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Mutations of SLC26A4 are associated with
the clinical features in patients with bilat-
eral enlargement of the vestibular aqueduct

Yasuhide Okamoto®, Tatsuo Matsunaga®, Hide-
nobu Taifi¥, Noriko Morimoto®, Hideaki
Sakata®, Nodoka Adachi®, Ayako Kanno”, Sa-
toko Ymaguchi®, Atsuko Nakano”, Akira Tak-
agi®, Kimitaka Kaga?, Kaoru Ogawa®

YDepartment of Otorhinolaryngology, Inagi Mu-
nicipal Hospital
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Enlargement of the vestibular aqueduct (EVA)
is an inner ear malformation associated with both
non-syndromic and .syndromic forms of sensorinu-
ral hearing loss and dizziness, including Pendred’s
syndrome. Mutation of SLC26A44 has been found in
many patients with EVA, although the mechanism
by which this mutation gives rise to the malforma-
tion is still unclear. In this study, we subclassified
fifteen patients with bilateral EVA into an ‘enlarged’
or ‘borderline’ group based on axial CT imaging,
and examined the correlation of the SLC26A4 geno-
type with the clinical features. Two mutant
SLC26A44 alleles were found in 89% of the ‘en-
larged’ cases and 33% of the ‘borderline’ cases.
Mondini’s dysplasia was detected in 67% of the ‘en-
larged’ cases and 33% of the ‘borderline’ cases.
Episodes of dizziness occurred in 33% of the ‘en-
larged’ cases and 17% of the ‘borderline’ cases, and
goiter wwas present in 22% of the ‘enlarged’ cases
and 17 % of the ‘borderline’ cases. Serum thy-
roglobulin levels were elevated in 50% of patients
with either mutant allele. Mutational analysis of
SLC26A 4 may facilitate the diagnosis of Pendred’s
syndrorme and non-syndromic recessive deafness in
patients with EVA.
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iZ 50~40 dBHL % 1B¥EME & L TE% % KICEE
PRETE S, | BUBOEERMIRD KEEE
BEBE L IEBMLTED, 151 30 dBHL,
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25720 dBHL, 35T 15 dBHL (R¥—A¥T
DHElEER) ICEET 3, 2BMUERE~Y FRv
BRI X B IBEREMBERIMEN T L 2 3,
E, AMBRARECX ) KGEENERD,
1000 Hz M Lo FEEHOFICEETH D, 5 6%
TIRIFEALRAROBEHEELZB 2 2 LTS
2, L2»L, 6 U EDIRETH > T b EFE
(500 Hz DL T) OFICIEH AR EAMHRTH b
10 B CEREFIHORE B R & B U EE
LVt nwbhbiTwna, BEAREERICES
NHHARTO ABREME L USROFEBRENIL,
NS HEIERR AT 2 EELFLIRICIE A AL
T, BRICREEMGTHET 3Dtk L B L#E
ZonBMH, -
ZDHADBRORE T, AR, BEh%
ELHETORRPENOEE, BEERGOEAZE
RELELERBERCRICBERELT 379,
| BEE R OBETE % NI BT s LE
VHD, BELRERRZE2-OICREIRE
ZEBEIRE DR THENH B, A WEDTESH
METIZERAD L ) EE L HEREELRETE
i, HAMBOREOBERZTI BRI LICE
FHAHRTOEIRET -2 b Lic, FBTD
AEBl, 8B XRGRCOERFTOES L RKIGE
fEEEZ fER T 5 - LD EEh 24,
3. RIEE - EEE - REOHERE
FORBEOEE, FHRLHEE BEREEFD
Bk - B~ OMEIZFLIEEWE» & H 2 BET
BHIEDPERTHEIOLNTVE, TN6DE
R r e, LRBBESOHH (BEN:
Y THEIEOE, LFERET "7 A»ENS
F), B SESOHB(FE/r/ & /1 DHA,
B0 - LFOF - RAo A AOFEOHF), &
CILEEOEENEER2AIT 2 LA E 2
2 1~3)o
FRYALOBEFERZHNELTWS L
DNTEY, £EB6HAIEZBZ LRIV LD
MEZRIZ-ED EHFILTWE, ZLTEEI A
RIZZY XA L LIk Z2ERT LIk s, Y
RbDOHER, RPEREZOEBIERIEY
EEAAY 72 SRAIMEAE T B2
JERDE T TR 250, BENT

R EEROADHERARECORIGEIE (HL) OR
BB - FEBIREE (RE—AE: 7—Tbh—
VfEF, 1000 kHz)

1% (12~23 #B) 30dB
2% (24~35 #8) 20dB
3% (36~43 HH) 15dB

EIRE 75dB

3~4#B 60dB
4~7HB  50dB
7~97F 45dB
9~12#F 40dB

ELICHIREIDGE, BiElR s < £ TRICBEHENRE
BTH-T, F—DHRETH->THHR - [HCE
NEEZ CICREERZEEL, S5 ICHRREROE
(AAZE) pASVZ Ep b, BEEDORICEELER
LEOEEEFI0BREEBETILEN H S, &
EREEOEE (BURE - RERE) LD BRERER
KRN TEZELLORBTILEN S5, Z0LbE
MR DBHRER I ICRELLD RO RICEHESE £
BETBHIENEE LU,

H2HR) 2 ECRARIBNMESAR, BiRD B31HRD3
Hb, COTFFRICIEW- D LARITEIER
L2, )V ALREROENBD v n )it
WL BERH5, ZOFSFEICIE 400~500 Hz
HETOIEFPLYENSG CHET 5, O
WBEIRONEFOEE, BXOFERNTHRIENIEE
WTHBEEHE KL Tw32,
LRMBERZED L I IKEWTWADNZHAL
TV, HlIPHERDOBEVWPES Tdkl, #
REEFDOFOHRTERERZETE D, HEW
WHECFRICBEC R tvhbnTwd, 07k
DRI L CFEFRICRERTH S, 2L
AOIROERICIMRIC R 2RSS B, TOT
LG, AMEED O B TRPEBDEELEE
CCEPERERBLOCLETERLIL LBbN
%2,3)0

4., £&8H

BB IZBEIE R Pk, 2EEh
EDEFVILERDITMOZHRVEL, BE
EFEES BT L LTEEMITAERDTAE
BTHY, LR LA L 5> TEEFRRDT
ZEDTERWERETH B, BEOHETIRBR
HHh RS LAY, LEHREEID LI
BEEMTTHL TS Z EBHASRITRo T
39, 20k KALBROBPIEREICRES

JOHNS Vol.28 No.3 2012 261



