2. BETRHOER

Clinical Question
ED X ) RER BB 2R O®@INI D T
[H#eEr])

FORRAE 2 £ 5 BEREER), aIE/KEIERZ AL ) #REMNIFICEIL 2RO 5, /2, HFEW
PRETAEHMBEES, TOFTHESTEER CIRESICRBEEELRD 54150, HEEIFTHE
EHE IR Lo W EEERE 1 SCHEBE S T bl T D, BIEKETERZAE 5 /N EEREGE S C©
M. BORIRIEILRZZRIE L CWRWERINRZ <, B FHIL 5 2ECIREICOWTOEER
BFREZZSTEREVWELTD D,

[#F#]
Pendred SEBRE & BIEKE IR % £ 5 HEIEF ORRERBLE L. & HIZFE—O PDS #Bis 1
(SLC26A4 BETF) THAZ LRHEIN TS, Pendred SEERE S BIEEKE LR 2 1L 5 &
FUEF S, BOBIIETEEH CRESICKREEELZRD 5 b O MAR T, EMITEELH
e U OLE), HFEV, BIEOETHE LI T 5, Pendred SEEREDZUWT LRI, B
TE & FRIRIE, 3 — NABLIEE ( Perchlorate HEEREME ) BET N TWAR, BHE
B I BRI E 2 £ o 72 3|2 Perchlorate M HFRBREMEFIOFRE L H Y . PDS Bx T
(SLC26A4 &) EROEEAMERTHZ ENRW LEE L 725, FRICHFRIREL 10 52
B COHBNE < S 7/NREBICIERIEFRBIEZ FE L TWORWAS B9 FR RE
BHOFREMZRT 2 & TREESCANCEEZEEE L, BHRA - SHEXREICR D, £2E
GFZWEITH> 2 & T, BTS2 2% L L THEAOEEHCO T VO IR, IS BT S
AEEERD D Z ELUATE, FRICEREZMWMET A Z LN TE D, BT, #REIEEICET
LIEEEDOANTIHEOESMENRENTWAZ E L ERRERE L THREESCAANCERZT
HILENTES,

[ciER])
DHE . EEEH, ZE BED BB ARIEKEIERE-XV Ny NEEREE L O
B% - BARESHH 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 2008 ; 11(12) : 916-22

[#HY4]
BAER REF
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3. Bi=zTE2lrolk

Clinical Question
Pendred JEEREDBLEFZITICIIE D XL 9 B HBES LI
[HedgC]
wW&EEDS ) A DNA O SLC26A4 EEFDOETF VY 21XV Y) BIOEZF YLD
AT T A RGN (B Y U OFKRBIZERET S 10-20 FHEDA > b ) % PCR 5 TEIR
ROIZHEE U, FOEERS 2 BEEt — 7 o — 2 L DV RETIONRELEETH D,

[#z71]
Pendred JEEREDKE 41T SLC26A4 Bl FOEENEREK TH S (Everett et al., 1997), H
ARANTIE H723R (2168A>G) & WO ERDBEENE WA, RSN b ZBIEDOER N
SLC26A4 BETDIFEFELTF Y UV EETX Y VDA T A AMALIZIRFEIC AL TV D
(Tsukamoto et al., 2003), Z D7 OEERBWDOI-DITIE, KBELFOETFY VBLUSE
TX Y UDAT T A A OEERINEZRET DULERH D, ZOFETIE—2H 5 W IHEHK
DT RETHDIVIIKBGBREETLIZEE L TV AERIIRETERY, DX 57
ERPHBHTH720121F. EEH PCR., MLPA(multiplex ligation-dependent probe
amplification), CGH(comparative genomic hybridization) 7 LA 72 EDOFENAN LD,
7272 L SLC26A4 B F TIE I D& H RERITBO THTH S (Pera et al., 2008),
NSO FEE U TREREL ONLRMTHEE mEL LT, BHEOEREDLZMFTT 5
FERS D, £, A7V —=7L L TdHPLC (denaturing high performance liquid
chromatography) & L3 ~7 0 ZAREOKRHEEZ AW HESH D0 it SSCP (single strand
conformation polymorphism)iZ XA —AKEa R A — a U EROBHEZ RS FIEILLD
AEEROIGEOHRBEERINEZRET DR H D,

