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2, BRHRORE 25| SR I HEEETDL. 2
ZERIEDS THRIBIEZEOMESIC LD 5% < H
EENTETWD, Flz X, HfdomiERT £ L
THI5>N 2% FGF v v 7% — (ZFRMK) DEE
YR ThDHaAT7—7 VBT OERE, RIVE
vEeLTHIS A EIFRBAvE DLV TS —
BIETFORYE, BETHLTNVAIVKRAT 75 —
¥n 7 7y VKERTFORYE, HERT LT
1Z MSX2, SOX9%> Cbfa 135 F D5 7% E .
TRUHEBR2F XL MBI E 280,
ZO&S ., BETEEICE > T, AEE2HEEK
TOMETED & 5 BREALBEL T LD EH
5295 2 X, EHTHIEE I SN B ER R FH
TEE—HL b,

LA, EWRREBIC B W TEELRBED Y 2EOF
P OIRE LB TREICOWT, 2OHTHE
WL B RSN b B PR b B R & 798
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B BERRE & B DSEAET 2D T W1 D
BARAT 74 —LRED 2 D2 OV CREICHENT
%o

BILFERCBERR

$HEHEE S RE (Cleidocranial dysplasia)
THEROREEEE T 2 BRPERTH 5, KIE
TEFEE L TEEBILTRER S N S HECHEE
B, BIEE L EOBEAEL R - HEOEAEN
ERERHALND, FAOBENICBWTIROES
PHEOHHEEPEHEE TAOND, TFE, MO
DL 7 NV — 7" D35 Z2E 5 il T b % BHAE O
MbERET 5 DIcEE % Cbfal (core binding
factor alfa 1) & WS HEERFORECHKIIL .
Cell &5 EHEMEFEIC AR ICHRE St o KB
KRERZEIRDIINSF S DRI N —T 12k B L, Z
D Chfa 1L WS EETFEZLLBErER VLI IC
Liceo A (/v 2777 I TRA) BFNRNTHS
L. A E—EOWEIZES N T Wiz, Fidse
CEshTwhnZ MRS, 2L T, #E
. E N OHBHERBREOEETIE. 20
Cbhfal& WS EEFICHEE (BHE) BH 25 Z L5,
N—N— R K20 Olsen & OFFE 7 NV — 712 X
Dbhrolz, DF D, Chfa 1238ETEE BIEIE
DFEHNELRTTH 2 Z EDBHSNITR>T:DTH
%o

KRR A7 7% —+¥hE (Hypophosphatasia) 1.
RYYVNWNZTKFED Weiss 512k >T, 7 A
VKA 7 75 —¥BETORBIZLDE SRS
NBBEETH2 Z LD THE S Nz, ZOKF
K. BRROBEAIKAL, BHERE. < SRERE
b, ME7NVHVKRRAT 75 —CHEOET. Ak
DRIARE . KABDORBiE. KA TORERZE
2R E L, 8%, BROESEEER T 205,
BT OV T HEROEREEER LD 5 Th
%, HLlF. ZOEKRR T 7 ¥ —LRED R %
Jav ~VTHEBT L TWwb, TVAVERAT 7
Y —X v EERIE. BOMNE. Bk, NME. B
e LIRS M L TW 505, BRcE i EDORIK
BICBR LR TH D Z IO T WD, L
N, ED XD 2 THIKILIZEES L Tw 2 h
R ERETHABR AL W, EEANCBT 57 Vv
VKR T 75 —¥DEHEIF. ZOBETFOHEM

