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Abnormality in the TGF- 8 family genes and lung disease
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TGF-8 77 =T ILniERIE, B L O
RIOSRESNTND LT FIVEERT, BROEE,
EAROEEMMFICAIRBREEB LTV, ZOE
ERICBI DN FIEIZSEDHD. ZLTERERTFHERE
RE, BER, DERICREEZELITRBORBERT
ELTAETNTND DN HELEEINTIVD, Ik

BRICEFRITDEBELLT, BMPR2ZEEICKDEHEM
RS mERE, ENG HLUALKIREIC K28 EME T M
¥ 2 4 1t B L3R E (Osler-Weber-Rendu SEf&8%) hi& (S
Shd, BER NERNBESTHHEBTE, TCGF-8
73— IFIVEERNBS LT\ SNENEEX
BN HD.
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Transforming growth factor (TGF)-
B 77 I — 3R DY Y FHF
Do B—KI 87T 7 I)—Th
Y, TOZERLEEDRDTFIED
BLEKL Y FIMEERDF 773
N —ZFBHR LTS (EET)" TGFB,
A IEH W ¥ (bone morphogenic pro-
tein ; BMP), 4% 4+ 1k | F (growth
and differentiation factor ; GDF), ac-
tivin, inhibin, nodal b Z®7 7 31 —

CRY %, WHERT - ¥ VinER
BFORMIE, A rF—ufF i
AL D RIZ TR o THRE, B
ENTELbDLDH B, TGFB 77
I —OWMEF - ¥ 7S IVEERS
Fik, BEBY, TebLEADYE
BA L 2B i Ao A S h B L
FRENCRELZ VAT ATHY, €
ORIBIIIERICEH TH D, RBAEBE
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1. TGF-7 73— T FIVEERDF

SEKOBET R/ 5 1305 NHYF Receptor Smads
I RIZHE ACVRLI/ALK1 Activin A, BMP-9, TGF-81, TGF-83 Smadl, 5, 8
(type I receptor)  ACVRI/ALK2 Activin A, BMP-6, BMP-7, MIS, TGF-g1, TGF-32, TGF-83 Smadl, 5, 8
BMPR1A/ALK3 (BMPRIa) BMP-2, BMP4, BMP-6, BMP-7 Smadl, 5, 8
ACVRIB/ALK4 Activin A, GDF-1, GDF-11, Nodal Smad2, 3
TGFBR1/ALKS5(TARI) TGF-81, TGF-2, TGF-83 Smad2, 3
BMPRI1B/ALK6 (BMPRIb) BMP-2, BMP4, BMP-6, BMP-7, GDF-5, GDF-6, GDF-9b, MIS Smadl, 5, 8
ACVRIC/ALK7 Nodal Smad2, 3
EREOBETFH/ 5 30 % DER
TRZAE ACVR2/ActRT Activin A, BMP-2, BMP-6, BMP-7, GDF-1, GDF-5, GDF-8,
(type Il receptor) GDF-9b, GDF-11, Inhibin A, Inhibin B
ACVRZB/ActRIIb Activin A, BMP-2, BMP-6, BMP-7, GDF-5, GDF-8, GDF-11,
Inhibin A, Inhibin B, Nodal
BMPR2/BMPR II BMP-2, BMP4, BMP-6, BMP-7, GDF-5, GDF-6, GDF-9b
AMHR2/MISRIT MIS
TGFBR2/TARI TGF-1, TGF-82, TGF-83
RREBROBETH/ 5105 HETHRT
ESieia TGFBR3/TARI Inhibin, TGF-81, TGF-82, TGF-83, BMP-2, BMP-4, BMP-7, GDF-5
(co-receptor) ENG/Endoglin Activin A, BMP-2, BMP-7, TGF-81, TGF-83
CRIPTO/Cripto GDF-1, GDF-3, Nodal, TGF-81
RGMA/RGMa BMP-2, BMP-4
RGMB/RGMb (DRAGON) BMP-2, BMP4
HJV/Hemojuvelin (RGMc) BMP-2, BMP4
VA FERSTORETR/ 0% BT ARTF
Vv FESSF  CHRD/Chordin BMP-2, BMP4
FST/Follistatin Activin A, Activin B, Inhibin
LEFTY1/Leftyl Cripto
NOG/Noggin BMP-2, BMP-4, BMP-7
SOST/Sclerostin BMP-2, BMP-4, BMP-6, BMP-7

