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&b 59 TSH N EMEEAN~B S (TSH RNEY)7w) 2529 5580, HIRRR
FIVE VGRS (Selenocysteine insersion sequence-binding protein 2; SBP 2 ¥4
SE), FI UV AR—Z—FE (Monocarboxylate transporter 8; MCT 8), 35X UHUIKAR
FIVE 2R E (FIRBRIVE RISJE, resistance to thyroid hormone; RTHa,
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(TRH) (& FHEAFIRZ /T U T FEAFTEEDO HR

Kazumichi ONIGATA
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U (TBG), ¥AmaFv /a7 L
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BIRIRARIVE v DiEMEL « RiEMHAE
FURIRD B BT E N5 HIRIE RV E I
T4 THYH, 5-3F— FEEZE (Godothyronine

deiodinase: DIO) I & O EERVHHAE C ARG M 2
95 T3NZHENE (K1), [EMHEEICES
I AMRIE 1R (DIOD) & 28 (DIO2) THY,
ZNTHAUN - B & PR - PHGOERESRICHEE LT
V3", DIOL O EABENIMAP D T3 H=E DiE
Frcd v, HURIRBEREM TIRRE TG MEME T
T, T4dMDE T3NDOEHE & EIC 3,3,5-
trioidothyronine (reverse T3, rT3) 5 3,3-
diiodothyronine (T2) \ZH#19 5 AHY, 5-id—
REIGICED TA DS TS BXT T3 5 T2 N\
DANFLISEHS . DIO2 & 5" F— R SD
A2 E AW, HARIRBEREIR MRAE TSN |
59 %, Propylthiouracil (PTU) &k b DIO1
G EET NS DY, DIO2 1358722150,
3EINE T — FRER (DIO3) IXHIRERFILEY
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T4 C DIOI rT3
DIO2 | DIO1 DIO2 | DIO1
DIO3
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NH,
T3 H°‘2:>'0 COOH
I

NH,
T2 Ho o COOH

DIO1: type 1 iodothyronine deiodinase
DIO2: type 2 iodothyronine deiodinase
DIO3: type 3 iodothyronine deiodinase

1.

i3 — FERICKZHRERIVE VEEL - RiEHEE



12 (12)

DAREHEICEID D, FHHAsIRE « KIS - BRHESFIC
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X pi 2 g e T3 M BRI L T0a, LLED 3
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MNZEART 7 2D —IZJET % FIRIRRILVE Y
274k (Thyroid hormone receptor: TR) I
TRICIF 2O AV T+ —LDHIENTED,
ZTNZEN 3p24.3 ICPENIS % BiE{sT (THRB)
& 17q11.2 1A S % aBint (THRA) Ica—
RENTWVD, TNTNAT T A ¥ 2 T RE R
IRRDBWNC K OEEDT AV T+ —L (TRal,
TRa2, TRa3, TRB1, TRB2, TRB3) HH
HENTWVD, TOWMEND, ZARAKE LTOR
BEIE TRal BXU TRBL, TRB2, TRB3IHFE
IS TV, TR BIE T3 DA TH B A -
7z 813 20, DK T TR a WMENLTH
%, TOMEIXA/B, C, D, E/FD4 RAAYV
MH57%0, CFAA L DNA#GHEEZ, DR
AL VEBEITY TPV, B/F RA A VIER
IVE UG ZZNTNI S,

BICBE T L7 TR 3RANZBARTHZ LT/
A R XZH (retinoid X receptor: RXR) &N\
TH Bz L TENE RO T oE— 42—
b T3 JEES (T3 response element: TRE)
EMHEN 2 R RARERESNICH G5 (K 2),
T3 W TRICHSE L TWIR VKT, TR & TSI
Ko TIEICHHET E N A EEZ T2 L T0hd
B (FALYYIERD, chuciday 7Ly
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L, mEIEzEE T 5 a7 7 FN—2—HEH
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BRSO v FIVbIEE, a7 7 FN—
Z—3 A b D72 FIUERERZH LTV,
ZDEKIIT, T3& TR 2/ L THENEL T Diin
BHl#H L T\Wa,
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T4 FICimiE —kBIr (BBB) ICfAEd % H
kzA A > 5 AR—%2—Hf (organic anion
transporting polypeptide: Oatp) Z/TLT7 A
FEZYTICRDIAENSY, T TDIO2ICK
D T3 ICZHLE N monocarboxylate transporter
8 (MCT8) &b =a—mVicBiT, TRICH
BLTHMMRICT T S T3SIEFRNREEI NS
(K3)o TOLTYVAR—RZ—RHEIFEEDHK
PRS2 E 729,
3. BRIREER

