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I #35

b MERMKAERBEIERIICKAEZRBT2RETH D, AEBIISIMNRERBIE R
EDEMBREME & | KAEXREDOHZRD DIFEFEREICKII SN D, KAWKIBEZ, b MR
ATHRVEEORWERREERB L INTWS, ERMXAERBIEDRIEIZIX, HIRFE4H
WRBITH2REER L ELEEROBENTRRIN TS, HOFREL, IR O E
TE | RARRGHRARA B | fibroblast growth factor (FGF) EfxF. bone morphogenetic protein (BMP)i&
{5, wingless-type MMTV integration site family (WNT) &5+ 72 & ¥ 7 PV RERRF 2N LT
TR REREMRICEES LS, £ LT, muscle segment homeobox 1 (MSX]) &mF=°
paired box 9 (PAX9) E{=T. runt-related transcription factor 2 (RUNX2)&ImF 72 & O EH|HIK F
DFBEPTEM( LS, B EAEF T & %bone morphogenic protein 4 (BMP4)&{mF M HE S,
DRENEITT 5,

b MERMEAAEKREBIL, MSXEEGTOMIZ Y, PAXOEIG T, axis inhibition protein2 (AXIN2)
BT, wingless-type MMTYV integration site family member 104 (WNTI104) &z FDERIZ L v &
FET D Z L BMEENTNA,

Z T AFRIIFHROBREBEFERERET 572012, MO EREIGT 280 7T
%3 57T, oligodontia EFI%ERRIZET Y V—MENEIT o2, SEZH S DOELEFRENT
& £ DBICEM OREMEIT 21T > T2,

II. XREBIOFE
1. %%

BRI BE RS A ER I B R D AR S 2R L OB ERRE 2 %2 L 72 SRE R O 5
RUEKAERBIEOCERED 5 b BAFERRFHEFH . MRS E S HEEFERGEEERD
B No. MZESEAL VT H—L N arvkry bRBONETT, HORBELLADHE
oligodontia @ 18 FREXt& & LTz,
2. BEFERDRRE

DNA (IR MER L OMERA SR L, 27 Y —Af#iTD L. TEARRZ{T-7-,

BoNTHROMERDD, AU AT —EE#EERE (PCR) IZT DNA A OHIEZ 1TV, & A
VI ho—7 o REICTHER S 2 E L. GenBank 57— & _X— 2 L H# L7~

3. MSX1ZER % o /R0 OYSBERRHT
1) BRBIMSX1Z 237 BENR Y X —DRE%R

ERA MSXI LVEONTEREZ T OB 21T Z 2B E LT MSX] # 037
R H— B HBE LT, MSX] B AETIE G+ RO MSX] EREAERF % FLAG # 7 CEH L .
VA MNATO A NVAHXRO T B E—F —%F T HHAFERBTE Y ¥ —(pcDNA3; Plasmid




Cyclic DNA, Invitrogen)iZJBZ T HA L, MSX1 & v /37 ZRE ST,

2) ERIEMEORENT

FE LIZERNMSX] Z X7 OO RERICEER 5 X B0 E ) M R RBEREr v,

IR RTEME O 2T o 72, 2 4 BRRS3% OMIBO E R, BBLAE L, —Kiik L LCH
FLAG i Z iR L7z, ED%, Cy3 BB~V X 1gG ¥ X - £/ 7 v —F /LHiE, DAPI %%
. RIS EH, MM CHEL, BAR MSX1 Z U237 L L, $ERA—RETED
- Ei & EGARIT Y 7 b (Photo Shop CS6 Adobe) % IV EXADLEZIT\V, O BIEM L5
L7z,

4. WNTI0A % /378 3DET VHEHERRAT

RCSB PDB X ¥ WNT signaling complex 6AHY % IV TEREF /37 |2 X H1EEELIZOWTEF

L7z, WNT 77 U —DESIIELL THB N OBEICHREDHD WNT 3L Frizzled

SEHANWT, HBELLETRILT,

. #%R

1. B FERBRRIZONT

R ERBIERROETS Y — AMEFIZBWT, IRRILOVMSXITZ Y 15EEN S
c.433_449del (p.W145fs)Z38, © 9 1 FR L VWNTIOAD =7 V 1 4{Zc.1090A>T (p.K364*) % 32
B,

1) MSXIZEZREFNZOWT

MSX1ERFRADRME L, DZRKSEOLIR CSEDOREEBO, T, BIEEORICTHH
DORFEZRD, BEEROEDORELZRDZ, TOMOEEITRDT, HHEXRELE L HER
BER B D BEII D o T2,

2) WNTI0AZ BZIEFNZ W T

WNTI0AERFRDFEGE L. VIZRRIROKME TIORDXEERDT, £ OMOFEIZFFE
BHIIFED b o T,

2. BER MSX1 Z > /)7 ORRERENT

BEBROBFARMSXIT LV XV AERSHIEMSX1H 32713, BRICEBM R BEEZ R LK,
—J5. MSXIZERcA33 449deliz XV AR S iz v 237 (p.W145LEs*24) 1%, HIRE \Z QMBI
FELTEY, BRNIIIRD b idoTe,