VDTN AHVKRAT 78 —F WD ¥ X7 H5l
fOFD Y RY —ATES L, INaE»rs Ty
R, 2 U CHIIBORE DA & v 5 REETHEIEN
2, LML, BKAT7 78 —¥ELZET ZEHED
BE. ZOTNVAVKRART 7 ¥ — VRGO
(ZH) BhrIePMEINTVWE, 250U
BEOEGE. TVAHVKRAT 75 —¥ w9 iEx
FREFEOAEFU LD CHES2E->TWS (5
HLTW3) ZENLHLN, fEoNB T 70
EHEZEOCTHEBEVIDTH S, LLrLZD
HEHIZODW TR BHIh TWwiahoTz, 22
THEZIZ, BRRA7 75 —VEZELEBEDOR
WihEET (BERERT) CEAUCLOERFRL.
M@ T (EASET) Ak, T5 LR
DEEH R BE OB T ERIU b O %FA L M
Bz BWTIE, FEDICT VA VKRR T 78— ¥
RIS R BEL XIS EE -S> TWED
720, &<{MlEORROK : TEIZR TWinZ
ERNRZ DWFEP SO M ER 52, 2N TR,
TN IBESNTHRELDONE D L EFARTH
Tee A MDY N7 IIEENTWIZb DD,
MO I Z > T ARETH - 70, EBICE
ZTE R DPFENEBIENDEEN A by 7L
TLESTWEDM? TNV VKA 75 —X &
WO F 73, MBOBISEIXN TR E DY
Frict ¥gE->Twond Lo, o/
RTGPI 7 o —en 53 83UVDEIBbDN
ffPmansd, . INVIEEZEET S & HDHE
FEOBBICEIELZE S LS 0220108, 2h
S B EALFEHNC R £ 25, GPL 7 > —Ii3ft
MmENTwzb0OD, ZORE DT
BoTWiRWZ EDRbhrolze 2D EMSH, /N
fafk & CRIEFICGEIZN 22, £ 2 TR S0 b
7 ITNVOFRELFEXIFIHLTCLE>TWwb I Lk
2k b, SRR LI Z A, fEsNT RGO
5 R ZEEMEEL 5DV T L F > 7RIz
STV ZEMPHEIL 12 A X ZDFEKE E LT,
HERLBETOEBCEIVIESNIY 87 DR
EREELTLEL, TADNF[EE&ELR->TY
NRIZFALOREEEFFHEL . BEL THXES A by
FLTLESREFEZ TS,
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FARIE A, brO EIEERANEEERLADH
MOERER LI, 2hoDZENnS, TIVHY
KA 7 7 & —¥ik, HAOREOEIZE XN TY]
DCRFERE L UHE, BLROBRICES kS
ZEWEIZ D, LTIl HYe i
R &0 FE L LEEZEBHF IOV THREHTTH
%5, RPN C Lic, BERERAT7 74 —¥IE
DEE. B TH 2720, HHOBREEERE
RLICBEEOHBEO L o b BIEMETH L Z &
BFEING, £ZH0, FHEHELIE WD
ZElF., CORFEOWBIZED & b IEEHIBIET
HhiHEEbNE, D%V, HIETIIEI 22
FAESEMEICE 2 D REERICZ Tk I 5 germ
line mutation & | AN OMIEL M L 728212 FE
44 % somatic mutation & 23H %, HiF L. 135
PO OLTEMIICE Y . 2aniz
kRN EBROFICREEL Two AR (muta-
tion) &, %5 LIEENERNFEEY T ICHRE
L. BZ oL WHD LB SO EFEMIEIC#H 7212

4 U7z mutation 252 W TL % > 72858 (de
novo mutation) & SEERANICEEO S5 H, %
JRIDT =R, BETHLEEFEZOHN D,
Ehi)Ic

o, EETFEE LHEOEFORBIZOWT, %
DODHFDO—DTHBEAAT 7 —EHRERFLIC
Tz OFFEREO—H L £ bz, I < BEICHEN
LTz IO 7 VA Y KA T 75— PEOHEIE L.
FII—MRCHERREOT TITbNLTWw 5, i
FE (KR R 7 7 ¥ —CIEREOH A, BHE
FERDD DT OFRICBE> Twual by, ¥
HERNZIZW S LB bbb, BRA T 79 —YiE%
U, S%—ME. kL B L 2B FEED
o E>TL 2 Bbidh, FRKRHE &
HIIHEED 2 WIXIBEEORAEI G I NS,
FEIRDEF L ORI b HAADZ £, flldy -~
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