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Hedgehog(HH) {5 5 1 #% A2 31 ) K & 1) 0 8 1 4
2 — WL E Fr A 1 3 0 R sh 4 v R Rk HH
55 18 ¥ A 3% [FJf 2 M : SHH, IHHAIDHH. Indian
Hedgehog(IHH)E 518 % & — 2% B 221 K 6 AH G %,
TE 2 P AR B R Hp ok AR O OB I T 4% /E FH B 7ETHH
FE DR B 7N R (Mus musculus) 8284 T THHAS 5 ()
K FEUNREE N BRSBTS
4 R B AN R M. R H8E (brachydactyly) i 3 4 T
1903 4 7£ William Curtis Farabee(1865~19254F) 1# -8
SCHRBEE R AT, IR AN I # N SER G
AR BAYERT & BB R e R . BE S, T 2 A
A 7T, 1951 41X Foigd 4% 95 3% i 44 9 BDA 1Y Jid 5 i
(brachydactyly as type A1). 19634Eit2, BDA1Z & L&A
PR ik 42438 . 19784F, Temyamy F1McKusickPHRIE T
BDAITE— B AR R T, 19834F, Piussan
2 N[OV IR 1 S50 A 1) e Mk B SR R 30 BDAL A &
WWFFE O EAE 4G paR W LA S & MR /NS —
HAthREIR . BE J5 MastrobattistaZf A 111995 4E ke T
g3k B AR L K 22 78 B AR R S #L AU BDAL
K& B IDBAVRIRAE R A, 24, cA#d
100635 [F MR I BDAL K g il . B2 FK AT 2
FHiEE IR T 5 5BDA R 3 A, LL#E/RBDAL M
FORALEL. 20004F, i 22 38 K 22 5 bk H A BDAT

d: distal phalange
m: middle phalange
p: proximal phalange

me: metacarpal
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Je BN IE R NIF48, 4 B yBDALEE 1F48, Hoh fa 14
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TERE 2 BDA1A 4G BEAE /R FITHHAE 5 18 #%

R ThRe, ORHAE HYE . HE, X H B X —
B AR AT 4l AT/ RS G E T
BDAI1Z & 1134~ THH £ 7% (E95K, D100E FIE131K) X}
FAINRE S 45 A 1 AR SR, Wife] 6 77 55 B
BDAJ & 347 Pk &A1 75 X THH € 48 3 2UBDAT1 1)
FOR ML AT RN M AR RN 7L B 1 5 R
XTTHHAE @ B L 1 IR, X BDA 1AL R F8AE £
JRALE IR T IR A AT RE. A SCHL4E AR
SEORTHHAS 5 38 B AL 5F 78 AIBDA 12 45 F8 5 B0
WLEE, Sk 245 H T IHHE 5 18 B £ 5 3 BDA I EUR L
il 7R 4 F BRI 9 gk R

1 BDA1%E X THHZE H J B i 2 1

THH 25 [ 76 HH 7™ A 41 g A 4 A i, 38 3 Py s )
A2 46 kDK /NI & R AR, B E S KB 8T Y], %
AU IE Ik B B U013 F2 B A T 8 BN 4 (2
20 kD)% THH{Z 538 i THH 2 (1 5 B0 48 i b 1 32
RE APTCE: A RBUR, WERFTR, @it — RVIES
163, 2 FECT I H I EE R R IL, WiPtel, Glil
Hip12126) IHHAE 538 #% (1936 Bl — M g )\ i i HL 2
H 5 03 5 2= B R B 1 2 W5 (HSPGs) 1) L ARAE
H, TE BRI M 2 W5 5 A AR AT 4 B2,

EBDA 15 BibiE i, THH & 4B 1) 9828 #5467 T THH
A BN Th g X IR (THH-N). C 511 R AR B A3 4%
795, 100, 128, 130, 131F1154, ixX 67 & 7] G f IHH
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N FIHHEE B 5528 A 456 4 &8 74 698, R
IHH-N ] = 4E 8 B B 7R BT A 51 i BDAL 1) THH 58 4% #
AL FTHH-N ) O X3k U031, 3 6 58 AR W] G 520 7 THH
552 AKPTC I 45 4. 1Ep. E9SK 528 () BDA1 /) i 15 A
B FE K DLIhAS 5 B8 D7 4% 0 55, TS S Ve kg
K, [R5 41 SE 56 Hh R B 948 3 3HH R A% S 10
B W R B g, Mafs NN 5T I, p.E9SK
SRAF AR T NTHH PN it T 6 X AR 1, M 574 21 1E
W, H AR AR A0 1) = A AL, 1 p. D100E R A 48 T
JRAR AT, X e K HR I G5 18 B 45 A X3, RE
TEAMREHE, REEALEFEAERSERA
B At [R) I 98 78 THIHU AR, (1 76 200 0 5 565 w4 1 55 7
HHZ AR E APl LA, 7EBDAT /N AR FiiE
HoA RS 5 a L

