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1. B=rEHoEBN

Clinical Question
e EBE T2 LELRO)
[#ExEC]

BRI LT, A 1000 A2 1 ADEIE TEEHEIENEEN T DS, 209
B 50%ITELEFREELTWD EHEINTWD, 20D K 5 R RIEHMEELIAMNT b % K IEE
BE, EITHEOHIEO FIZ L EEEOHIENEEN TV D FRIEMENH 5,

IRl o Th, BEORKEC, HORE, ET0EAV., 2FMRHEER - &0HE.
R ERAThD, BETR2W CERICEORRZ X LHAHZ LI, TOHBEOIREE
DOER, HHOFH TR, 4B EEZEINDIFREEOLAEIHER EEZHET5Z &N TE
B RREMED BV,

657

Pendred JEEREITBEMEREBDO—DO T, HHREKLHEBREHTHD SLC26A4 B TER
NERTHD, ZOBEBRTFERIL, FFEREORIEKEIEECHERE LEZ LN TS, %
XK CRE L, EITHETHKETLIDEVERE 2T 5, Pendred JEEREDSHA . /I
IRHA LI FR AR IE-C R AR R IR FIEZ B X Z LT B Z R gho T3, £/, FEES
TERA RV A, BE LWV EFRTEROEERLOND Z MDD, Z0XHIZ, BEFZ
WraiT o> H T, BERTCTOHAFRZIY RS ENAEET, IR RIBEBEORBIZ L
TEENOXIGE IS Z E R AEEIZR > TL 5,

[sciR]
1Kimberling WJ. Hereditary deafness Am J Med Genet. 24:121-2,1999
2)Everett LA, Glaser B, Beck JC et al. Pendred syndrome is caused by mutations in a
putative sulphate transporter gene (PDS). Nat Genet. 17:411-22.1997

[#E4]
WA B
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2. BETZEHOES

Clinical Question
ED LD BREFNEBLFZEOENIED F9 0
[#a23r)

FEIR R 2 O BERESER . /K EILRE 4 O BMBESIXRFICEN 23R 5, £2, HFEW
P RIET AHBEES ., FOFTHETEER CETHICRBEELRD A0, BAHITES S
EUH B Lo O BEEE B SO EEREE T B EIG CTh B, FIEKEILR &£ 95 /NREEREER) ¢
1. BERIRIEIIRZRIE L CWRWERINEL . SETHIL 9 5BBCIBEICOWVWTOEER
FREPZEZ TEEVWELTH D,

[#z3]
Pendred SEMERE & BIEKEIER & £ O SHES OJRKEE FIX, & bIZFE—0 PDS #{xT
(SLC26A4 BIETF) THDZ ENME SN TS, Pendred FEMFERE S BIEKE IR Z 4L 5 8
FREER S, BOBIIESEEENCEESICKREBEELRD 5 b O MBI G ¢, EHFT#E R
e LB OEE), DIV, HEEOEITHE b T3, Pendred JEFEREOBWIENEIZ, 8
BE L FRARIE, I — NAEMHLEE ( Perchlorate FHEBRENE ) BT HNTWHR, BEK
B I AR AR AE & £E o 72 W Bl Perchlorate MHRBREMEFIORE L H Y . PDS &+
(SLC26A4 BI5F) BROFELHERTIZ ENZH EEE L 25, BICHERIREIZ 10 B
B COHENE L, S1D7/NREICIERSRTERRBIEZ FE L TV RS, RV R RIE
BROFREMEETRT I & TREFSCAANCEEZEE L, BRERA - UGS FRRICR D, £E
RF2MEITH 2 & T, EMITEE L2 L L THEDOEHOD E VOB, #IENEITT5
AREMERH D L LHATE, FERICEELZWE T Z LN TE 5, B, RN EEICET
LIEBEAEDODANTIREOEENTENTVAZ E b ARRFERE L TREESCANCEST
B EWTED,

