HRMBEICRTEHET /LEE
HED B - W ZEHE

ZEEPRFEFBERKELRF I —
K?ﬁfiﬁ?ﬁfﬁ'iﬁ
N-KEERKRECEME

¥
;

IR 2R B


MKKJG
タイプライターテキスト
資料３－３

MKKJG
長方形


DR B AR D F K
S DIELRBD S HEE > BWH

AR E
- F4AESARE O <Rare)
w mWEE Wk
A

(Undlagnose
a9 57—

Bm Tl RHMOIERE

2



Eﬁ%%@*ﬁmb\ba”ﬁ' 'ﬁ—iﬁ{i?iﬁd)ﬁﬁ%ﬁ%ﬁt

ﬁ%@?fn—? IR B
FERRIIZBRICHESIL Efm{ﬁgj 73,\ 28
=R B DREEERF FWLWEBEFHEINLD
YAt SR B S D RE L
R: BePRAYIZBRICHESIL =R & U: K2k &
EKEREEGT | EEREEER R EE{EFABA
[5] 7€ i FHKREE
;siggg/genes ;si(;cs).(e)/genes ~ 15000 {5 FDLVF b

?EE%’H% TN LSt

%%awwﬁﬁb\b(;ta@m:‘u TR BWAREE | £12Y55



SRR

BEDZEAD

BT AT RE
HBEINS

I IZH [T AHE

RO EE IR

BB EE IR 2

BB EEIR3

g

R R 5 F DARAT WA

(B—1E{aF AT

TELL/NTR L ERAT) .

A

HMABECFREOERE—
WHETE
BFEDZETA D
ARHE TN AT B

EEEFDHFEN \\\\«
TR R AT ;

(T — LB |
5 ) LBEHT)

2 ¥R



it

S HREEZT /LBERICAMNOTLNSDH

« G INRILETIIGL TOV—LBIFTOET /LB TZ

ES5DM?

=SB NRETCFNEE SN/ \RILEFTTIL
HEEERREGEFNARIEINTOAIRRIZFLT

c . TOV—LBEBIT TG &Y /LB EFEION?

=>{li&HRIFEEDKEIZEILINDHLT .
ZEODBRERENMSRICRA LT 515




ET/ LTI

EH(EEELEF)IC

=LET (KT

JEHVIE

1 few#m- N REMEEER

SehY Ha(@ﬁﬁb;;/

XD E & & (#35,000)

& B
\ &5 ) LETIC J:o

T*ﬂ%fﬁ#*ﬁj Fll:. -
AR S

-WHIR K/ EE
AFAVRHRARTSARER
- 0 (KEREE
SRAVRUTEE
)Ty NR

- RS AVZ—




7/ LEBRMIE, FEDEGFEFRZRE A6

Y
INT)L

T
) —Ls

<A H0
7LA

HH
JAavk

G/\R

FEAK

FISH

®7 /L

REE

*

*

*

RKIEE

*

()

e l) R LEC
5l

R E

=
NDOEESE

Shar Ry
TEE

*| k| |




24 ) LRI ET ) — LSRAT DRI O E 85

| 1
I '} Il LE [} 151 1] I i (el | |
| (R | I i | | Il ] | Bl 1 il
[ | | m T | I8 W 5 B E | [ ] 1
| | DTN B I | | JANRRR] L | I I |
I I [ 111 | i ] | I 151 1 il
| ! I U} LIRRN 171 BAIET Nl | [ BRI | I il I 1
I 1 | 1 (Y] i | | | B [ | I m i | |
[ [ | I { U 1 I 1
[ (] | | | ] (T B m u I I
(NS EWRE I | ] 101 |
| 11 nal | Il | R | I
| I il I i I Ems
LN I A i | ol | I 1 I
(] Il | 1 | 1 Il | |
I ] | [ | 1
| REN B i (1] I 11

INTLFRAT -
T —LfEH

R & D ErimhSIntronfBIR I ZFFELTL =6, THY—LTIE
EENRONGT . &5 /LB THNO TEENEHINT=H



ST/ LB & TOV—LEETO:

7/ Ls
DNA

DNA
iRl

£/ L

| =zl
ra
‘A4T4J7TVTW7Z
O Ea—3fRTE
SRR

nnnnnnn

eeeee

]

g —
\-——
=y




BIABEYDET /LEXVII)—L-KRE/NT
VBT ERADETEELER IR A

30/3 1

2073

10/3

2015 %F 20194

10



Genomics England=100K-UK
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Age/sex
Country

Over-
growth

Scoliosis

White matter
lesion

Arachnoid cyst
Dandy-Walker

Characteristic
faces

Thin skin

Intellectual
disabilities
Other
complications

PDGFRB

IRUDTRIFELT-PDGFRB ) t%gE

1
14y/F
JP

+4.8

4_

1Q95

Myo-
fibroma

P584R

2 3
17y/F 2y/F
JP JP
hands +2.3

>5SD SD
4_ -
+ +
- +
+ +
+ +
1Q73 106
->40
Myo-
fibromata
P584R W566R

4
15y/F
us

+3.8
SD

64

Pulmon
Stenosis

W566R

5
10/M
POL

BW
4460g

4_
4_

n/a

P584R

6
19/F
us

+6SD

+ +

-+

4_

Normal

Coronary
aneurysm

W566R

7
55y
FR
+

+ +

+ +

4_

Normal

Cereb

aneur

P584R

by
UK
+

n/a

n/a

4_

4_

+

P584R

9
9y
NOR

n/a

n/a

n/a

W566R

10
14y

AU
4

4_

n/a

+

Coronary
aneurys
m

W566R

ESEEEIZ KSR KA (Kosaki Overgrowth syndrome)

8
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PDGFRB mutants found in patients with familial infantile
myofibromatosis or overgrowth syndrome are oncogenic
and sensitive to imatinib

FA Arts', D Chand®?, C Pecquet'?, Al Velghe', S Constantinescu'?, B Hallberg? and J-B Demoulin' \

~ daskl
‘ — PDGFRB Val665AlalZ &b
ORIGINAL RESEARCH ARTICLE | inMedicine J_'f_.l' |£|:|_G) S EJJ:G) B I"]Eﬁ*‘ "“'_|' LT
oy - | RKEITAIFZIIZELLHABEL R,
A patient with germ-line gain-of-function PDGFRB p.N666H

mutation and marked clinical response to imatinib 1 0 FEﬁ 0) g ( k %7"& EEIJ 1’EFH 7:-3~ L,
Dinel Pond, MS’, Florence A. Arts, MS?, Nancy J. Mendelsohn, MD’, Jean-Baptiste Demoulin, PhD?, I [ O AN &
Gunter Scharer, MD, PhD" and Yoav Messinger, MD? I\ 7‘}7 ) / \ / /3 —_— / 7 " ijlj]
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