[cik]
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&ntildesuela 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]
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3. BaTRHOKE

Clinical Question
Pendred JEEH OB TREIX ED X 5 3B 2 v 25
[#E2Ex]
FRARIMEE M2 & Y MR & B E, MERSBEIC K 0 B ERE 72 i3 BEEfia (U o 3Bk & BEER)
ZENL, £LT7 =/ —/b—7 wufLhikis EOJFEET DNA ZHiH L TR FHRE ORE
ETHDONRHEETH D,

[fzwi]
DNA F#ROL»D 7 =/ — =2 oua RV rhkz AVWTHETIONEETH D
(Grimberg et al., 1989), ABEETEFTOATHIUL 2 mIIFE (HDBWVITFENLLT) OFIML
THoEETH D, MERNERET S & +47% DNA 25572 2H, EDTA 72 & OHiEREA|
RN UTCBRMEZ AN, 70, BMICFRERI 05 ERMEIZANDRNCEREBMS L TL
T, TORICHEBEFIASEA L TbIEESRWED, BRIITISLERD S,

[ciR]
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.

[#4]
ok R
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3. BEFEWOFE

Clinical Question
Pendred JEMERE DB FHEEMRIZED L D ITHEI LD D)
[#eR ]

xR O SLC26A4 Bin T DO EEY| 2T, Pendred [EFEHZ 5| S I TEEDHFES
UTOREEZLVEWTD, ZDOLSRERN 2 SO LE LT (7 L) I2hHiiE Pendred
TEREEEORE & 725,

HIBFEEEFEEEOBEWIBIZFIZET S, 1) EEFRETEOERENREBEF|ZR TN
RENTWD, 2) 1> Pendred JEFEREEE TR Lﬁrﬁ\ﬁi‘ﬁﬁ lEhTWa, 3) %ﬁﬁOD ZEIRAE
BEThd (BEIZBIIIBROVEARERPTEDOND), 4) 100 NRE O EF 3 REMIZITFE D
DNRWHRERTHD, b) BEROMENKRBEZS|XREITEELRD,

RREZB SR TEELFOLEROMEZIIZET D, 1) BETFEEORK, TrEv AL
H TJUV—ALvT7 b 2) Ay barolflich s RFES] GT--AG 2L ST 2E R, 3)
B 55D SLC26A4 B F OB THRESNTWAT I/ BEELIEDIER, 4) HFEE
M7 I JBER (BT X VB LIERET 2 ) B~DE# ), ThD,

[#E7i]
Pendred EERE T H REBEKRLEELREBRTH D, 20D SLC26A4 B2 2 DOXAL

ZF (T VL) ICERRH D & Pendred EBBEOREE 25, EBEITIT, gz}’bi’CO){'ﬂ?ﬂO)
Pendred JE{REEEE @ SLC26A4 BFORSTIX, 100%T2 7 I//W’W:'?:ZPWD Oz
WIORERLH DD (Pryor et al., 2005), 35%43 2 7 L b, 30%03 1 7 L b, 84%% 07 LV
EWVWIHFER (Azaiez et al., 2007), BLO67%2 2T b, 33% N0 T L EWHFER (Pera
et al., 2008) &Y. HAA Pendred fEFEHBAE TIZ 91%232 7 Lk, 9% 07T Ll
SFERTH-o7- (Tsukamoto et al., 2003), 2 7 L/ TERNZED LN AMEED 100% THRW
A, 2L ORI THEIT SN TV RWnWT ot —4 —8ild 5 \WVIEA v b u U NOBETER A
7T A REMLNCE RN D B | FT21d SLC26A4 BsTLISME Pendred EBERE DR KE R T35
BHEWOFEANTE B, B4, SLC26A4 BIETO~TREAR L FOXIL BETFH DV
KCNJ10 Bl FD~T afES O "E~T 2EAE TH Pendred FEFEHDOKR 25 Z LA
Mé7poiz (Yang et al., 2007, Yang et al., 2009),