[ciR]
DHFE B, EEEE, 2l EO  BIRCRT ARIEKREILIIE-XV Ny NMEBEREE O
BAfR - BAREEHH 2003 ; 4131 : 9-14
2)Tsukamoto K, Suzuki H, Harada D, et.al.: Distribution and frequencies of
PDS(SLC26A4)mutations in Pendred syndrome and nonsyndromic hearing loss associated
with enlarged vestibular aqueduct: a unique spectrum of mutations in Japanese. Eur J
Hum Genetics 2003 ; 11(12) : 916-22

[#:4]
A KET
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3. BinTF2MDTE

Clinical Question
Pendred JEERED B FZITIZIZT ED X 9 B FRENDLED
[#e3EC]
SIBEDY ) A DNA O SLC26A4 Bl FDOETXY Yy 21 =%V YY) BIUOEo YD
AT TGAREN (KXY v OFKREITERT 5 10-20 HHED A > b ) % PCR BETER
FOICHENE U, ZOBEERSZ B8 — 0 P —I LV RETIONELEETH D,

[fEa]

Pendred fEBERED KERSr 1L SLC26A4 BIEFOEENER TH D (Everettet al,, 1997), B
AANTIZ H723R (2168A>G) & W H EEDHENEH WA, LALLM L ZEEOLERN
SLC26A4 BETFDIFEFEETF YV EFEZXF Y VDRAT T A AMALIZIREIC ML TND

(Tsukamoto et al., 2003), Z D= OFEERBZEOT-DIZIZ, KBLETFOLTX Y U BILU%
TXYUDAT T A ZENOBRERSNEZRET DMNENRD D, ZOFIETIE—2H 5 W ITHEE
DTV BETHAWVIRESVREETLIFEEL TV AERIIRETE 2, DX 57
EREZHRETH72DI1IC1E., FEH PCR, MLPA(multiplex ligation-dependent probe
amplification), CGH(comparative genomic hybridization) 7 L A 72 EDFERH BB,
7272 L SLC26A4 B F TIEZ D& ) RERITBO THTH S (Pera et al., 2008),

TP DFEE U TREITE L DNERMCEERREL LT, FEOERDOLEZMEITT S
FERSH D, £lo, A7 YV —=227L LTJdHPLC (denaturing high performance liquid
chromatography) IZ X2 ~7 1 ZAREOKRHEZ A WS HES 5 iE SSCP (single strand
conformation polymorphismiZ L2 —A&E KA — a Y EROBRHEAND FIEIZLD
BEEROTHEOAEERS|ZRET DL H 5,

[sciR]
1)Everett LA, Glaser B, Beck JC, et al. Pendred syndrome is caused by mutations in a
putative sulphate transporter gene (PDS). Nat Genet. 1997 17(4):411-22.
2)Tsukamoto K, Suzuki H, Harada D, et al. Distribution and frequencies of PDS
(SLC26A4) mutations in Pendred syndrome and nonsyndromic hearing loss associated
with enlarged vestibular aqueduct: a unique spectrum of mutations in Japanese. Eur J
Hum Genet. 2003 11(12):916-22.
3)Pera A, Villamar M, Vi&ntilde;uela A, et al. A mutational analysis of the SLC26A4 gene
in Spanish hearing-impaired families provides new insights into the genetic causes of
Pendred syndrome and DFNB4 hearing loss. Eur J Hum Genet. 2008 16(8):888-96.