3. ZEEA WNT10A % 732 O 3D E5 VT
WNT10A % > 237 @ 3DFEFTIZ IV T, BH WNTIZZ FE T H B Frizzled 22> DFEAFEIE O
AL X O IR L TWD & 5 REE LR D, AENTT TICHRE SN TUVDWNT3 & Frizzled8
ZRAWCBBRBIOWNTIOAD Z 237 iEDEAIT DWW T TR LTz, WNTI0AZEE ¢.1090A>T
(pK364*) 12X > TCRIEMNREK L, ZHIZL Y WNTHFrizzled & FEETE R 725 Z L AVHA
L7z,




Iv. E£%8
1. 33 MSXI 58 c.433_449del \IZDW\T

MSXI BEEF13.303 0T XV BILRY) BETRRAZAGTIGEERNFE2a— LT3,
MSX1 EGEFIE, HRROEEOARR LT, WEOEHEN, BEHEEOEMKICHLES L TR
D, ~"TRERTIIERAZHORIE, F-/NOEFK L hypodontia % %75 Witkop JE{E
HOFRRLE LTHREINTWD, MSX]I BRTIE. IR 8 FLEE O S IR ZER B /R I
HB L, BERTF L LCERL PAX9 L OMAEERICEL Y BMP4 #FET 52 LT, RO
{EREITT B LEZ LTS, MSX1 IFEENICTEIT L7121, EERF & LT DNA #EAHRE
EETAHIENRESN TS, TOMBEIXIMSXI =7 V0 2DHRAF RAAL LT A1
BEFEINRS BAE- L, ZOEBIZ 60 0T I VBN LHER SN, SHEM CEEICRESNIE
WER L TW5, KEFICIKIT DFFELFER(c.433_449del)id, BFUTHIE 2 FUBRRR X
NBZETERAFT RAL UV EZRIIRE L MSX] & 237 OBRN~OBITHREEISTNWAS,
D NS MSXI BEFDORAF AL VIIEBITHICEAET D2 2L, REOKKE

ERBTEVBRALNITR ST,

2. HFHWNTIOAZEE c.1090A>T (p.K364*) 2o\ T

WNT104 EEFiE. FIHAOEOFRKEICEE L TW5A, F72 WNTI04 1X. odontoonychodermal
dysplasia (OODD) < Schépf— Schulz—Passarge JEERE (SPSS)7e & DEEDHRE R I T B
ELTW3, BREFDO WNTI0A BRFDOELITEZ T OMRBEICEEYE X, WNT v 7
NWERETDZENRRESN TS, —FHTc337C>T (p.R113C), ¢.433G>A (p.V145M),
¢.511C>T (p.R171C), ¢.1135C>T (p.R379C)D WNTI10A4 B FER TITIZ v 37 OMEER MR T
EDHARNGEVEEEZ —HRFEL TV LOBRENH D Z LD, ZOEEOHRNEET
HDEEZDL XD, WNTIOA BB FIEIN Kiig & CERIHZ X o T Frizzled & #54 L. & HIZLRP5/6
EREETHZLICL > THEABEELZAR L., MIBA~WNT > 7TV EEET S, SEO
¢.1090A>T (p.K364*)TiL, # /37 D 3D ET VN L VD C KN KRET B T & T, Frizzled 8
SRR E ORANHEKRL BB ERTFRIND, ZOZ 0D, WNTI04A DERIZE - T
WNT > 7 FUBMEIET A Z &0, KEQRRK LD LB AR I T,

3. RREGETERIETE )P LFRIZONT

R —r 2o —2 AT 7 Y — AT, &30 FlfREE CTh 2 Bz T2 3=
FNCHEIT CE D HETH D, —H T J— LN &2 Ve FIEX, BREIERN 25% ERHNT
B, AFETH 18 ERFIF 16 FEFIZHOWTIE, REROREIZIZE Lo 7z, ITETHE, N
AFA LT F<T 47 ADFERIZL D BEDE COMITNED SN TWBEN, AED L HITHR
PR SN TR WEEIZZ <. CNV, Enhancer-promoter fEIk 72 & DR - SR MLETH S
EEZ D,

V. K

FHRMED oligodontia D 1 55k £ 0 FHl MSXI R c.433 449del ZRE Lz, BRFZ LI D

HEREIRAT OFE R, EREE MSX1 & /37 (p.WI4SLE* 2T~ DB THEE 2580, SERMK




N
p={111}

AXNAEDOEE)
No. . .4 THFRR T

Il RBIEORR & 725 Z EMNRENTZ, & HIT oligodontia D 1 KR KLY WNTI04A D~ V>
4 TR TR WNT104 25 ¢ 1090A>T (p.K364*) % [FEE L7z, WNTI04 DERIZL % C Kt
DRFIZLY | EBEE WNTI0A ¥ 2737 O WNT X Frizzled & OFEEBHERL 20 . FOk
R KAERBECRKE L 25 EREX BN,




