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Van der Woude JEMZERE (LU VWS) 1d, OB - OFZ (LLF CL/P) ITERET
BEEMIRETH S, WS ITERAKENRERE L TERBINDS ZEORE
RIBIRT2Y [RF6 TH 2 Z LR EBBRIFRDED SN TNBEN, WEEE
HWENIARA TH D, BEEHIT D RHZENE N,

SENE, BTt P 7OEBERICTSEHMNT,. BRAAODVWS D
EREERIZDODWTOBMBEED B /=D A EWNTEEIfTo 77, K-,
IRF6 IZ DWW TRz TR 2T 5 7z,

II. BH7E RE K O 1%

WA RENL, 1982 FE~2012 £ £ TITBHIABE R Z ok 2Rk ik bt % 5%
2 U7z CL/P B3 4209 & U7z, JEFIE VWS O 22 5 (VWS #f) SRS G
M5 VWS22 Bl 2 BRUN 2 4187 1 (01 > — L) @ 2 BRIT AT, SR04
PEE. HEFIELGEFICODWTHELE. BB, FEEREIIIY )
FOA-BREZEM W, BB 5 %R (PK0.05) 25> THEELE. £k,
IR D16 NI FHEN SEERY > IV ERE L. IRF6 IZDWT DNA > —2
ITAZ{To7.
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1. VWS HEER
CL/P EFBEZE5HT25DI1F 24 HITHOD, 55 2 #IE Popliteal

pterygium syndrome (PPS) TH -7z, VWS EZWr S N/=EHFIT CL/P4209 4
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F 22 HITH D, CL/P H D VIS FEERRIZL 0. 5% & 72 7=,

2. BHOHERDIIFE

VWS BED /B (LT CL) & 27. 3%, g OE& (LR CLP) 13 59. 1%, O&%

(AR CPIX 13. 6% TH o7z —H. 2> hO—)VBED CL 1 32. 9%, CLP I

41. %, CP I3 25. 4% TH > 7z,

3. #AFDOE « OBHE TBEEOAHR

CL/P BEOHREPOTEESHRIL, CL BETO. 4%, CLP BE T 0. 9%,
(PERFTO3%TH> .

7B, CLP D55 2 Flld PPS ThH 27z, WS ORAIF| O FEEA MR,
CLTTO0.4% CLPIZ 0. 7%, CPIX0.3%TH 0. HAR D FEEDSHRIL CLP
MEBE <. KATCL, CP &z,
4. BEORIR| DB L =R
VWS BETHME 40. 9%, 2 59. 1% THD. a2 bO—)LEIIEM: 52. 9%, &
PEAT. IRTH o Tz, 2NS ZHEFNT 08T U7 #ER. VWS BED CLIZHE M 16. 7%,
20 83. 3%, CLP VX B4 53. 8%, ZMh 46. 2%, CP V3B 33. 3%, i 66. 7%
THolze —H. A2 bO—)VBED CLIZB M 53. 4%, 2214 46. 6%, CLP |35
P 60. 9%, ZeiE 39. 1%, CP 15 39. 2%, 2k 60. 8% Td o 7=, VWS £l CL
ERFHICBNWTLKHERFEIIEN > -,
5. VWS 28y — 2 EFIVER W

VWS EETHRE LZE 25, FAIEOERIEI3EFS D, TRTEMHTH -
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7zo MEEX1IMFEOREFD 2EOEFAME DD, FHEMESLTLH LT
WSO TN 72,
Ml OERS SEFIH D, MEEIITRT2ETH 2,
FrMEOEORRE 7 HH 0. TEER 1 EOERS 2 #OEF B iR
N, R E FTREORCSAE TR RN - .
MAMEOEOSHIGEFTHD, ZORAULTEREDL | HOEFD 2§
DFEF B LD 5Tz,
EORBIZBNWTHORAIIEHL TIL, T2UBHTHD. FE2NBH
X1 FBFED NN Tz,

BRICEALTIE, 3EHDD., EHIZBNWTROBHTH 2. TEE
HIRT2METH o 7=,
6. B HEDEBLR| DR D ELig
VWS D LA 2. CL 6 FlFTIIARIZ 0. 0%, £ /I 50. 0%, WiHIZL 50. 0%,
CLP13 #lH T AMIZ 23. 0%, Z=(IZL 30. 8%, MIMIZ 46. 25 TH o7/, T >
b o= VD EAZENL, CL13T8 FIF TIA I 32. 3%, A 54. 1%, TE{Hl
Z412. 1%, CLP1745 B TIZAMIZ 24. 6%, I 43. 0%, W2 30. 0% TH
o7z, WSE#HD CLP ITBWNWT, mAIENE RITEMN-> 77,
7. VWS D FEREOB KO DM
VWS Bf 22 firp, TEED | BOERFNL 6 #l. 2EOEFNL 16 FlTHo 7

