IR/ JLANE sk 2010 4E 12 56 9 %55 6 3 Journal of Clinical Pediatric Surgery , December 2010, Vol.9,No.6

- 457 -

5 RN Ih I PN B R Y B R R T
BEF BER RKE TR

56 KM I B N 8 2 (congenital idiopathic club-
foot, CIF) B # WE LB R Z — , AR AR R
WEAMRAER, 2MALYH 1%, B B2 K 2

~2.5 1MV REGRER RN RSN
KN TE BN WEEATERE, 581%.
EHNRE HREHERA R, FRAMKRBREAR,
HEANBREN0.39%, EERAMEF AN
1% DN BE RIRE —RERFEN 2.9%,
BIEH AR 25 55 Areao s s R s, B F i
[F) B FE R 72 BB XA F AR Ay 2. 9% , T B4R B XA
FIMER N 32.5% ' XA AR B e R
PRI B B R B S e RIS, EER
RUREERBEELEREDLHEANBRNELE KR
HRPEERZEMN, BERWT,

— Hox B[

Hox H P4 005 2 —™ 8 BEOR ST B BUBAF R RO 7]
BREEREEFIE, B 39 4 Hox HEHR, H0H
A.B.C.D WU , B—A AL T AR B G ik (7,17,
12.2) 9 189 ~10 MEHE, BFEERBR T B
B RABAR G AT R P RER, R —B&
14 180 bp HIEIRFF 5, Frdm A3 iy 60 >R IR
R R IREE MIRES 5 4 /€ i) DNA 731 & R B 44 19
HUEL R A5 B RT . Wtk EE,
A~ Hox EHFJE S, HoxD H 1%, HoxB 1 HoxC %
4%, HoxA 1 HoxD 72 17 5 B B o i 3 B4
R, Hox BEPRTE MR & 4= b i BAME A5 - A
7 HR B B G TE 43 A 26 B TR R R 5 T R Ak
B 72 R 35 s 2 -5 ) FE R BE AR TR U A SR T 5
2 5R B aRE",

EREGEHENBESTH A KER Ha
MIMEHEZE R EH X, T Hox HFEAF LA
P BRI RS, ERES" 532 4 CIF X
A 96 & A BEATEE BT , HFHEA T R E AU
RS, 48 1 HoxD ZERR T B R SE R D B

doi;10.3969/]. issn. 1671-6353. 2010. 06. 021

Ye& Bl VL LEEBEBRH (B B ,330006) ,
E-mail ; campelldo@ 163. com

¢ VQ/%Z\

2

i

BRI S BRENE, £ Hox RHET|IE e R M T By
PIBIERIBLE Y . DHox Bt 44 K N Tk
VAR T B AR LA R A B2 SR, 10
Hox ERE T FHENAME L ERF, IHNE
FAR, BU/NBILA A AR B E R H, AT
FEEERE; QX HERNET,HEHMBRE
AL, KB EEARNEHPOREBER L, FEUE
BB O N ARG, R 8 B E &R ,
WETY ; @FBUNE & B 6FE, &4 6 m A (20) 1
T BT Bk &, R R TR BT & A BT o

IEAEBIST R B, B4 Hox R R AR LT 4
R B BT RB9 K . Gumett CA 2 %t 199
MREBEITEWERE (B 177 MERES BN
B0 ANEHEE,3 MG AR DENREE
FEHIEE) #1TEE 7, &3 HoxDI0 RAEALT|
AR B B R 19 & 4, Ester AR & sz
R HIES AR, A Hox 2 H 54T 2K
MHEAEREZHULAM T ROREET, AT BN
BIEWTE ., NERKEDBNEENRE KBES5Z
FEBEH BT K

