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Disease specificity of anti-tryptophan hydroxylase-1 and anti-AIE-75 autoantibodies
in APECED and IPEX syndrome
(APECED & IPEX (2517 551 TPH-1 Uik & $1 AIE-75 HUIR DR FBFF )
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T BLUB MIEOZEEMEESIZL Y B ORISR G EA SND R, 2 IXREERIC
L0 HER. il SN %, B OAEFGRT AIRE 13 IREE _F R C oM RkEr SR o
RHFE LN LA KIS THROAORERICES 42 (PHREGEER), Tz ERL
REIZHEH U7z B ERO0E T ffaix 7 2 —7aun LA T #il (Treg) (25 W NiEE S
N %, Forkhead box §iz5. K+ FOXP31% Treg D434k, « lEAD ~ A ¥ —i&in+ TR MG
BERICHEG TS, 25 DOGEERA N = X LAORSEIT L /G B O Sk BN %
tH7-5 L, AIRE &1 D% %13 APECED (A CZ S IRN Mk E - B o U XE - 44
IR RIE) . FOXP3 i+ D72 R13 IPEX (X-HES G MEims « 2N WEE I E
BERE) ZokT,

IPEX O EEAOHETH 5 A O MEIE Tk AIE-75 (B CEiiE R 75kDa Hii)
K0 villin (2% 2 FUAD @V R L RR R AT 5, —J, TPH (FU 7 R 7 7 VKR LB
F) -1 1T D HURIIGREE 2~ 9 APECED H#E D 89%., R ESRWEE D 34% 0 FF,
L7 L APECED (25T 54t AIE-75 35 X O villin Huii, IPEX IZ31F 541 TPH-1 HLik D
AL, ARFZETiE APECED & IPEX (23517 5 TPH-1, AIE-75. villin IZ%4 % H &
PURZRET L=,

[ k]

Mg MiFITE R FICZE Sz IPEX JERRE 74 (HANG64, TAU I N1 4)
BELWAPECED23 4 (1 Z U7 N2044 . HRAN 24 .7 AV W N14) L0157, APECED
DA Z VT NBRED 10 L1350k (IP) (2 CTHt TPH-1 HiikErt (IP-positive). 10
£ Ekat: (IP-negative) T, fho 3 & I3 ARME (IP-NT) 7Z-7=,

PURDOER : TPH-1 (NM_004179) @ =2— RiEI£ K ¢cDNA %, Agtll & b+ 505



¢cDNA 714 7ZY (BD) #7771 —hk& L TPCR CHEiE, TA cloning #17->7-, BL%
DffEf%eA ¥ — & GSTR A E AR~V 4 —pGEX4T-2 |Z in-frame TH 7/ m—="
7 LTz, 2O T A RCIERERM L7- KGR BL-21 (2 IPTG {71 T Cit& & H GST-TPH
% FE Bl X glutathione-sepharose B — XA CHEFHRL L 7=, V = > b AIE-75 & GST-Villin
IZBESR D FETIER LTz,

7y b (IB) i : Var et v MiR%E SDS-PAGE Tik#Eh#% PVDF JEIZESHY
([ZHAE L, 1000 5 R~ 7 ZAE 7 7 v —F 141 TPH-1 Hi{K, 1000 {577 51 GST Hilh,
80-5120 fEAm R b Mg & 4°C T 16 Bt S ¥ 7z, b MFIT#ERE & GST B KIGHE
¥ % & TBST (Tris-buffered saline containing 0.1% tween-20) TR L. FERF RS
7 u vy Lz, 5000 {4 R HRP--FXHit k IgG HuiRk, 2000 %47 HRP-- v Ht 7 %
IgG Pk, 2000 1575 HRP- U ¥ XH V¥ ¥ IgG Pk % 2 IR & L=RIE T 1 RFREIAG S &
72 50 mM Tris-HCl pH 7.4 T 3 [HI¥EiF1%. Ni A 4 L 1#(£ T T 3,3-diaminobenzidine THiH
L7z,

