JEAE TR AT TR e Bh & (EEIA MR B AR TEF2E)

S HAAF TR T

FOP variant JEFNZ 31T 2 BT RIZBE3 B 0F5%

WroesriE HHE

BE HHRFIANEYT—ra UREER

Wroe hE IR BERE R Y NEY T = B

BEIToT,

WS FOP OREMRERAT R E L CHAR X v ORHIEDORER & & | 10 %
U E TITHEIT T 2 ik CORFIEB(EDR H T b TN D, ZOHT, ZHILET
FOP Wit L L TE 2 b TE Iz, #AR)72 FOP DSk & 1387 2 R B
ZEL, B T2EicT FOP E2lra vz 2 SEFI 2 #E5k U7 72 O ERRIER Ok

VNN

A, HBIZEARY

# 17 M B b M R ME R OB AR E
(Fibrodysplasia ossificans progressiva: FOP)
(T, AIREDK 200 TAIZ T AN EW D FiZR
USSR T H 5 AFFEPETIL 6 -/ FOP
BEEZDIFET DD b 2 Z2HR (BE
SR NERL U Y T—v 3 VR Ext
KL LT r— M&EZITV, [EANIZ 80
AR DOBENND Z L ZHEE L, FHREM
A2 BHIE LT — ¥ X—ADIEZE L G DIEH]
DERUCMT T IEB 217> TV D, £OH
T, ZNETFOPZWiDfEIEL LTEZAD
T E -, #REy 72 FOP OJEIR THIAERE K
Y O REREO P RL(REBEETHE, SKZETZ)R 10
% B E TUITHEIT T 2 ALk C oo BTt
b EITRe DR ZEL | BE T2k
\ZCFOP & 2 vz 256 &2 #88k U772
DEFRIER DRRES 21T > 72,

B. WHEAHE

HAEBIER R E T 16 % £ CITFRCBEI
(Kir o B HIBRIZ 72 20> 7228, 17 RIS
FIEIC K 0 BTk 28 B3 L 7R 4] (iE
B 1) &, HARIERFEET 7 % E TITFHIC
BAFH MR O rENHIBRIZ 2R v o 7223, #T

BT L0 BPTPEE LAY B U 72 0 B (51
2)DIRIEIA, BRIKAT A OB 21TV Bis
TZWEiT o7,

(f i T ORELRE)

B X0 ARRFZE~DO B L EwE TR
BESl, BRIBELUIMFEAZFE T
RNE D BREE AT T,

C. WFgehsR

FEG 113 22 s, FHERNIZ FOP DJiE
BTN, HAER IR FET 16 £ Tl
I BB R D wT BN (R 1 722 0> > 72 23
17 WG REICFTBE 2 220 & LI BTt ErL
NHEL, BRI EEIZEWR, RO ZE TR
TSN TR o7, X BRE T, £4
PEFAER DR L 7o BpTPEE iz, 34
HeDIEREZAL, RSB AL RIS N
(R E RS, W R 1 E R
i o 255 4, 5 1 DIP BRI KB 2 5 LTz,
BAR T2 W & i EERR Y FOP 29 - i 5%
TrY =l FTITUV, R 2011 TS S
MTZ IR 72 FOP JEIR 2 29 2 Fr il
mutation ACVR1 (587 T>C)D {5 2 5l H T
52 EMN5H0 . Am J Med Genet A (2
L7,



JEB 2 1% 17 et FIENIZ FOP OJiE
BTN, HAEBIEFIRET 7 % E T

L BRSO O T B PR 1372 20> > T2 203

A2 L U CHBE A 2 e S 4, LA
%, HOM OB AR 2 ICHE L S E
PHOONENR, /o Fesi~ai B ERIC M S B R
ESCEHMOTZ LT T v 7h A6 L9
272 o7z, REHIEMRIZE WY, REEEEE
XS TR T, X AT, HE
i, FEBEE, N BRSO EEH AL N O BT
B A, 5 3~ 6 HftE TO®%RIE
ROBMWEENR LN, BB W OR
B 2010 TS S 72 mutation
ACVRL (7T74G>T)D 3B H TH D = & 033
V. BUERRERTTH D,

D. &%

PAATIE, 12 & A ED#HEIZT FOP O
72T R & U CHIAERE K 0 o RO IR R
H L. 10 BREE E TICHEEIT T A ik T oo B
At B ER BT STz, L, it
TR O RE R E N M < | PRl FIE I

WD FOP variant DS N HTETEBY .,

mutation & FIERF O BLEMEIC OV TOF
Bt ST %, AIEGI OREEAIEIRIL, FOP
DRFEWZ2FT R TH L HAER LY OREHED
TERERLE 2372 < ZHUTIN 2 TRER] 1 13%
SERFH 235 L 0 B RIRETIETH Y |
JEF] 2 CrIimE X, LA L v fre e <
Y AR N - A U AV NP/ e AT N
&l % LR FOP & U CIERFIEN
EBWHOD, EDH%OEITIT R FinDE
IR AEST LT B 20 & BRI & 3
RHFRBAER LTV, EBlafEricTz
NETEL H BN TV ACVRL ZEH (617
G>A)TiE7e <. 1~EBIOHE Linigng

FL ACVRL (587 T>C), ACVRL (774 G>T)A3
o730 . mutation DAL & BRI IZ RS
HMER B D Z ERRDTRBINTZ, i
IZ rare variant 72 HETHDH E WD LT T
72 <, HRIEY FOP & 130 - - i IRAT B2 &
T HIEBI THOLINTERE L0 AR — R
L&V RICBWOEFRICEERELHY . £
Z /5 mutation D ZERN T OREBECIRAL D
B ORI S BICORN D 2 & NI
s,

E. fti

SR FOP DERIRAT A & 135472 % FOP
variant SEGI O TR A, KT R O
ATV, BB TR2EEITo R, HhRT
2% H & 725 ACVR1 (587 T>C) mutation, 3 4
H & 725 ACVRL (7T74G>T) % [AlE L 7=,

F. (EREfalRiE i
Fricd & 2 &L,

G. WFFEHRER

L. Gim SCHEFR

1) Nakahara Y, Katagiri T, Ogata N, Haga
N. ACVR1 (587T>C) mutation in a

variant form of fibrodysplasia

ossificans progressiva: Second

report. Am J Med Genet A

20145164 (1) :220-224

2. FRFER

1) PUERERE, EEFEE, MAE L, FHA
. FEERE 20, HHAE
— FEHES, FEEE EITHEE
HRHERIE RRE BRI 2F 1T 5 ADL - QOL
PRERFRORHM. 25 50 BIAARY ~EY F—

voa v EE S EW RS,



2013.6.13-6. 15, ML

H. FE9MPEME D R « BEikit
L