2N, BEEEDOMIIIFEEETRD 5NBh o7,
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8. KR DFRIBENFEHIZDNT

VWS B TiX 3L 88 THD., O hO—IVEETIX 7.8%TH o7z, WS HOK
ENFERN I > hO—)VHEEEB L TERICEWETH - /.

9. BEFHMITONT
WMROEBEDHESNIZ45KFR 12 NITHU T, DNA > —J T A&{To 74
R ONCTHEEERZRD, 3ANSGIE exond TOF > AR, 2
A6 exon? TOI A AERZHRETE, ZN56 2 D0LRITRZ
WMEDBWEEBITH o2, £z, 6 AMSIE exon? OLHE U TEE:
INTND 152236371 2Dz, NS DEBELFHATHERE WS #5/%
— BT OBRIITHREAME T o 72
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1. Van der Woude JEMREFICDWNT

CL/P IZBEE# Y BIEMEEDH T, CL/P ERRKMETREZSHT 2 DN VWS
THD, WSIEHK 808DEZBERZ D DOHERAHMEBEERTH D Z EORKE
T IRF6 TH D Z L7 EIRARFEISED 5 N TS 0%, RBENIER %
T DEFNTARHZENE N,

2. VWS D2l LI HEETE

BRIRFT R KD CL/P LXMW NBENGIHL TNnEH D% VIS 2K L. it
DEMUEIR & U T, L3aAIYI&E £ /2138 /Al O RIE, FEOREE/N

MRS, MR T ORK, S/EERERENRESN TN S, ERZHIE.
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Popliteal pterygium syndrome (PPS). Oral-facial-digital syndrome type
[ OFDI &) 72ENEF5N%, PPS DFEKELETIE. VWS &[R4 IRF6 T
b5,
Wt > H—TO VWS OFE#FT. OBHOARBIFHN CIIBEOEHEZEZT
BEOYIRRITOT, BFER O NBEEROBITELOUIRZTS. 1. 6%
IBIC ORI 2170, SHERE ORI A, BmkREEIE T
2TV, Xz, BHNS OBLEBEEZITV. KDBHICTHEREOFY
BIToTW5, S5, BRATVEY S T7HIToTHD., AHFEHERIZ
VWS BEDAT Y 7275 ETARARBERERVES EE£Z B,
3. VWS DFA#HE
DRETO CL/P EFEENGHTI®MEICLD &, B 1 F1/397 #
(0. 3%) . N1 F1/464 51 (0. 2%) . ASHAY 1 61/855 1 (0. 1%) . sFAD 12
Bi1/4908 i (0. 2%) \ JE£37° 12 45]/4108 4] (0. 3%) . =3R4 6 41/1456 4 (0. 4%) .
E Y6 §1/1352 1 (0. 4%) TH D . AHIED 22 51/4209 #1 (0. 5%) 2P %
& 61 /17749 41 (0. 3%) L7z b, CL/P & FEENEH U EF OEHEIL,
AHIFEDHED 61 FITHD., 55 22 FlE2 HDL5KRMEIIINE TORET
ROLVEFETHD . DRETO C(L/PIIBITE TREDOSHROE L
20155 EEZENDS. #BIEICHBITS. CL/P BEAND WS BRI 4
I RILTE TS5V 2%, BB 0.5%. A=A T UT

FTATPUY 1 2.8%. B 0.5%EEX5DEEH DN, 5FETICHS
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INTNS CL/PEBFITBITS VWS BEEMN0.5~2. 0% THDENIHE L
BBIET—HLTWE, LML, THETHELEZEEZABBLESUD
NETORERIZL XU TFERS>THD . EBAFETIICL/P BENTD VWS
DEERDENAIREMEDIRM X N7z,

-, EHOM 1982 FXOMBL TNLHEMES IR (B - KR - =F) 0
EZAUTHEITES L 675, 080 ADT—F %S EIZHANIZBIT S VS
DEBREWE LI I A, ISHEHERANITBNT 1/42, 942~1/113, 236
ANTHo 7z, GBI, BN TH ZOEI BABELRT—F 255 E L= WS
DHEHARFEEROHEEZITV., ABRICBT2ERRERDEICONTOR
AMINEEND,