[#4]
FAgk RERE
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3. BIEFBUTOIE

Clinical Question
Pendred JEERE OB TFREILE D K 9 72562 AV 5 2>
[#E3E37]
FARMELMLIZ & 0 MR 2 B8, MER B £V Bl ERE 72 1T AR (U 7 Bk & BER)
ZEN, ZLT7 =/ —/b—7 v RV aiER EDOKHET DNA 2l U TEEFHREORE
ETHDONEETH 5,

[fza]
DNA [Z#RMNAS 7z ) — =2 aa iV i BN THHETSOREETHD
(Grimberg et al., 1989), ABLETFHENTOLTHIVUI2mlITE (BAWIENLT) O
THSHRETH D, MIRIBEET S &+47 DNA 255 72n=H, EDTA 72 & OFEEEA
EWMUZBROLEZHAWD, iz, BILICEERR 0225 E MBI AN DANCEEBEBEG L TL
FU, FORICHEBRFISMER L THIEELRWED, FEITHISLERD B,

[ScHR]
Grimberg J, Nawoschik S, Belluscio L, McKee R, Turck A, Eisenberg A. A simple
and efficient non-organic procedure for the isolation of genomic DNA from blood.
Nucleic Acids Res. 1989 Oct 25;17(20):8390.

[#EH]
FagKk ERE
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3. BTrigWork

Clinical Question

Pendred JEEH OB FREMBRIZIED L S ITHEIND DD

€iiz 9|

K38 D SLC26A4 BART O FEEFIZ T T, Pendred EFEIEZ 5 B TEROFESL
UTORBILVHETE, ZDLHRERN 2 H>OWERLET (7 L) 1ZHiTE Pendred
SEEREDRE & 72 5,

H W EEVEZ EHEEO S WIEIZFIZET 5, 1) ﬁ%ﬁ%ﬁ%v%@ﬁﬂﬁﬁr%%él%ﬁzﬁz &N
REINTWD, 2) > Pendred SEBEREAEE CTH UEENHERINTWS, 3) FHROERE
HEThs (BEIZBICITRVWEARAEEPEDLND), 4) 100 NRREOIEE R BEMIZITRD
ONRVWHERERTH D, 5) BFROMENEEZF X TEELRD,

REREZERITEELHOLROUEZFNET S, 1) BRTEEOKRK, Frier 2%
B ZUV—Lv7 b 2) A barOmAlld HRTFES] GT--AG 2 B{LIEHER, 3)
B2 EWFED SLC26A4 BETOM TREFEENTVWAT X/ BREELIEHER, 4) R
FHRT XV BRER (BET XV BOLIEBIET 2 B~OB#RR ), Thb,

[#z35]

Pendred JEFERI T ERAKLSMEEEREETH D, Z D72 SLC26A4 uzs% 2 DDOXIL
f5F (TLV) ICEENSH D & Pendred EEHOFKE 25, EEICIT. _ﬂif@{@WUD
Pendred JEGEFBE O SLC26A4 BxFDOMETTIX, 100% T2 7 Lb ’W:@ﬁ XYY (Wil
WIHFER S H B0 (Pryor et al., 2005), 35%4 2 7 L, 30%2 17 Ll 34%2 07 L /L
WO FER (Azaiezet al., 2007). BLO6T% N 2 7 L, 33% N0 7T LW I F5E (Pera
et al,, 2008) H®H Y. HAA Pendred JEBFEEE TIL 91%A 2 7 L 9%250 7 Lb &y
IFERTH o7 (Tsukamoto et al., 2003), 2 7 LIV TEENTED BIVAEED 100% THW
HEZ, ZROORFTHETI SN T RN T 0T —F —f8IEH 501 v b r U NOEER X
7T A AELIZ TE:Z?)&)Z) F 7213 SLC26A4 BIEF LIAMT Pendred SEMERE D RN EEF 03 8
HEWVWITMBANTE S, i, SLC26A4 BRFO~Tu#EES L FOXI1 BEFHHWVIiX
KCNJ10 B FDO~T 0 GO BT 05 Th Pendred JEFEHOFRK & 705 2 LR L
M & 7oz (Yang et al., 2007, Yang et al., 2009),

[cik]
1)Pryor SP, Madeo AC, Reynolds JC, Sarlis NJ, Arnos KS, Nance WE, Yang Y,Zalewski CK,
Brewer CC, Butman JA, Griffith AJ. SLC26A4/PDS genotype-phenotypecorrelation in
hearing loss with enlargement of the vestibular aqueduct (EVA):evidence that Pendred
syndrome and non-syndromic EVA are distinct clinical andgenetic entities. J Med Genet.
2005 Feb;42(2):159-65.