FEHEATIZ, AT~ ONEN BRI Z -z,

[t 2R ]

G 42 2R 7 13t GST B X O TPH-1 Hiik & & Lz,

IP-NT1 413 GST-TPH & & L, GST Bl & 1350 L 72 - 7=, IP-positive @ APECED
8 41X GST-TPH & (Jis L, IP-negative 10 4 & IP-NT 2 413G Loz, BEAID
IP £ CoOH TPH-1 iR D#E A index & IBIED ¥ A Z —ORMIZAHBEIBAGRIZ 720> - 72, IPEX7
203 GST-TPH & i L7e o 7z,

bt AIE-75 HiiK1Z IPEX 5 4 T &4v. APECED TiZ &z »>7=, $t villin Hrikix
IPEX 4 4. APECED 3 4 Tkl s#v7=,

[Z£]

IPEX oifiigss AIE-75 & i L TPH-1 & a3, APECED @2y TPH-1 & K
L AIE-75 &t L7gino = Z v, 1L TPH-1 35 X OWL AIE-75 Huik 3%~ APECED &
IPEX |ZRF R TRIEMIME D & 5 Z & D3RS S v/, — 7 Ht villin $uiK1Z APECED3 44 T
B &, EORRMEITIED - T2,

$t TPH-1 iK% IP-positive ® APECED 2 4 Tl &3, IBIETO X A ¥ — L IP ik
TOREA index [IZFRIX e o 7o, Ko T, MREZ R T 2 PUL & ~7F REFN R
HPURNGFIEL., TOWENEFMTERDL BN,

APECED & IPEX TIIafFElEerIZiEWN B D05, AW IEFE g (+ ) TH s
HOPURN RS Z L2 LM L, AIE-75 13+ 815 LR ORIT-ICIAEIZFEL L,
TPH-1 iZ=r T rru~7 ¢ VHIRIZIRF LEBL L T\W5b, IPEX T8I BRI+
15 « /NGO JRFL e B & IR A 1 5 25, Bt TPH-1 iK1 APECED D& ¢
T 7ursu~v7 o CHIRRO R & BREOREMZEN R o5, 2 9 LIsRETNL &
B CHUR O O—8E, MR EBOTHLEREIZIIT 2 i ZaUiHk G E 2 e+ 5,

AT LI HURid D s MR EE R T, B AR EER G LIIEICE G5 L 135 21
<V, FEEE AIE-75 X villin 2384 5 BIRME T IPEX THT LbEEINT, HiZh



TPH-1 HuiRIZIGIER D 72y APECED @ 1/8 THETH D, 7B EHR E OKISHEIC X Y
[FE S 7 B APUsR D% < 1E in vitro T T Mg 2 K3 %, X - Tl EIZ W THUR AR R
BT FIESHAREICEE B 2 b s, £ OBEE CHUAS B CAUGE B MR IR Rk R
T L= HURICHRE A L. FeyR BEtEPURSE RMiE<> B Mila B & X 2 9ieR&2/r LCH
CAEGNEHEIE L C0D LB N5, T-BHHAEHDETH DKM Y > SHHHkIC T Treg
X B CUGHE B AR5 2 L v D, Treg OMERER T H CRUSHE B fllia 05 % ok
TEEZILND,

TPH-1 & XN AIE-75 |Z%F3 % H CHUR DR ER BT 20®§afﬁﬁ%ﬁ¢ﬁ'
RRMESE AR < KAF LTV D Al 2 R T~ 5, F 72 Treg O {kIcE 1T % AIRE @
BENZSOWTCIEigim s o D08, AHwEDk%@LHEXﬂiDE%L%fLEfT%é_
EE, FOXRENTIH > THEH OB EEZHND,
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AIE-75 < TPH-1 (=% % H CHiAI1Z IPEX & APECED |2 523 & < SERIZZ WA H
f%éoitAmﬂ5kTﬂ}1Kﬁ#éﬁ%ﬁ@@%ﬁim¢&¢E¢%ﬁ_%<wfb
TWDAEEER B 5,