TGFB REUDFTFEHETHEKT 7 3) —Th b, ZHMK, MRAY 7T VEEREY Smad b BBEEEFES 5o

(W1 X DBIA - W)

HEDBRHRE
Osler-Weber-RendufE & EF
HEBBk
' RBEAT
dr>
oy
ﬂ ( TGF-8 Prr—
DRSZEG 1 RSEHKE
SRR
BRSNS \ Smad®#%
MarfanfiE{&E¥ e EEMRYR-Z
=
mHNAﬁEl 1. TGF-B7 7 3 —Y JFMzER & RizEE
— TGFB 77 3 =Y 7 MEERGFREVRERE 2o T2
SOOI KBS D, BERE, MERORELRALLS LOHE
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£2. TGF-B7 73—V T FIRERDFLE MEE

FBOHH - nAs 4 B ET
ERAYE 7 S04 T PERAEE <3 Smad €0
DR B R A R A Hereditary hemorrhagic telangi- ENG, Smad4
(Osler-Weber-Rendu fiEf& &) ectasia ACVRL1
Loeys-Dietz fE il Loeys-Dietz syndrome TGFBR1,
TGFBR2
KIS R B IRA Familial thoracic aortic aneu- TGFBR1,
rysm syndrome TGFBR2
JE RN 5 L E Primary pulmonary hypertension BMPR2,
ACVRLI
AAHIR Marfan fEfERF Marfan syndrome TGFBR2 FBN1*
Shprintzen-Goldberg i BB Shprintzen-Goldberg syndrome TGFBR2
Furlong JEBRR Furlong syndrome TGFBR1
iR Camurati-Engelmann 5§ Camurati-Englemann disease TGFB1
HEATHE B AL VAR R AR Fibrodysplasia ossificans pro- ACVRI1
gressiva
Hunter-Thompson B #+47 5#K fE, Hunter-Thompson and Grebe- GDF5
Grebe Bk SILRIE type chondrodysplasia
R ELE Sclerosteosis SOST
Van Buchem #§ Van Buchem disease Enhancer for SOST
[oF. 7% 2 =5 Brachydactyly type C . GDF5
AR THRIE Brachydactyly type A2 BMPRIB
HREHAE Symphalangism NOGGIN GDF5
3 B RRPREAE Premature ovarian failure BMP15,
INHA
3 27 —ERRIE Persistent Miillerian duct syn- MIS AMHR2
drome
REHEE PSS Situs Ambiguus LEFTY1 NODAL
[IBO#ER Cleft lip and palate TGFB2,
TGFB3
R MiEHEANEZ O =T R Hereditary hemochromatosis HIV
FEBANEZ U -V R Juvenile hemochromatosis
MEPEEEEE AEERY R -2 Juvenile polyposis BMPRIA,
ENG Smad4
BIEHIER U R — ¥ 2 KB Hereditary nonpolyposis colorec- TGFBR2
tal cancer
Bannayan-Riley-Ruvalcaba #E#%#  Bannayan-Riley-Ruvalcaba syn- BMPRIA
drome
Cowden # Cowden syndrome BMPRIA

TGFB 77 IV =Y VI VMEERFTOREREY e MRBOKEE 25,
*FBN1 (fibrillin) : TGF-8 ##& % ¥ /57 2 RE(L &€ T TGF-8 Rt x HF

TGF-8 OFeRE % Kk L, MR, &
FHMRORAERE, BERELZRT
ERPS WV, 2L 2, #iTtEbl
L M 8 98 BL #E (fibrodysplasia  ossifi-
cans progressiva ; FOP MIM 135100)
I3~ Aa I TR LIS hiEH %
WDFRBTH BN, EHOEEHR

AERAHILL CTHRE) S CTE RS2 D
V) BRLEREZ R T, ACVRIO
R206H (617G—A) T O ZERHFHE &
%o THET L (H2), %7, MF
FRORELVEERE Lo TVAERED
%\, BFRYENEIESE (primary pul-
monary hypertension ; PPH MIM
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: . HHT (Osler-Weber-Rendu
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