2)Azaiez H, Yang T, Prasad S, Sorensen JL, Nishimura CJ, Kimberling WJ, Smith RJ.
Genotype-phenotype correlations for SLC26A4-related deafness. Hum Genet. 2007
Dec;122(5):451-7.

3)Pera A, Villamar M, Vi&ntilde;uela A, Gand&iacute;a M, Med&agrave; C, Moreno F,
Hern&aacute;ndez-Chico C. A mutational analysis of the SLC26A4 gene in Spanish
hearing-impaired families provides new insights into the genetic causes of Pendred
syndrome and DFNB4 hearing loss. Eur J Hum Genet. 2008 Aug;16(8):888-96.
4)Tsukamoto K, Suzuki H, Harada D, Namba A, Abe S, Usami S. Distribution and
frequencies of PDS (SLC26A4) mutations in Pendred syndrome and nonsyndromic hearing
loss associated with enlarged vestibular aqueduct: a unique spectrum of mutations in
Japanese. Eur J Hum Genet. 2003 Dec;11(12):916-22.

5)Yang T, Vidarsson H, Rodrigo-Blomgqvist S, Rosengren SS, Enerback S, Smith RJ.
Transcriptional control of SLC26A4 is involved in Pendred syndrome and nonsyndromic
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enlargement of vestibular aqueduct (DFNB4). Am J Hum Genet. 2007 Jun;80(6):1055-63.
6)Yang T, Gurrola JG 2nd, Wu H, Chiu SM, Wangemann P, Snyder PM, Smith RJ.
Mutations of KCNJ 10 together with mutations of SLC26A4 cause digenic nonsyndromic
hearing loss associated with enlarged vestibular aqueduct syndrome. Am J Hum Genet.
2009 May;84(5):651-17.

[#E%]
MK ErE
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4. BEFREROBHA

Clinical Question
RIEREILROBB ROV b L, SOICEEFRETOILERH D
p)

[#52x]

Pendred EHRE T FURIRIES & 4 2 FTAEMEA S 1 | Sh0RF L 0 FURIRLE B0 R
MROTHNDZEHPR RN, BETFRENCT, 295 LETRINTRIZA S,

Fiz. [ UHIEKEVLARIE TS, Pendred SEMRE & 3F Pendred JEERETIX, FEATHICE
BHDHTD, FROBNEWET LT DICHETRETEATH D,

[##3]
BESIFRITETEKE DILREBERCHN Y XV 2T A L OFEEIX2 <. Pendred JE{EEENIE
Pendred JEMEREED, &) Z & LITHEERH T2 ENTWS,
Colvin BHIXBTEKEILKRE -T2 B ORKI 2B F1139E Pendred JEEEET 70.5dB.

VA T SN

Pendred JEfRRE T 94.0dB L HE L TEY | FROBENGOHEE, MIGHITEKILD,

[cik]
Colvin IB,et al: Long-term follow-up of hearing loss in children and young adults with
enlarged vestibular aqueducts: relationship to radiologic findings and Pendred syndrome

diagnosis. Laryngoscope 116:2027-36, 2006

[#2]
SR S5
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5. BETRE®ROHHA

Clinical Question
Pendred fEBREIZ I\ CEEREDS HEL 9 2 JRAIE
[#eEx]
R FEREYERAE 1K) 30%23 FURIRIE S & 0F L. Pendred SEMGEE & FEITIL D, BERRDO SR EL
BOENWEHESOTRIDIENDY, IERLUERIEAE LB L THEXRANEIZ G Y NEIER
ERITHDEEZLNLTND,

(ERi]