[ciRk]
1)Pryor SP, Madeo AC, Reynolds JC, Sarlis NJ, Arnos KS, Nance WE, Yang Y,Zalewski CK,
Brewer CC, Butman JA, Griffith AJ. SLLC26A4/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&ntildesuela A, Gand&iacute;a M, Med&agrave; C, Moreno F,
Hern&aacutesndez-Chico C. A mutational analysis of the SLLC26A4 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-Blomqvist 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 KCNJ10 together with mutations of SLC26A4 cause digenic nonsyndromic
hearing loss associated with enlarged vestibular aqueduct syndrome. Am J Hum Genet.
2009 May;84(5):651-7.
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4., BRLETFHRERODRHA

Clinical Question
HAIEKBEILRDOZE RN OWebh e, SLICERTFRETOILENRH D
D
[#E323c])

Pendred FEMFER CIIFREZEOFT 2 FBMERH Y | S DR L0 BRIBAVE AMEDORF
MADIT oD Z LDl 2, BEFRENCT, £5 LIETRIZAIREIZZR 5,

£72. B CRIEKREILRIETH, Pendred fEERE & FF Pendred JEMFERETIL, FEATRICE
DD, MROBHEHET HTDICBETRETIEATHS,

[##31]
FEN T RIIRIEARE DERBESLHN Y NV RT 5 E DML <. Pendred SEfEEENIE
Pendred JEMEEEDN, &V Z & LIFHERH -T2 S TVWD,
Colvin D IZHIEKREIER &t o 7 B O KA 2BEJ7133E Pendred JEMREET 70.5dB,
Pendred JEM&RET 94.0dB EHEL TR Y . FROMBENBROHEE, IGHKITRILD,

[>CR]

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]
TR T
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5. BTHRE#OHHA

Clinical Question
Pendred JEMEEEIZ IV TEEREDS HER T 5 JR KX
[#E2E ]
RITBEKEYEAIEITAY 30%25 R IE A &0F L. Pendred fEMRRE & TIN5, EEREDORRE(L
DOENWEESTEIAZENRH D, JER LIZRIEKE 28 L CTHERNEIZEh Y NEER
FEITHDEZZDNTNS,

(#zai]
RIBEK B L RIE FRIRIE R & 0F L7z D 2% Pendred SEBERETH D, FRIEILEFLILL

Blic BT 20T, RRBOMBZZITORRBECHEZ A5, AIEKEER TIHEFHOK
BEEZHIBEREEHORGTHIENS b, BRIIES LN o#TT 52 L0838, HHET
DITHERIME, HDVIEA P VR ZE o PFICEREAEL T2 Z L 3D 55, LR L7ZHIEK
ErxBL TUHMESNEICEDYAFERZEZTODEZEZ LN TND, RETHDEVFEE
WCEERE - BB AR, BHEAE L TS HERIEIRNELEE D,

(#E4]
R’ HE

27



5. BiETFREROHH

Clinical Question
IR DR & R
[#edEC]

Pendred JEERE 2 & €0, BIEKEILKR (EVA) 2 b DEANLARFBICKE B EZ (A-B Gap)
O mEEENOHRE A RS, oL X, M. ERMET, RO EEORKETEHET
HDTENEN, FRFIZ, KEDEFIIIFEITHETH D5, BLE 2 BIRTZICETHENE
ITHETLILORH D, £/, B, EHEEDIRTHE, HFERTHLLND, BHIOEE)
%, BEEFTEE ORI HRFE T H L ENDH0, BT LHHERE onT bW I e
B 5D

650

Pendred fEERE % & TRIEEKEILK (EVA) % b OEFIL, EFHRICKEFEZ (A-B Gap)
EEIBTEEMOHEL R, TOREITILEEHIEC, WMAETH D, BT, BT
PESERECd 5 25, [KEIRIC 15-21dB D A-B  gap ZRES ERDH 5, UL, HEK LIZRIEKE
73, thied window & LK 236 LB STV 5, BEAOFEIZE L Tid, HEEL 5 EVA
BT 164 D 80%NIEEITIETH V. 20% P EITHEEFE L ST D, S 6T, FEETIEEE
D 34%., EATHHEED 50% CHAODEEZ S L OWENRH Y, LT L LEALE 25
THEOHERE 2 R 3 B OB IR < 72,