4. PRINE — DO FRIC K BEEMBATICDOWNT

VWS PG — BT I EZR LA LR, TRBEIREEOBEIC
WWEHLTHEET, NBROBEHAETEEORCMBEIISLT LD —BL
IBNEVNDIFHTZIRH A Z/5 I EINTE,

5. IRIKBILT IRF6 IZDWT

LS. REMO RS —IIHERAERITDNT IRF6 O Z2To /&
CAHHEOEKOFEUF O AERZR DTS ENTE, WSIE1 D0E
GTICX>TCL/P 2R EREISNSHE-BEFERETH D, IRF6 DN
AP OERVBRHEOREEZHHITTNEL I EEEIEL -,

6. B TEITICDNT
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BETHENTOBE, AREDOSIBEIALD 1l DFOT IV BERZES

BEBERZ RO,

V. &9

B2V WSIZDWTHIN<AEZITW, 22 hO—)V# LT3 2 &1

Lo THETHESIN TNz WS ITHET2EZ2NEREZEEDS

ZENTE L, £ WS RIROBETFRTZITV. REHREINTWAW

IRFETDIRHBHERE L,

1. BHIFBRERF WM B 22 L7z CL/P BEF O VWS BRRIL
0. 5% (22/4209 #1) TH > /=,

2. VWSHRNI—ETINERHWTHET S EICED, RESOES
WL FIBRD sNEMho T,

3. ZRIBNCLLE: U= 55 VWS B CL Y 27. 3%, CLP ¥ 59. 1%.CP 1 13. 6%
THD., 2> bO—)LBED CLIZ 32. 9%, CLP i 41. 7%, CPIZ 25. 7% C
b o7z, RERIDMHIAZRIL, VWS #HT CP ORBAERNERIZEN - /=,

4. VWS BEVXEME 40. 9%, Lot 59. 1%, 2> b oO—)LEEIEEME 52. 9%, Lotk
AT. 1A TH O, WS HETIHHERICLKENRES N> /2. £, BRI g
T 5 &, VWS BED CLTYE. B4 16. 7%, ZoME 83. 3%, CLP T B 53. 8%,
Mt 46. 2%, CP TIEFEM: 33. 3%, Lk 66. T4 ThHo/k. T2 ho—)l
BEOD CL T B 53. 4%, 244 46. 6%, CLP TIL B 60. 9%, 214 39. 1%,

CP TV 551 39. 2%, 2tk 60. 8% TH o 7z CLIZR T VWS Bt ClI etk
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DURPERITEN > T2,

5. RAFIOFMAD LB TIX, VWS FED CL 1, AR 0. 0%, 212 50. 0%,
M2 50. 0%, CLP 1A% 23. 0%, Z=MIZY 30. 8%, WiffIZL 46. 2% TH
D7z, I bO—)LEED CLIL. AR 32. 3%, ZEMIZE b4, 1%, T
12. 1%, CLP 1AM 24. 6%, =M% 43. 0%, MM 30. 08T - 7=,

(BIL T VWS BT A RICHMENZ M 5 1,

6. BIRTHTZITORTRTO WS4 RRITSETICHE I NA SNPs
rs2235371 2RO, MOBHE Vo T BMIEIROBE RIS [H
U ® SNPs 28388 57z,

7. 2FKROHETTREBEINTVAVWF BV ATHEI AL R
BRZBOHDENTE =,

AT, WS HTIEIAT2OBRIR <., OFHE FTEEOEHRNE

WIZENHENER> Tz, £z, ODBHOBHRAE TEEOE I

IR, ZOZEME EBRETFTBOEMRIIFE LU TIZRNEWS Z ENRBE

N, IRF6 EDOBRIIDNTOE SR 5RBENEEND . BETFHEN T,

TRBECHE FOZHEV S EBRMBEROFRKRICONWTHIHEBRZ R

DHIENTERRZD, firhnlZeOENZE « FEumE DAL D5

BRI B R DI ABERUEIR DR WNHER T D 0N H 5 T ENRBINE.

CINH5DOZ &R BahU U T2 ETHERBERBRERD,

E SIZDNA BT 2T DI HTe o TV IRFE L DTz 75 5L DB DM E T H
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