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¥ L B X & Domain-specific Mutations of a Transforming Growth factor(TGF)-
B 1 Latency-associated Peptide Cause Camurati-Engelmann Disease
Because of the Formation of a Constitutively Active Form of TGF-
B1.
(TGF- B 1 Latency-associated peptide DEPLIFRMNERIC & B TGF-
B1DIERBIEMILH, Camurati-Engelmann BODFRATH 3,)

WX EFHEZEAR F#H
& & A0 BHZ

CIE-Y)
B PN B— & & SH #|/E

[(Bi]
transforming growth factor- 81 (TGF-81) ¥, Bt T, BEFMiBHBFAROBE2HAT S &
KEDBOBREBIERMT 2 L8O TS, 200061, REFBORBREFMET 2 HRAEEERE
Camurati-Engelmann 5% (CED) OBRBIZFHM. 9 >0 MEEHEO 7 CED FR0EHEMITICL b, TGF-81
latency-associated peptide (B81-LAP) Th 3 Z &M S &% -2 (Nature Genetics, 2000, 26, 19-20), & FE
. CED O/REMIAHEHMNE LT, CEDBETA SN B1-LAP OBIZFER (CEDER) bl o3 HEiz>
WTHEIBERITRIT£1T - 12

[(Hikhs & Ui ]

¥ CED BEFTRON/BL-LAP D& I X REEBKE (R218H. R218C. C225H) O hydropathy plot %17 »
AR, EXR O LHBLT, TGF-B1EDRABUALOBELRERN TR S, T2 T, BROEBLER
%77 R218H KRB E L % A DKM M % FU T pulse-chase 712 & % B1-LAP OB ENRBIZ D W THEMT
%2fTo7, TGF-Blid. TORHE (FEHE) ~OKBEHMLE LT, B1-LAP & TGF-B1% & Ulatent TGF- 81
binding protein (LTBP) #» &3 R 3 HEW AR (large latent form) & L THibEh, LTBP 8L ok
(small latent form). B1-LAP AN THREE TGF-BINEEBRINAEBERHERT LIS, CED BEHXE
O BBHFARTRBEARKRDO LD LHEB L T, large latent form ORB R, FWEL LICENTWITHMDL
53\ small latent form HRERL TN B I EMNELMITE 1, Fo, EhThoMliokt® LEHho TGF-818
% enzyme-linked immunosorbent assay (ELISA) 2k D EEBL/ER. R2ASH BEHRO I HRLESFMIETIE
BEABRKOSD LB LT, 5 LU LD TGF-Bl1Mikitid hic, & 512, Bl X 2 BiR%E % AL TR218
H, R218C, C225H D B1-LAPER Y V7 GAER LR, ZRAB1-LAP & TGF-Bl1Lo&EE8BAH L. T
GF-B1MBHER (small latent form) & U THREBESHMNWI EMNPEOM LR - 12,

RiZ. CEDZEARIBTHBE~OEBII >V TR EMA 2, R218BH OXE % & > BE Rk O BFHRHMEFME D
MR, BEARRO GO LEBK L THAI LT D, EEREREFMIIC CED 0XRERFEEA Ll
REOTOHEOMBIBNR S, S OHEIFE I TGF-glLicxtd 2 PHIbik, & U 3EERMEF Mz To TGF-
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BIORBENHTIEKTHATFF A S U ANET A ETRBE L, &5, B Mt MG-63& R218H
BB MR T 2 L, EEHESHEEMREAERE L BS LB L TRFHEROMMO LENER SO
T2o COWMFEITHEIZ. FFHAS YV U TUMT 22 ETHHTE 2,

(]

WA RIZ CEDZERIZ. B1-LAP & TGF-B1OBAMMITBY 23 v 7+ A=V a VELEFIEEI L, B
HR TGF-BIHEHMERENT 2D KBR TGF-B1HMT 28R, TGF-BloEEMERIEE5ISRE T
CEMBH oML ST, D TGF-BLOTEHRILY, BHBIIE T2 BFMoMEILELREC L, AFTEERIC
Br3LEZo0h5, ThooMARiE. CEDOREBEHRWPT LTI EE 5T, TGF-814, BROoEFY L7/
VEFY VORI TERLERPYERLLLTWE I &2 b IT LK,

RXEEOHRRODES

Camurati-Engelmann #§ (CED) 3. REABBRORERERHM LT IEROAERKEBTH S, HFEESR. £0
E K E%F 55 trasforming growth factor (TGF) - B1 latency-associated peptide ( 81-LAP) OIBAFERMNLT 3
A/ AERTHEIEEHOMIT LI, TGF-B1id, BEBICE VW TEOEREBNAHALMT 2 &8N TE
h, ZOFEHRABIILLLAP KLV FERITHMBICHEBIATHS, HEEZER, CEDBETAOWBIZTFER
(CED£2) ik % TGF-B10BERIC DO THEIEMIZEINEIT - 72 HE. CEDERIZL 5 81-LAP OHERE
EHEH TGF- S1OEEERAEFISE I L, Z0EENERASETAROMIE S L CEHILETIERI T &
ERPoMIT LI, & 512, CEDERIZL 5 TGF-B1OFEHRALN, FH4 £ 5 v TGF- B LiTxtd 2 btk cil
Hlcesl LEWSICL, CEDRBRICK I 2R ARBER L, ChoOHBRRE., ChEFTRHETH -2
CED OiRBEHRWT 26D THBEEL SN D, /o, EBWICERNICFLET 3 S1-LAP/TGF- B 10 RY
BERIEL-> THERRNORBEB I T I LIGERICERE(, BHBEOIS BBV ETY V/7REIELTH T
GF-BlBLUZ0 Y/ FVANEENHE £ 60 ENFRINABOBREFRB O TH BRI EFT 60
EEZO6N3, UbED kS KEHEEZ. CED OIS THOFREBZIZL/LCERT S0 TH b, 8L (BEP)
DEMBREIET I b0 EBD SN B,
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