HURBRFIVE > OB IFHRENE(L - BRNEE
DOFEIES K OB EN (R DOIERARIC
KO ERE - BFEmELEE /29, FRAADIE
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3. FRREMRRICE (T B RIKRAILVE » DX

MEL, HURBRRIVE Y OEZEH & & BITRER
WEY = IGF-1 ROAELZ NS 5, —/5, H
IRV E @RS F bR D FUGIPASH, SRR
W AEZ 729,

IR ARIVE VIERARSE

COBEZRITIE, HIRBR RV E G LR
(Selenocysteine insersion sequence-binding pro-
tein 2; SBP 2 BHEJE), FI UV AR—Z—HE
(Monocarboxylate transporter 8 MCT 8), %

(13) 13

U THUERIR RV E 2R (HHIRIRRLE v
AISIE, resistance to thyroid hormone; RTH)
TH5", @ T (T MAEICE»HH 5T TSH
EVHEE N~ & (TSH Ay omwm) %2
I BEEZENT HLEDN DB (F 1),
1. BRERARIE V DEHLES

Selenocysteine insersion sequence-binding

protein 2 (SBP 2) #fn1-EHEAE

(HREEHERIEETO

Se ZMHGICKDT X /et L /) VAT A Y
(Sec) EMETF, Sec dBIERE NS 321FHD T X
JETHOKIET R UGA Ta—FEN5,
Sec ZZLENA (R ./ Tu7 1Y, SeP) 3
b« B#micBH D, b b T2 D SeP Ein
THMFEET 2 EEN%, DIO X, b hOfEkE
TLIC B % 25K SeP ICJEd % (£ 2), Liz
Mo T, SBP2EIEFRHEIETE, TAND T3
DZHNCEEF 219" %,

Dumitrescu 5 &, #]% T SBP2 #{n TR HiE

e LIzY, REIEHRIMREORE (Tim

x®1. &T. (T MELCHHNOST TSHIENBREBEBA~BESEZ R REDOLER

TSH FTa TTs TTs rTs
TBG 1 - - 1 1 1
TTR 1 . N 1 R T
FDH - - 1 —I1 1
SBP2EGFREE /1 ) ) ! 1
MCTSEEFREE —/1 1 ! 1 l
RTHp -l 1 1 -1 1
RTHa -1 -l -l -1 !
SELSHRE - -1 1 I T

TBG:Thyroxine binding globulin

TTR:Transthyretin

FDH:Familial dysalbuminemic hyperthyroxinemia, Rt B#E 7L TSV MiE
RTH: Resistance to thyroid hormone, BRERIVES FIEEE

SBP2:Selenocysteine insersion sequence-binding protein 2

MCT8:Monocarboxylate transporter 8
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K2, EL/ 707 A VEGEFESTTFASINSE PORRE

+L/7OTA4Y FAShZErORRR

GPX1 HMe-BREFE-RIURV LR

GPX2 HILBRRDEE

GPX3 DME-BNZL

GPX4 I, LHEIFDIERR

GPX6 FXRMRE, REEE

TXNRD1 BEE~BRES

TXNRD2 B ~ERIERNVRKEBE IRV LR
TGR T, BROREES

DIO1 FRIFH RS, 3—FHRES
DIO2 BAERE, BHREEER FIRKIREERES
DIO3 RRIRPSE BAHEE RBHES
SEPN MEE, MEHES

SEPP PARMIREE, ELURZE, BRI
SEPS RE- RO Wb-RE-EBEE

SEPX B BEANAKEDEREL
SPS2 Bit~tLy-wL/7aT/oRZ

GPX; Glutathione peroxidase, TXNRD; Thioredoxin reductase

TGR,; Thioredoxin-glutathione reductase, DIO; lodothyronine deiodinase
SEPN; Selenoprotein N, SEPP; Selenoprotein P, SEPS; Selenoprotein S
SEPX; Selenoprotein X, SPS2; Selenophosphatase synthetase

