%) of compound heterozygous mutations,and 5 cases (1. 41%) of sin-
gle heterozygous mutations. mtDNA12S rRNA A1555G mutation was found in 6 patients (1 69%). mtDNA12S
rRNA 1494C>T mutation was not found. Conclusion: SNPscan technology allows accurate, rapid and cost-effective
diagnostic screening in patients with hearing loss for etiology investigation. The SNPscan technology can serve as
a good diagnostic tool for large-scale genetic testing for hereditary deafness and should be widely applied.
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