BE /) DIEENTOVNTIE, BRERTHEZR EAMRIIC B U TR AT 2 L DR b H D2, 1L
PRBEEZRDTICRAET S L bV, Pendred FEERE & BWF SHIHllZ. 7 5 TEV
I, HREORENEE BN Z .,

F 7=, Pendred fEERE TR — SLC264A OBELTEEEZRDERRAITE, 0T IBE
LHOBE, MAOLBOFEIZELRDOL, BREIOFR—D SLC264A DELGFERLEFET S
IR T, 8 FARRBIE 2T o olilid, FHHES) T 50dB %8 2 58 % il B HEENCEE Y
WA, BRIL, DT NIRERICEENE 78 2 DA THEEOEIT LR o 7o, 0T b |
TEZBEVIRLRROD 9FFEFAERKETE2RD 21T,

Pendred JEEEEZ ST EVA 2R TEIEEOREDORBIZZHETHY . ZTORBIXFE—D
SLC264A OELETAEBZRDERRICBWTHRE— TR o7z,

[>ciRk]
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 SEMEAED 3 B L FEI#RE. EA S BRI FZHREME S HFTERESE ;
42-45, 2011.

[#24]
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5. BETREROHRHA

Clinical Question
O EE T T A7 OICEHE T E S )
[#E2E ]

Pendred JEMFEREICHT 2 EEHRIIEESERITESC A N L AR ER2FHLE LTELTDIZ ERH 5,
PE > THEEA~DOEBECEESEH DLW AR — V38T, HEOB(LCHENEZBRR LI
RELREHIZZZTHZENEE LY, L, FRAZBENETEBZ2Z2 020, £
AREMED HD2FRDOT N TERET 2 Z LIXTERY,

[fz7] ,

Pendred JEBEREDEERIIZE L, 220810, £13%x BT 5, BAOBE(OFHEE LT
TEERFTHERW, LV EE), BT, 7 — L OMONAL, LWL LA s IKE. 4
TORE, BE. A MVARERFEIN TS, BIEORET (—K&RFBH) LT
I LIHBRERET DI ENETONAN, TOTRNTERET A EIIARETH D, o, B
I EOBER S BATHZ L b2V, BEMICITEBOIMER 2D BT D Z &, B
TR AR CEESERB DL VAR —Y 2 AEINITY Z LI 5 2 &, R EOBEEITT
RETHDHLEEZDOND, HHEOBHHER - BHNE (ZRTH) & LT, BEHOELESD
T, HFEQSICEREL, DFEWRERIOTETZZE L L TR Z &, BERHIITESIIC
T HIELEEET D, FIOUNETIIREE~DOERNEETH D, B{LREOIRE, ML L
TR AR AEEER (ST I oW TR MIEICE D,

[ciR]
DREJIZE= 4 BIEKEILIVE, JOHNS 21, 1199-1201, 2005
DRI, i BIREKEILRIZHE O B ORSIFE, 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

[#84]
H#E e
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5. B TRE®ROHHA

Clinical Question
Pendred JEMEREOEIEDIEEIEIZIZED L H 72 D03 H 50>,

[#e223c]

BIEKE DR E B RN RNBOEFEENEENT S HE, #ITT28EOEZREEZ N
TWD, FDOAH=ALE L TZODZENEESNTND, —DIFEEEITER LIk 284
R RFTMREENTEOEEINRAN Y 88, BIEKE 2@ U THIE. M4 R U A 2K
DWFAEERZTZLETHY, b H—DIEBBELEDONY L /REDORN Y L3R MRFIZHR LT =
NFEEBEETDHIENBZONTWVD, WTNOBFIZOWTHLHFEZOL ODIREILTE
TRVND T, EREHBEDOIRE L FEIC a VT HROBE, EXBIEGELEELTATrA K &
ERZIC L DIBENR 2 ENT WD, HEENEA CESIHERSEREL L 2N ATRENERT
H5,

[##5i]