A AR R THH R 42 9 BDAL K & B T 48 71 B 2k
MBI R, HAH &5 MR R T, B, 7245
ApArgl28CIn KA X R, BEMLMARE. &
SM. ME A SR, M 7EHE 5 p.Thr130Asn,
p.Glul31Lys5p.Asp100Asn ) 5K & 3 o &A1 L
iR UL [R] B, THH-N (19 328 i 98 4% 55 THH-C %ty 58 78 4%
5| k2 B& 1 382 4% # J% ACFD(acrocapitofemoral dysplasia,
MIM 607778)2%). X S F| 2 % 7R, THH AN /] 2842 Fir 51
HEC A 45 6 RN A TR I B T e 28 R iR B A% 1
AR &5 5, T B ARML AT A7) AR A5 21 8 6 e B

2 BDAIZE X THHAE 545 5 B 50

TEEMES Y+, HHEE A S S 4 i, 2 R 515
5 2RI M 1) 5 A7 AR R (A Pteh 45 . fE X HHER
(P A%, Pech 1) 1 3G Al 855 S A 1 40 Smo (14 1430321,
W27, MHHE [ 5Ptch4s & )5, PtechXf Smo (141
Bl PR, Smodl g, B AP GUE SR 7. R T
PtchF1Smo, HH 115 5 #2US I 52 21 HoAth 2 A5 8 1 19
W, A4 Thog (£ W L 30 4 Hh 1) 8] 5 2 Xl CDO BY
CDON) UL J Wi L300 A 1 8 A Hip 1 Gas1. Thhik [
F R IBAENE KT DL S B AR KR 48 g, PTHrP
HIhhJE sli— At s 3, BLER E Thh AT PTHrP 32 32 1
. A W R B, Col IXAEMS T-HLX — U bl
], B8 INThh 2R 1A, Yk /D PTHrP i 2 1A, N TH AE A 58 4
i 1) 2 AL 3. B (Drosophila melanogaster) f1Thog
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FLAE 5 #E S0 16 [ IR 3 Rl CDOFI BOC L & 2 A4
G ER S AT B £F 4 e 5 3 7 B, P Thog (1) 58
— N A4 EEEA R BRENSRMIER TSR
WEHHZE A 10 % 06 7L 30 9 SHH I 0F 72 R I L 25—
ANCDO [ A [R5 T 70 £F 4 3% 432 2 (9 A B8,

Smo/tF T NG &, #Glitk & WNIRZ) &
H Kif7 FTHHAE 538 i#% 3 22 iy ) 8 3% - Sufu R CH
k. fEBZ HHAE 5 K1 OL T, GlifE A 3% Sufu MIKif7
), @i PKA, GSK3B, CKI{EGlBE IR 1L, & h
T8 o R R i (1) BY U R A ) B E3 72 &AL I
B-TrCP A" 54 [ fift. fEAZEHHAE SIS M N, GlifE A
I 5 APy SRR A, B TR B S TR A
S FUHHH H PR R [ RIA, HA R 2 5L # 2 HH T
AR 3. DRI TR R D [l A L o 0 47 67 e i ik TR
(Ptchl, Ptch2F1Hipl) 2 M HHPC 22 (1) 2 g LA & Gli
B H BRI E3Z 46 52 78 55 [ SPOPRY,

G EBEHEvHMEVC RIEREINEERE A RIE
R IR T AN AE AR 32 IR ATF A0 3R B, Eve & DR R /0N R
2T R B R B S H, IHH R IE %, (BEIHHE 5 F
WK Prch 1 MGl W) 32 25 FRAK. 13— D 9838 B, Eve
MEve27ESmo T ke /E L 2GS 1% 2] T HHIE 5,
Evc/Eve2 3% 2% 3+ A & 52 M HH % S A9 Smo filf FR 41 Al
e, HEN RS T A EEE E X Smo /T THH
55U, K B Bve/Bve2 & 7E Sufu Gl T i & 18 Th g
W% THHAE 5. [A K, Eve/Eve2 2 Gl A1 #4041 Gli
B0 A B GLA 1 40 ) 06 2 5% A, HHAR B8 T~ Smo 72 K&
K BN B SRR 1E %5 S T Eve/Eve2 454 31 Smo
. XFEWEvc/Eve2# 5 T Smo FIFHHAE 5 #3E, IF
S PrSufufg T GlLBEuEEL.