—. PITX1 #H

[ 98 S5 2L 25 4 3 R 1 7% B 7 (PITX) KR A
A 34,4088 PITX1  PITX2 ., PITX3, HEiWFsEiA
HLBARGY, S THAEARXNA PITX1 K
1 PITX2 £ R, FE L PITX1 #£H, PITX1 ZHH
ELF 1996 4F lamonerie 25" 7E o b R B, J&— b
BHERT - B R R R, 5 R A4 B
RESHMERBREARZETF LY, H250%
T SBEMAEMERE, FHAENRPIREREHE
B T ENETEREEERR Y, PITX] &
EEEAETHMNEE RS, WA LRRIZ
BT AR REN, BRI R BB P EET
PITX1 ZFE M35, B H T RS R B HRES
eI R R B s e Ay pE 4k b, PITXI 2 3%
R TSR R B 2T A, Xk
#RUAEA PITX1 EEA TR AT IR EEEEM,

AR PITX1 R F R R F A5 EAT REE

PDF SCH# ] "pdfFactory Pro™ X RAG)E www. Fineprint.cn



http://www.fineprint.cn
http://www.fineprint.cn

- 458 -

IR/ JLAME 2k 2010 4E 12 A5 9 %55 6 3 Journal of Clinical Pediatric Surgery , December 2010, Vol.9 ,No.6

FRBRE T TR, IR R T RA T SR AT
EHEZEEM, PITX1 ZERELSFHALUAT
JiZe R T e ™ s M A R S R BN AL
MEZRSEL R AR, KA ERR BLTE
L BRI BB ES A EHE BT XA
SR Y R PR R 2 PITX1 323832 K i, PITX2 £
BE" o IR P EZ A ZR 5 1 Nodal
HEEERIIERFTEARNE™ , X Wiede-
mann 1 Opitz 42 ifi 1 “ & & #PLHLH " 6178 22T B
& PITX1 ZER AR 32 BRI, AT A T B T 89
KRBT W™,

April DeLaurier & map AR R K,
PITX1 FH5E T BAULP LB & 3 B2, KX
TREEAEEZGRHEYU T HE: OFmERKEH
R QLA MURA R ; OfnI AL
f 4R A B ER S UL Z RIE TR AR S ; OfR R
HE=AE BEBHRERT; OFaEEAIRE
5 R AL, PITX1 EFE 2 59 HoxC10
i Thxd ik , BB 5EVFERALTE R (ZPA) 1915
550 F Sonic Hedgehog ( Shh, 7& If i & 5 1 2 Hh 2
REERIMGES A F) WERE, XM ETE LT
AF(Shh 7 bR ET M, M FTEAER
%)™ [FE, PITX1 B3R o~ AbL( 32 P
FHRWEE) 2 54 AT-", MARAT TS %
RN BRI EA K,

FER BN B L 50% S XU , 78 500 w7
hRERD A R, X5 PITX E130K ZH R 33
NKLUAT B 2 0 T BiRTE A&, 4 PITX1
FED R SR T B P B R ) B R DR R AL TR
Christina A "V 3 — A Z B A B R DB AR E
BT BT 5 AR 13 MR BEAT T B AT,
RB P EEES PITX1 BE AR K, — M5 U
HRREE c. 388C—A, REHARB R T HRAR
(E130K) ,PITX1 E130K 274 R[N 5 4 PITX1
FE DR e SR o R MY B A, IR B PITX1 E130K
7R H W B A PITX] EEH M F. B,
PITX1 "] 85 55 B A B R B R A 2K

=. DTDST #H

HRIEREBTA RMRE %% E T (DIDST) 2
—MEERREERE T, REFNEFENG
W AT A R EZEE &S — R DRt mR B
T, WX AR 2 217 1 WE, RETUANEH
V9 ANEHERWER, T8 82 kDa, [ ZHFES
AHA G, YT DTDST HH AT 30 FAHE

HyZ7AE , Hrt C862T/R279W 58728 B i H WL —F,
DTDST R H 5| KRB RFALER: OKE
BEA4L 1B(ACG -1B) ; QB REFALAE N2 (Ao
-1); OBREXBTAR(DID); @FFAKER
ML ZHERATART T, RRAE™
XoF 40 45 55 K4 T B Py R R AR LA 10 451 1E H e R L
H ) DTDST EFE AT IREBA T, K AR ML B
P9 B AT BB 55 DIDST HELH X,

P4, NAT2 FH

PRI, WM -5 SE R T B Py B R AR 5%, e
RAEM®RELE, REREHEEM™ >, EH
WA IR, PRE 50 5] 2 R0 38 , 3 e o A s
¥, B2AESHREE R TR, WRE L
R T B P R AR B M 5B ) BB B SR A P A I
WoXE, BB R T B A B R LR E R,