fiE « ToEfE « TSH FAEME~EEEE S fED) , R ehree
L, B ELE S i ERE, BXTMmH
SeXfETH -7z (1)
Hamajima 5 &, ARHARNNLHZHE LTz
DY, BEEEIER S K R & HURBR B Re s 2
W FT, 2,63 (0.90-1.70)ng/dL, T, 18.3 (6.10-
19.4) pg/dL, FT, 247 (2.30-4.30)pg/mL, TSH
6.91 (0.500-5.00) p U/mL, % L CHREDR M
R B K T EEZ G LTV, BIRO
Se BEU SeP i, ZhEN4lpg/L, <0.05pg/
mL M TH O, GPx3 EMEIX<0.06U/ml T
Holc, BIo T, REHERO QTIX £ 5
& exon 11 IC frame shift IZ & O stop codon %
U % 138D duplication (de novo) Z fif84f
DEGHEANTOES (QT9X/ Mb15QfsX8) ZIA]
E LTz MEEZWIERIC L-T3IREZ B TR > T,
FCERICEE U CHIREZRO AU, BRIV E Al
ECREFEmOREZMES FEMINZ, L-T3A

BCTEEFmOEEZ DTSRI ENT

NHS5NT,

RO N SEF THIOREDRH O, B TFE
RIEIMHATH B, M Se FR2HITHRMETH O,
FEA R ORI ROV Ui (TSH IEH ~
i, FTS EUEME NIR~KM, FT4 &fE) 2R
UTz, RfICHEmER 280, 2 OfTHE
OB Z S IERFEZZE L T\, —&oD
FEBITIEEELD SeP RZICK B EE X BLNBIE
W GHAHMET, HEE, SCRUEROE, R EE L)
ZEt LTV,

2. BREBEARIVE VRIYVIALBEE
Monocarboxylate transpoter 8 (MCT8) &
(LR E

(XHEEHMEAMEREIEED (K3)

Dumitrescu 5 &AL FA R ZHE L7Z7,
RO TsDmfa & TR 2R U7z TSH
DFEXZ EFE TN -T2 R 1). HIRBRILE



BT H3TE H 105 2017 CPRR29AE 3 H)
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RCHBH, HHLpRE Rl C i O UK PR RER
T e D EEOHIMRERES (R, 7
PEPUBERREL, FRRETER BRI Y, BRI, 1A - B8
HEHLZLE) 229 %, WaAEND, W@WYRHE
HIE7E0,

3. BRRBARINEVZRKES

HERBR RV E VARISIE (resistance to thyroid
hormone, RTH) &, HUKBRKIVE VZANK
(TR) H5WVEZDY T FIREDRFEICKD
T3, T4 OEMDREE &N T T3 1S9 2 EERfE
BROSISTEME NI 2WAETH 27, RIHIRER
FVEY (T3, T4) MEfEIC & A 59 TSH
P E g B~ Sl 2 R 9N Y) TSH 79
WIERRF 2 9 %, WADIEHNI, 1967441
Refetoff HIC X DG E N7,

1) HIRIRRILVE VZEIK B (Thyroid Hor-
mone Receptor beta: THRB) &fz - EHIE
(ERAAENE - HEERE0)

19894 IC Sakurai 5%, THRB #ix 2 RN
RTH OFHATH 2 T L 2P 5N LT, AE
BEEMREETH O, 1ZL A EDIERID YA
BRIz L 5, Z% THRB & TASERED
KTHBNFHET 52T, I[EH THRB
FEXU THRA ORHELHE TS RIS b2
T4 7 (BHHEE FHZ2d %, 3005%RLE
DR S, ZOBHEIF40,000A1C 1T NEE N5,

THRB JB1a 1 ZHAEDHIKAR G EA I
HTHO, BIEMNZ TSH OfMIc X 3 U F A
FRORIRIEOAIC , e SRy A pERE FIEETEIR & L
THIIR, /NRIHTIRITEERMES « Z8) - 2EE
FHix EFREREFICMTIERZRD B DD 5,
PEEREES - AR TRIVE I ANISED RO AT,
FRORITRBERE(R MEIR & U CRlcRpass, BEFREE,

(15) 15

#&3. RTHB (TRBEMLFEE) O - FTROHE

ER-FFR $EE (%)
ER IR AE 65~95
S8R 50~80
EERMEES 40~46
LM -FEREE 19~42
IQ & 1E 46
ESE 18~26
BEREE 29~47
BEAEE 21
TSHAEY) 535 100