EH R E IR, IHHE 58 2 8% %= 11EH, [
BB B AN TR 2 2 BT WA [R] 0 3 i i 48 S 8. 4R
1M, % 7 B0 a B A9 B, THH R 28 S 35 54% 9L
1l 149 LA SRR AT SR S = VE A )BT A

3 BDA1 R X IHH {E 5 T Jif 4 1% W ¢
) 5 Wi

HREZL-ANEEERNLRE, F2E 5@
Z 5 H 1| A FFTHH, BMP, WNT/beta-catenin, TGF-,
Notch (& 555, M HAANLHITIAANH T . XTI K
H oK UL, BDZRAS & — AN FEAR IR SO Y THH 3 227
WE A R Rk, 5 324k W Patched(PTC) 45 4,

Smoothened(SMO) & H G & 1t — RIE 514 %, &
Ll I B4R B S M R IR TR T G ISR R 4% T
FERIRIALY, R R rh, R Ci— R R 7 R 1%
B SR WO AN RIAE T, T AR ME SN A b A AE 3 Fh %
B R FGl1~3, FH 2 (847175 W [R) A B dE BT
FLIAIR G S256 % IR, LI GLi2 R R Th e Sz v] 5 3504
B4 A= oy AL B AR, LR 38 B K B R, 1 GL3BE R R AR
Al SR B P TR AR, $E R Glil, G2 3 B
JETHH R U7 225 (R 8% e Th e, 10 GL3 JU) i 40 i) 1 PR 140421,
{HAB A /D B S G 3R 7N, Gl AT AE S0 1) R I 366 (R % 5 1)
fe, T GI3TE HE L8 20 23 2 25 4 T Be W B0 T Ui 2k R 7
S GuotE AU 5T B, 1 [EBDA1ZK & [1134NHH
FAFIREIES T R U S I K Pech I M GBS, FL
FERIE B SR E T, AR R IHH R HAH b B AR A
THH & 0 Gl [ 1155 58 71 FEIK 7 80%. [R] B Aih AT
FTF /N R BB 2 B3 AN 52 31 S AR 52 1A [ T i
[Al Sostdc1, Penkl Figfbp5. I Penkl FlIgfbp5 Y1 e
B, T Sostdel /& BMP1E 5 A B, 2 AN Fi ki
BMP1& 5 4 1) 73 il A= K Kl GDF5 J H %2 A BMPR 1B
(1) 578 A] T EBDA1R BB XK WBMPE 5 5
IHH{E 5 —FF, &87EBDA 1 B0 ML AL T S B 7 &
HW R LY, XBP1s/& BMP2 E E i NiFHE R T, 5
BMP2 1842 i 501 4 4 A 2. BMP2i# i Runx2 /1 5 1
ATF6RIE, W 41 431k, ATF6 [ Ik 24 N i g 2%
1, (ATF6a) 1 yRunx i [7] K 1 7] BL A 4> Runx 2 41 3 )
RE R B 4L 1 434k, e 4h 2 ik 25 52 1 2 THH AP THrP
115 51401 20144F, YoshidaZs N4V B, Foxclilid 5
Gli2 1 E AR, R PTHP A, /& Ihh-Gli2{5 5 il %
Hp B 4 R

THHAS 5 38 B A 3 22 1 O 3 DAV FE R FE AR
THEMNE TR E, AFEITHHR A IRE ST
Ui 33 A 4 N TR KA A28 B 148501 L v Gl e IR 1
A5 (I Pteh % 5% 30E X T THHAS 5 78 i 9 15t B
T L R R 5E 0L 7E LR R 4 A A 7L rh, B S THH
A5 £ 1 SHHAR 5 IR FEAR AL, TR 1 AN A B K & 48
MO, Rk, 4BDA1 G BEAE HIHHZR AR H] 55 T ITHH &
IR, 3G o T L L, AR TR R R B
M, Mo rp a) 35 AN B E W Ok, H 2 R IRGLE B
L DNASE & 1 8 5 2 22 4 30 R B .

H 19034 BDA1 B! J7 i hF 51 &2 F 2= FATH W 5%
i, 24 CH R LZBDAI X R R I E, X 5K
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Al REBY. gk, BE A X6 THHAS 5 38 B 0 73R
ATy fe K L, THH R A& 5 31 BDAT AL & Ak SiE 1) BUw
HLHIBI 78 A B R N 8] 78 5 40 B B A B i 3R
BT R 22 1) o0 A IR AL, 3 B AE AR A0 o A Y,
AT DL T BDAL R &G 5 E I 72520, dlad ek A
FARNL S 519, R % 58§ 5% I M. (polymerase chain
reaction, PCR), 7] ¥ 2 284X THH 2R [ P3). [ Ja 78 /N B 1
[ 78 S5 40 B (C3H 10T 1/2) Hp 43 7 6f L BF A= 284l 5 A8
RIHHE A4 5 015 58 BRI, THH AR & [ #2000

T 5 T2 R EARER, R 2t — R4 24N
WS 545 5 1& S, R T iFGIEAZ 51
2. 5 AFUM TR A 2 5 B R R R i R . S
AT AEMTEE S RIVEY LR, R
ZXTHHE A G A% — RIE A 8 A
BEAT AR B AN i T IHHA = i B A 4
LR SRR AT (8] AR 1k, H N IR BCE AR A
ft e A o 2 0 R G T T SR B IR L AL ), RIS
MERGE A2 1 F ERAR B IHH I RAAE AR B 1L
FE A AR i e £
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