RRER B ILIIEIC FRIIE R G 0F L7z b D23 Pendred SEBRETH 5, FRIREITEFHLL
BIZHET 20T, RRBOMZ ZTORRIECHEL 5, HIEKEILK TIHEFHOK
BEEZH BTEEUORTHEL 200, BHIIER L2 6875 2 &880, BHE
DITERCHME. HDVITA MLV RAEE o NTITHIENE LT 5 Z LB H D28, YR LIZRTEK
BB L THEPNEIEDYAEERZEZTHDEEZIONTVD, KETDOIOEVHEE
ICEERE - B2 AV, BEROSE LTS BEIRIARELEE D,

[#H4]
T HE
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5. BETRE®ZROHHA

Clinical Question
R D RFE & Rl

[#e2]

Pendred JEMRRE 2 & T, BIEKE LR (EVA) 2 b DREAFIL, RFIRIZKEFEZE (A-B Gap)
O BERER O EZ T, B o2 X, mAlE, BRIET, Fr5BEOREHEET
&5 EWRZ, BRI, REOEFNIIEETETH DM, BXZ 2 BT ICEITHE)

ITHETLILORH D, £z, BRI, ZHZEVRTH, FERCHOND, BIDES)
ﬁ\ﬁﬁﬂ%%®%%ﬂﬁﬁﬁﬁfékéhéﬁ T U SRR E o TE2EbRn I &
HD,

[###5]

Pendred JE &R 2 & TeRTEEKETLR (EVA) % HOERNT, EFHRICKEEEZ (A-B Gap)
RS BEBEEROERE Y RT, TOREITHOEEHEIEC, MAMETH 5, BT, KE
PEERECH 203, (BB IMIT 15-21dB D A-B  gap 2FEYENRH D, T, HEK LIZRIEKE
23, thied window & LI 5 LRI TWA, BEAORIBICE L T, #EFEA2 49 EVA
BIR 164 D 0% FEEATIETH V. 20% B EATHEHIEE SN TW5, I 51T, FEEITHEERE
D 34%. ETHETED 50% CHADERZES LOBRENRH Y, LT LLEENEBZ ML
ITHE DB 2 R 3 FIOBEEILE < 720,

FESI OEENZOWTIE, FEEFTEE: SRR E L CRAT D L OERLH 523, B\ L
DRFREZROTICRET S Z L bV, Pendred FEMRRE L2 S -FlIE. % 5 TEVV

[ EEREOBENEE2BIR L,

¥ 72, Pendred JEfERE THI—® SLC264A DELRTEREZRO-REEHITL, & OFE I BME
FROBE, MAOZBOFRIIZEZRD, BREOE—O SLC264A DBRIZTEREZHE TS
WEREI T h, 8 FRRBE AT o oL, RS T 50dB 8 2 2 E B & i FZHEENCHE D
BT, BRIE, DT NICEFBICE B 2R 5 DA THIEDOEIT HERD R 2, OB b |
EEEBORLZNOL 9FRIEHFE @ﬁT%MWQ#otO

Pendred JEERE A &1 EVA 2R THEEOEAOKRBIZZHETHY . £ORKBILFE —O
SLC264A DA FEREZRD =Rl _:Iob\f% F— T2 7,

[>ciR]
1) Mori T,Westerberg BD,Atashband S,Kozak FK: Natural history of hearing loss in
children with enlarged vestibular aqueduct syndrome.J Otolaryngol Head Neck Surg. 2008
Feb;37(1):112-8.
2) Zhou G, Gopen Q, Kenna MA.: Delineating the hearing loss in children with enlarged
vestibular aqueduct.Laryngoscope. 2008 Nov;118(11):2062-6.,
AL — : Pendred SEBERED 3 Fl L FEIRGR. EA S BRI FHREMH S HFTRREE ;
42-45, 2011.
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5. B THREZROHHA

Clinical Question
RO BT FBHT A T2 DI E TN & SIH

[HedEC]

