Wolf- Hirschhorn fE{&E¥ 10/05/02 15:10

ZIRBEHED T

BERRPRE WM I3 U T PARNMARIRESVLETH 5.
RETEDPASHICA>LEES . 196 OBRIRAIRSPHEFI O PHARE V> MRS EREIND

BEfR (U—ARM15VR)

EHMICLERREHMNRT I LICLY, UNEUT—2 a3 EBEBLEY, REXFINOEREDO/ZODARRE - HRICHT 54
DA%, BLIUERNLEEOEICHT SRHELFEELD.

R (HRTTOEHR)
FREICEITHREITON TV,
Dtk

Carbamazepine ($IFHRBFVNREEZF T HBEOMRAREBMSEHAIHENENHS.

BEAFR  BERBEOFEMIROVSBRENRTE, BF - RRCETOREOBRE, ARE BEER, OOKECHTIUR
VREDBERERMRTILLEDIC, —MHBERATOBREHRGIToTNS.

Consumer Resources ({5HIRE) 8. XEE(CELUE, B30 IEENGYR—- MIBXHY, BE - RikCHE4
HIERERELEY, HhOBRE - REFBNTHILREOENETH>TIVS.

BEhO YD

DREAD Y Y 7RBAAPREICH LU GERHEAEDORH. EiE. RRLOZELEOBHREREM
L. B#5MEELHHIVEAANLGRBEZETIOZENTS570EATHS. LUTOEHHTHEGHE
YXI/FBPREDEGRFHRREBS L ICT I -HDOREEOFMB. ARFREICDODVWTAELS.
DOHEFE4«DOHFEELEAL D 5BAMNDSVEMENLERECTERLELD EERATSHOTRAN
L. BEEFFARNOOYIMORALLESHOTHAEL, |

EER

WHSI34p16IC/BET ZWHSOBERENARKT 5 LICL>TRET S . KKV DO DBEEGEMEF
PHRENTWS,

REDU R

RIEDY RO BREDEFICL>TRES .

BEDOH

o BEDBIIEEL TV,
o H75%DEFIIHBRDIPI6ORETHS.
o MMOREDBSBICENT . REEZFTHREBEARIRBARTHS .
o MI2UIBIMILERBHBBERE (RIRIBREBAL) THS.
o MI3%IIBDHUERBERS ICHRT ATHHUBERTICLD4pI6ORETHS .

PSR RGEREERTHREON 2/3ICBWT . GEZFTIHRIIBTHS.

o LAEM>T, WHSEEDHIL . 4p16([CRIEL/HERBERE . AR TH304p16ICBRLARGMOBEEHEN
HEMT. RBEEREE2TIONETHD, —RLELIAFRORKEZZIOSNDIBEICENTY . 4BLEBED
painting probeZ BVAFISHERRICH L TITD T &3 . cryptic/s (Bhik) GEEZRETIOICERATHS .

http:/ /grj.umin.jp/gri/whs.htm — 19— ~—3/ 8/9



Wolf- Hirschhorn fE{&RE} 10/05/02 15:10

BEORR

o RIHBDRMEDY R/ ISHBADBEHIREBICKS.
o RBENHROREDIES . ABOYRIIIEBRTES
o BMHGAMEREEZFL TN, ARMS 4T/ VI—FLEF4p U VI —(CRETHERIRT .

BEDFHREA - WHSEERI LW,

RIHE D DRIE

SESTHHULAEEBERBLZELTLSI L8DHNIE . HORKOHGHUBEREEATHIVRINELS .,
Balimho U J LORE

4plthDREELENBELAEEGRELRNELTVSIESORNBBRY R ICDVWTRT -840 . BEAV Y VY
BIIbNERETHSB

HAERTIRE

U RS ER HENMRBEIRESHERACHFEBEREOREZE L DN > TLARKRKICEVTIRBEAETHS . EIR10 ~11
BICHEZRR (CVS) ICK->TESNHAME ., £AEERIS ~16BICEKRFHICK>THEONLMEE . BELHAORERER
DOBBEEZONHMRREENFEEAVTHENT S (GHRE . FISH, 4&RE{Kpainting probe) .

J—h @EEREIERAGBOVMAM SEA SN, HHVRBTFRMNCIVELRZNGABE LTRREINS.
BEYRoERE. 3DEFRKEICLY, FEARRBEOHSMET, "FUIrELTOAIAY MR ORBHERIBRSN
5EMHS.

ERERETFEH (PGD) (4, HELRABKEBEREORAZE DD >TVS Ay FIVSERELECIHEICIE, RFHNICIITEET
HY, KELBW TR CORMZRMT IREMBBELHS.