ZF A REEITARE . 55 I bR 7 o L FEDREE T 5 L CAER G O #%
LTiThid, 7z, BERZEELAEME, EeROBENMEEIND Z 2] LTT
bivd, —IR. FHRICRIEKE DFRZEN. HDWVIERY U REBORBERNRAALNZZ &N
BB, DRIZROLNT, Ho TEROE(LTIHNRH Y, REIITOI2V, TOEBATA
TAHAEOERDRIZ—RIZHRY BHFTH D,

[Sc#R]
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,

[#E4]
mA 3
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5. BaTFRERDOBHHA

Clinical Question
B ETERIE DRIz AT 1 A REEIZE S
[#exEC]

—&IZ Pendred JEFEREORMEORETHREICN L TORAT oA, REEIXIFED THoT2E )
WMENRZ, 2L, RIEKEERKEOSMEREERIIBAREL L ALGNSDOT, AT
A REGEE L IERERE D controlled study DBSMETH DD, —hask TCOEFER D72 Fi-.
HIEHIOHERECh 5720, IEWZRTEIFHINE LW O TEDEMEIC OV TOFETE S
AN

[fEi]

—RICBEDOHIREZ IR L TAT oA FRERE SN TNWADT, FIEKEILEIIEDORME
BEEHRRCT L TAT oA REAWAZ LIFFIIH > T3, 7272, BARICKRE L ZHIH
BETHZENENT EHHMENTND, EBICIDEIRIDEBDORSENILNETH D
DTAT A FOKRKE, REITOLDILD, Fiz. BHREOHRTAT 7 A FRHEEOEST
FHIEIZERA TH o2 WO RE L2, BRRICERMEHIEICN T A AT 01 NEEICET S
meta-analysis CT%OFFAMEICEMEZET 285055,

[ciR])
1)Johannes Fredrik Grimmer, Gary Hedlund, Albert Park. Steroid treatment of hearing
loss in enlarged vestibular aqueduct anomaly. International Journal of Pediatric
Otorhinolaryngology (2008) 72, 1711-1715
2)Chun-Yu Lin, Szu-Lan Lin, Chun-Chu Kao, Jiunn-Liang Wu. The remediation of
hearing deterioration in children with large vestibular aqueduct syndrome. Auris Nasus
Larynx 32 (2005) 99-105
3)A.E. Conlin, L.S. Parnes, Treatment of sudden sensorineural hearing loss: II. A
meta-analysis, Arch. Otolaryngol. Head Neck Surg. 133 (2007) 582-586.,

[#4]
mA B
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5. BTREZOHHA

Clinical Question
Pendred JEEREDEIT L2 ¥R A TN E XA A
[#e3E3c]
ERATHD, MORNEFEER, ERBICH L THLEETHEN, BT LEHFTHD, 2.
BERAEA LD, WARBMMLEL ) RIRICEAL T FWHOFERCTH ALIAFEORR
R bid,

[fz7i]

RTFE /K JEIOE OB BRI B R IEITTHEEIE - 2 2 55 0T, BFROFRIT
RBIFChHAHZ LRHRIEND, Flo, BRE+HEC b o2 B 2O THER D
HIREFBRINTND LEEDbNS, 6->T ATHNEOHRIIMOEEHEEEF I L TR
HThd, 7272 L, FMOBOMRMAFRBRHIC @D Y ROMEMERHEZ &5 O TEEN
VETHD, FEOHDEVRKITI2, 3HTHEEY, BETHS,

[cik]
1)Joseph Q.Ta , MiguelKrishnan , MarkR.Rowe.
Non-syndromicbilateralenlargedvestibularaqueductsintwosiblings. International Journal
of Pediatric Otorhinolaryngology Extra, In Press, Corrected Proof, Available online 18 June
2010
2)A. 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
3)R.T. Miyamoto, B.G. Bechey, M.K. Wynne, Cochlear implantation with large
vestibular aqueduct syndrome, Laryngoscope 112 (2002) 1178-1182.

