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GJB2p. V37I mutauons are the most [P —
y cause of |
heanng impairment (SNHL) in Taiwan.
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e «
Hearing outcomes are associated with T ) T T Sy o R o A
hearing levels at baseline and the duration -~ s - s oo - moomme e amn u
of follow-up. However, the audiological - e vy - om R Wuslera 34 WRUD s 0 ohia o
features of GJB2 ) V371 mutations in the - - B o oaw Pl “ “

adult population are unknawn. The poiig e o w e e g
objectives of the present study were to =y s s ot e w & »

investigate the audiological features, 2 psisd ool B < = soawve e e opems
progression rate, and allele frequency of - ¢ " st Wy e e . .
GJB2p.VaTI mutations among an adult b . Ay e - B seam am o ow anm ue

- - - w B geas  tr m pes  am
Taiwanese population. el frtoa, O Saam Ve P ot Bt ek oG . i = L e

‘Methods

Subjects of this case control study were chosen from 13,580 1l

P e s e L A e e e

g&ny?necrvaigacham ?eacnon R.Ve amn;zei :;;n;;m i ts with binaural hearing impairment (Table 1 and Figure 1). GJB2 p.V371 was associated with an increased risk
pure tone ) of hearing disability (odds ratio: 21.46, 85% Cl: 8.62-53.44, p< 0.001) in an pattern.

individuals who were homoz, gous for (;ng V37|, 129 who  Hearing progression rate is around 1dB per year (Table 2). GJB2 p.V37l, male and age when first

were helerozygoles, and 502' individuals who were wild type. he:mng lesl were the independent risk factor for hearing nsabilnty (T able’ 3). Additionally, PheWAS

Phenome-wide association (PheWAS) analysis was also JB2 p.V371 and fracture of the humerus (Figure 2). GJB2

per‘!o_;med to idenlify phenotypes associated with GJB pVITlisa pamogemc and prevalent variant of SNHL among the adult population in Tatwan.

We demonstrated Ihnl the GJB2p V3Tl ion was iated with moderate hearing loss and disability in an aduft, hDSpIL’\HJ:Bed T:uwanese population. Our result

indicated that age-related hearing loss may be related to genetic factors. Genetic tests for GJB2variants are suggested for populations with unintelligible post-lingual or age-

Lelaled heathnng loss. \l\;’e d early annual audiog! and assistive listening device intervention, as well as family genetic counseling to prevent poor quality of
earing in this group of palients.
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