BRUBTELEZ 295 (X3), i
IR E L U,

Anselmo 51, Azores #lS D RTH KKK
(TR B {5 T4 5 R243Q) 1B W T RTH 2 H
5 RHADIRRADEE 2R L, RTH %2
H9 B RMADTESR (22.9%) &<, RTH %
B9 5EHAN S A U RTH JEEEROHAERT
W HIAEAREAK K TSH ASHIE K LIS &
NTWiz, 374&1d5, RTH 269 5 RHADS S
IR RHAD S & R HARBR ARV E VI 5%
BEN, WEHZVFEAKEICES LEZ 5N,
2) HIRIREFRIVE V2 AL a (Thyroid Hor-

mone Receptor beta: THRA) B+

(D

20124F1C Bochukova 5%, B KEEH Z 15
RCRREE, RERRFEEEE, YA TR, TR,
BIORIMEZ 2T 0BT 5 238 — LfiftT
IC& D THRA BEFZ5 (E403X, N7 H#EA)
ZEE LY, 6mOI—a v SOHANLRT,
LSRN 59, 25% 2 I HIFIC 8 RD
FLZERDThY, 6 RIFIKAN SR> T, &
% 1A SHEIEDMMIEZRD Tz, BRI X
CEBEi O EMED D O, BORIKT & ipaiES)
PEEIC KD, BIRDOILWAIGRH T > < D Licd
2R L7, MMESEHELDH D, frz2iivizo

HH, KAl
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®4. RTHa (TRaERFEE) OELGFRLIKRRR

E403X

E397fs406X A382PfsX7

HEEFE
Pk FoEUR IL—LS TR IL—L Tk
KRR
BEEE + + +
BEHEL + + +
HEET + + ++
RAEE + + +
EEE F + +
B + ++ +
KEE + + —
FT4/FT3 l 1) l
TSH = - N
IGF-1 ! I~ 1
xX5. ARKERILVEVOEMESEEETR
BRIl 2R RTHo O RIRE
RIR T EB- T EA-FIKIR R B2+ B1> «a E#
P figk B>a SHBGE1#
PR R R a> B RE-EHES
10 ik a>» B Rk
= a> B RS - 2R
e a> B HEEHET
e a> B {E58

N HL N LMo Tz, 13K 6 hAKDOE
EMNT79em Q08— ZA)V) LIRGETHD,
TR & EH 2 2 U NI O BUE RS E DVRI
TH %,
FIRBRSHEMRZE TIX, FT40.5ng/dl (0.8-1.7),
FT3 4.0 pg/ml (3.0-5.0), TSH 1.04 mU/L (0.8-
6.2) & FT43M&f, FT3 & U TSH 1AM
NTHDO, FT4/FT3 IE R U THEICKM
Tholzo XFFTR TIEARRM OB/ < 9iE
BEMEN Tz, E56Ic, KIEFHOLR L&
ERONEIE (BRGSO E#2.95%) 7238
Wiz, WOMRINETL/ 57, i+ 82/61 mmHg &
METH O, FHEIC I % HURER RV E AR
X —Hh—"Td® % SHBG ZFMHIC LR LT\,

L-thyroxine (LT450pg/H, 9MH) #&H5ICX
v, FT4 1.5ng/dl, FT3 7.0 pg/ml, TSH<0.03
mU/L (0.8-6.2) &7 ->7h, SHBG fEDOK
<, IRB X TIMEFERE L R4),
AFIOXRBARMN S, TR BIEHKE FHER, TR
a l3ERE, Wikds, O, HIRMEET, ThTh
FRZECTNB T EMHHL (FRb5),
IZICFAEENT RTHa l&, THRB Eig £
WICK D RTHB IdRBIMA e Bix s, wi&
D FT4 DMEfE~EAEE R &R B DI L TiE
BCEEMEES (F1), £z, RTHBMRA
T4 T T4 — RNy TR 2 R T2 AN,
RTH o TldkE%213 750, RTHRICHBNS
O FT4IC X 28RS EDRERIE, TR a HMVE
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Nk - IBc 5N %, RTH a DEBANIL,
KEE, BRGNS, JEEEN, Wik, ZLCH
JEEMME T 5. HURIHEREME Tld, (Ll ~K
Bl FRRD T4 & Efl~EHE LR T3, B&
U TSH I HEEffEEN TN S, TH Lk
HURARRIVE Al (T3/T4 LD EE) 1 ARMIC
BIHFRILVEAMHIC KD EEZIDBNS,

B H YU [T

FURIRR IV E > OTE (LR (Selenocysteine

insersion sequence-binding protein 2; SBP 2 &
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