[#]
mA B
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5. BiaTHRER O

Clinical Question
BsF1ZE T Pendred SEMRREE & WV iv7z, FHMRBIEITZV-SED B HIL
950, B LSS O IET

[#e32]

Pendred SEEREO/NE THMRIMEIX 10 MUBEICHBET 22 B2V EEbRTHET, L
L. 10 BRBTH FRRBEICRANAZ LR H D FERMICRMAI NI E0RELH
VET, FRBESHRELRZNZEHHD 7,

FARRESHER L2 GE. BREMASTORRERLVECBEBRRESNET, LavL,
ZOHRIIHEETIIDH Y FHA, FRIBESRES R VREL/EB LTLHGECRAE LOBE T
FRBOFRPITONDZ LbHY T,

[fz7i]

Reardon 5 i, BE #EHE & perchlorate discharge test [t (B 10%#8) D& % Pendred
FEfEREE LT, FRIEEOREEFELE L, 52 A 43 A (83%) ICHREELZRDOEL
7ro FRRIRIEICRA VBRI, 17 AT 10 R, 17 AL 10~15 5%, 8 AT 15 BB T
L7,

SERMEFRESRBRIE TIEEZRET AHAEIRA 7 UV —= 0 7 TR A SN Pendred JEREFED
N3 AT 2 NEEAERBICIThN 2 BERRE CHRRIBEAR LS TE LE,

FRIREOHEEIXIRE T I — FOBRUCEHRT A L &, 3 — FOEBREN SV & FIRAR
FEDHBBEE IRV E Wb TVWET,

FORBENHIR UGS, FRREOHE KX Z M X 5 72 O IR E T 2372 < T FRIR
LB VRFINBRESNET, LrL, FRBENEHETAZEDHV TTREORRITHESE
TIEH Y FEFFA, BEPEETHEESNIZEDRERRIREI N EWVDILTVET,

FARAMEN R E <20 | KEZEE LNEEEZAE UG FNALEICRY 7, H
SUIRTCIIEEETAZ RN EINTVET, EXRLOMETHERPNHEBE INAZ 0D
nET,

[sc#R]
1)Reardon W. et al. Prevalence, age of onset, and natural history of thyroid disease in
Pendred syndrome. J Med Genet. 1999; 36: 595-598.
2)Banghova K. et al. Pendred syndrome among patients with congenital hypothyroidism
detected by neonatal screening: identification of two novel PDS/SLC26A4 mutations. Eur J
PPediatr. 2008; 167: 777-783.

[#]
NATJR &
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5. BTREROHH

Clinical Question
A T Pendred JEERE & Wbz, FUIRAMEREIZ Y 922 D
yob}
[#ex2C]

Pendred SEERED BRI EEIX euthyroid 2 K¥: & Vbl TWET, LA L. hypothyroid
DOHFALH Y T3 DT, Pendred FEFERN LN D BERIMEEORE L ZIT 2 Z EBNMET
9, Hypothyroid TIiXFIRAREFNLE VARG X E T, Euthyroid T FIRAREDHE K Z
M2 DT DICHRIBFRVE VBB ZNRT D2 E83H D 9,

650

Pendred JEfEFETiE euthyroid Z/RTEFITRELE WD TWVWET, Pendred EFERE TIX
Pendrin O EH O SENIZERY IAE Wi 3 — RO RRRERA~OBEREAEESh, 39— NF
KPEENE LU TEET, ZHTHERBARALECOEAZBDEEAEIITERLET, Ln
L. 3= RF¥ X200 3 — FEE#ERsRELET 0T, 33— FOBEURE THllE
W a— FREMET L72EE72 812 hypothyroid & 725 & DEF 2 2% Y £9°, Pendrin OEET
BEIRED 3 — NEEBELZRTLOLLREEICEHEBEEZ LI BLDOETHD Wbt T
WET,

FOR IR RERR A Tl T4, T3 2ME T L TWiE hypothyroid & U CIEENSLETY, Bk
T4, T8 BNEHTH TSH 28 EH L TWiliX, subclinical hypothyroid & & 2 BB EZEE L F
T, IBETIEILARTF X NI UAD 1B 1ERSENMTOET, —&icmiE TSH E
EEFEN, T4 PEE ERIZRD L5 ICEXZTAE L $9, Pendred JFEEREEZHBISND
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