N- Z Bt R H B (NAT) RER A AN EZS
SRR, RAMREY R EZAWRER
B , BeRr SMR M S T AE WAk , X S R A A AR
B SRk SR R, A NAT A i
[ Zhil , NAT1 £ NAT2 ,NAT2 X 53 R R Z Be L 2L 0
18 ZBEALE, NAT2 BRA 3 fisx FEWRBEFA
FEH: M1 M2 M3, 33 N-Z. B R R B TS PR R AR,
PR 18 2 B4k S5 7 L B NAT2 5t B B A B 541 f]
—Fp AR SN B (M1 M2 \M3) B TE B & Bk
SRR AL, AR SR S A FE Y (M1, M2, M3)
g AT B8 B M R, AR A SRR
BRI, £ Bk B HRAE 3 55 2 B i A
RIEFEEN,

Jacqueline T Hecht &2 gt NAT? ik 5% R
T BN B R B X RIS, K NAT2 RS
PiFFENL [#18 NAT2 ZBrbBgil B3 L A N8
NAT2 Z. Bkl B3 &2 2 55 K By B R i —
ANERE R, HEENH T HZ R AR
(FERSRIE) B, BIUERA ) 4 - R ER R (5|
EHRXMARBEY) MABAE SR, W4
-RERRMAE HE A YT R X E18 L BLE
W, HERRE TR, M4-FERENLEAR
BYHRTIH T EXNRET AR,

HEIANR R, e R DB AN B R K ER B
FHERSHEERRLRERNSR FTH DM
HAERGIEEREDENEE, TAEREDEN
B R B ANEY T REKIE . HETE MSMTHERME
LB B R A RER T T T MEAMR, B2
MR E R R R A e AR A, 1R 22 22 B[R] i A

PDF SCH# ] "pdfFactory Pro™ X RAG)E www. Fineprint.cn



http://www.fineprint.cn
http://www.fineprint.cn

IR/ JLANE sk 2010 4E 12 56 9 %55 6 3 Journal of Clinical Pediatric Surgery , December 2010, Vol.9,No.6

- 459 -

HAE VLA S B B Z IR B R OL AR it
_‘ﬂ}ﬁ% o

10

11

12

13

14

15

8 & X W

Wynne Davies, R. Genetic and environmental factors in the
etiology of talipes equinovarus[ J]. Clin Orthop,1972,84.9-
13.
Lochmiller C,Johonston D,Scott A, et al. Genetic epidemiol-
ogy study of idiopathic talipes equinovarus[J]. Am J Med
Genet,1998,79(2) :90-96.
Pandey S,Pandey AK. The Classification of clubfoot practical
approach[ J]. The Foot,2003,13:61-65.
Beals,R K. Club foot in the Maori: A genetic study of 50 kin-
dreds[ J].N Z Med J,1978,88.144 -146.
Lochmiller C,Johnston D,Scott A, Risman M,Hecht JT. Ge-
netic epidemiology study of idiopathic talipes equinovarus
[J].Am J Med Genet,1998,79(2) :90-96.
Lome T,Lawellin D,Smith D, et al. Platelet calmodulin levels
in adolescent idiopathic scoliosis:do the levels correlate with
curve progression and severity? [ J]. Spine,2002,32:2703 -
10.
Goodman FR, Scambler PJ. Human HOX gene mutations
[J].Clin Genet,2001,59: 1-11.
Suemori H,Noguchi S. HoxC cluster genes are dispensable
for overall body plan of mouse embryonic development[J].
Deve Biol ,2000,220.:333-342.
Randy L, Johnson, Clifford J. Molecular models for vertebrate
limb development[ J]. Cell,1997,90:979-990.
EXRFE, DWE, R, F. EX DA #E 5 HoxD
EREREUATFERRLI]. FEADILSIPRE,
2003 ,24 :348 -350.
Gurmnett CA, Keppel C, Bick J, Bowecock AM, Dobbs MB.
Absence of HOXD10 mutations in idiopathic clubfoot and
sporadic vertical talus[ J]. Clin Orthop Relat Res,2007,
462.27-31.
Ester AR, Weymouth KS,Burt A, et al. Altered transmission
of HOX and apoptotic SNPs identify a potential common
pathway for clubfoot[ J]. Am J Med Genet Part A,2009,
149A(12) ; 2745-52.
Lamonerie T, Tremblay JJ, Lanctt C, et al. Pixl, a bicoid-
related homeo box transeription factor involved in transerib-
tion of the pro-opi&melanocortin gene [ J]. Genes Dev,
1996,10: 1284-95.
Lanctt C, Moreau A, Chamberland M, et al. Hindlimb pat-
terning and mandible development require the Ptxl gene
[J]. Development,1999,126(9) : 1805-10.
Reginald V,Jan B, Kumari W,et al. Increased CDX2 and