Pendred JEERICEIT D HHE I XFEEITEERCA ML AR VAL LTEATAZERH B,
P> CTEEER~DEESCREENEEI DS AR — Y (18T, OB TV R EHE LZEIZIX
AREBLEHICZRTHIZEDREE LY, LirL, FRACENMETRBZAZ 80, iz
HEEMNOHABEROT X TEHRET A Z LIXTEX R,

[##34]

Pendred JEEREOHRIIAE L., EREBRAICERT D, AR LOFERE LT
E%ﬂ%@@bwﬁﬁ\ﬁﬂﬂ%\7ww@m0ﬁﬁ\@Lwﬁm%<b@$%¢5@§\ﬁ
KEOHEER, BE. A MVAREBRFEIN TS, BEORETE (—%&TFBh) & LTtz
SLIEBRERTD ZENFTONDN, FOTRTERIT DI EIIRARETHS, £/2.
BRI EOFR R BT H BBV, HENTITEROIMER 2D BT D Z & FBER
EIRIT T DS CPHERER OZ VAR —Y Z AENICIT) Z L IBT A 2 &, R EOREITT
RETHHEEZLND, HEOBRHER - BHLE (kT & LTI, BHOELSD
F, BFIRRSIZEEL, ®F0VRERICTET 22 EL TR Z &, 2FPHNITESHIT
SHTHILEEETL, BIONETIIREE~OERENEETH D, BILRFOIRRE, L L
TR X AHREMEERE (2T IOV TIIMIEIZE S,

[>cHk]
DEEJIZE=, . AiEKEILRE, JOHNS 21, 1199-1201, 2005
DFFIFHEZ . fth : RIEAREILRICHE S EREO R H#E, Audiology Japan 43, 169-174, 2000
3)Colvin IB, et al: Long-term follow-up of hearing loss in children and young adults with
enlarged vestibular aqueducts: relationship to radiologic findings and Pendred syndrome
diagnosis. Laryngoscope 116:2027-36, 2006
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5. BETFHREHOHHA

Clinical Question
Pendred JEEREDHFEDIGEIEIZIZED L Y72 b DR H 5 ),

[H#ed230]

BIEEAE DYLR E B RN Y L _EOFENTET HHEEE, BT 28EOXREEL N
TWNWb, FOANZRALE LTZODZERBEESN TS, —DFFEHITEAR SICL 2%
RRFTHI R EEENIEOEERN Y /N5, HIEKE 218 U THIE. W12 K O A 12 BRI
DWFER KT ZETHY, b —DIEmBEEEONY L EBORN Y 3PRAIZ R L T
NFREBEETHZENEZILN TS, WTNOBFIZOWTHEEZD L DDIREILTE
TRNDT, EREEIEOIRER L FRICa LV TFROBEE, FRBIEREEZEELTCAT AL R, &
FEBBIZLDBENRENTWS, BEENEA CESHERNMEEE L & 2V ATHRERNERT
H 5,

[#771]
2T aA FESETERA, &2 WIMEFERR aFEROEEIC L TRIERG DIERZ #tF
LTITbh s, £, BERRRELARMRE, BHAROBEMEESNLD 2 & 28 L TT
bivd, —ik. FIREICHIEARE ORZEN. HDVIINY U BORERSRZ LN Z &R
HHNB, BRITZRONT, Ao TERDE(T 2H3H Y . HEITTOIR, TOREATA
THEDOERZRII—MRITL2Y BFTH D,

[>ciR]
1A. Asma, H. Anouk, V.H. Luc, J.P.L. Brokx, U. Cila, P. Van De Heyning Therapeutic
approach in managing patients with large vestibular aqueduct syndrome (LVAS).
International Journal of Pediatric Otorhinolaryngology 74 (2010) 474-481
2)D.F. Wilson, R.S. Hodgson, J.M. Talbot, Endolymphatic sac obliteration for large
vestibular aqueduct syndrome, Am. J. Otolaryngol. 18 (1 (January)) (1997) 101-1086,
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