16

17

18

19

20

21

22

23

25

26

27

decreased PITX1 homeobox gene expression in Barrett’ s e-
sophagus and barrett’ s associated adenocarcinoma[ J]. Sur-
gery,2005,138(5) :924-931.
Szeto DP, Ryan AK, O’ Connell SM, et al. P-OTX: A PIT-
1-interacting homeodomain factor expressed during anterior
pituitary gland development[ J]. Proc Natl Acad Sci USA,
1996,93(15) :7706-7710.
Lanctot C, Lamolet B, Drouin J. The bicoidrelated homeo-
protein Ptx1 defines the most anterior domain of the embryo
and differentiates posterior from anterior lateral mesoderm
[J]. Development,1997,124 :2807-2817.
Szeto DP, Rodriguez-Esteban C,Ryan AK et al. Role of the
Bicoid-related homeodomain factor Pitx1 in specifying hind-
limb morphogenesis and pituitary development[ J]. Genes
Dev,1999,13:484-494.
Shapiro MD ,Marks ME ,Peichel CL, et al. Genetic and de-
velopmental basis of evolutionary pelvic reduction in
threespine sticklebacks[ J]. Nature ,2004 ,428 :717-723.
Christina A, Gurnett,Farhang Alaee, et al. Asymmetric Low-
er-Limb Malformations in Individuals with Homeobox
PITX1 Gene Mutation[ J]. The American Journal of Human
Genetics 2008 ,83(5) :616-22.
Marcil A, Dumontier E, Chamberland M, et al. J Pitx] and
Pitx2 are required for development of hindlimb buds[J].
Development 2003, 130.45-55.
Ketan Patel, Alison Isaac, Jonathan Cooke. Nodal signalling
and the roles of the transeription factors SnR and Pix2 in
vertebrate left — right asymmetry [ J]. Current Biology,
1999,9 :609-612.
Wiedemann HR, Opitz JM. Brief clinical report: Unilateral
partial tibia defect with preaxial polydactyly, general mi-
cromelia, and trigonomacrocephaly with a note“ ondevelop-
mental resistance” [ J]. Am J Med Genet,1983,14(3) :467
-471.
April DelLaurier, Ronen Schweitzer, Malcolm Logan. Pitx1
determines the morphology of muscle,tendon,and bones of
the hindlimb[ J]. Developmental Biology,2006,299(1) :22
-34.
Tomoko Yamaguchi, Yoshio miki, Kiyotsugu Yoshida. The
c-Abl tyrosine kinase stabilizes Pitx]l in the apoptotic re-
sponse to DNA damage[ J]. Apoptosis,2010,15:927-935.
Galante LL, Schwarzbauer JE. A Role for DTDST and
Synde-can-2 in Fibronectin Matrix Assembly [ J]. ASMB
Meeting Abstracts/Matrix Biology,2006,25 :S1-S94.
Superti Furga A ,Neumann I,Riebel T,et al. Recessively In
herited Multiple Epiphyseal Dysplasia with Normal Stature,
Club Foot and Double Layered Patella Caused by a DTDST-
Mutation[ J].J Med Genet,1999,36: (#5472 1)

PDF SCH# ] "pdfFactory Pro™ X RAG)E www. Fineprint.cn



http://www.fineprint.cn
http://www.fineprint.cn