RETER
YR—b-TN—7

1. The 4p-Support Group ,inc ( http://www .4p-supportgroup .org )
TA——Xr <ABREBGHEEL&LIHPVE (4 p —ERE) ¥ —2o)bhttp://homepage?.nifty.com/f-season>
(RREE . BRICHBIIIRBEREEDOYR—-FII—T)
2. FLC (#&BEAREEL £ >0 CDOEDSEFOUR-LEAF CLOVER http://www .eve .ne .jp/FLC/) (BR&EE . BRICHITS
REEREEOYR—-FIN-TF)

LERE :

1. GeneReview ¥ : Agatino Battaglia , MD; John C Carey, MD; Tracy J Wright, PhD.
BAERE . SEMES (BMNKPEREHEFFRRBE 2R
GeneReview B & EFEHA: 2002.4.29. BAEIRSREHH: 2003.8.21.

B Wolf- Hirschhorn Syndrome

fz:s--_eihtéi;;:f;»-fg?jiumin.j;z; ;

— 20 —

http://gri.umin.jp/grj/whs.htm ~—3/9/9



4pE/S—EEBEM S K
~EBOBECMEON R~

2009.12.18 RirH

s Aty

o YEREBEE, BROBEVLEROKXBD
BAHEHLEN—DOEBBHELTRR
EntzLm

» BEEFTHTFEEOERBIABRESNATNDS

s BLE, BIRFORBRODEELREDE—D
FRIZEVEZSEEZoNEM., RENHL
MZHEHSTWNVENEDE B

B ERBEENTOIEM

1. BEBTOMMEEY ELEAERDER
15 EBDZHBELTHOMLE

2. SRFEDBERE I REERETS

3. ALERBRER O REROXROBEELD
SEASETHE (SRS R - YR — R —T)

4, SHOEFHRERIZLY. WRBEIVREERVAR
12D R A ERETE

— 921 —

“ERRELTRIEHEE"ICONT

EEBORYIS

B-DREGRIET, ki)

Down syndrome

EbDEIRTER




NCERN: i /1 Q
3 R IS \{}/ )Y
. . - . N .
[T 8 ;e
iro N owe 24 o
{k) ;i \1’) g; ,.': !’ \}g
I I R VR PO S
i¢ 0t i S i

T T L

 ApE/VE—ERBOBE

B 4pE/VEI—ERBRODN

i
z«‘é’
¢
@
TR B
. B
CARE  puprs

REACRETORR

R E-RBEEE

RS REEREREL
CALNEU gl (=B
DRIz, EELGREH
~ (=RIEF) (A
ADTL3
eEAfICRIEF
ARTOTN-BET FZF#TEEHD
ApE/YVE—ERE L
© ABRAAERAD) DS RE

ICXHRBREEERE

= 196 1E[ZHIHTHRE
%48 : Wolf-Hirschhorn fEMEE}

« HER2F AT ADEE
8:&=1:2

« RERIEE, BEER. (TLhA
(TADA) PR EGHHE

s RELTWSAREZIMAIKY
EAHY, EREDOBEIEE
FERESITETNS

ABRBHK

FISHE

BEABREFELT
REZHR




REDSBERIBNE

= S8
» KEBS (K97H)) A BRI R &
» BYRTHHEERCTOROMERY
« THWHEEZSHRBELOGHBL

« iRt
« SEINFRORRER (MRORBIKIL
%ﬁi% &r;row RFORBEREDTHE
A}

« 1RTHBANREE (GHROREH
F{LELD) THY . RFIZFHYHORN
AEHDH A RENE(1-38)

BOHELRREE
BN R

TLWhAEREZER

4pE/YVI—ERBOREERIC
BWTEELEHETHD

= TLONA (TADA)

« FEE B
[ZDOVWT OGS TEREFT-LHEA
8N

ApE/VE—ITETHITVLNA DR

s FIFSBICHEL. BEEELBLEEND
BHHED1D

= EICELIRHI(E9-115B) ITRAEL. £D
RITVNRAOERREZE I CLTER
ARV RBEEABITTHHLHY

» BLILRMBAE LR, FUONRARRARIC
BEL. BHEH P UL TESHLSL

KR TN ARED R E (2008)

= REEAFTIZEITB4pE/YS—EERD
BESTA(BIZA, K54 N DITLAARE

» EMOPRIES6R . HHIS-2568%

= 93%(81/8N)MSIFLVRA I, TN TIHLIN
DHF., 90%(7I8NICHALIERIEREHY

s 81%(65/8NF/ N TOB(F/r)E
T/ NIER—L (T /=) DERBIZRE

= 55%IXEBEBFICIER EITWLRALL

KBS ONAREO#RE (2008)

» 74%(60/8 N MR EM ATV A
» 18%IZFRERAE. 12%IHH 57 51k

s 73%(59/BNMNFEREMHSTLVHA

s BO%(I6/7T2)M 3R F TIZERK LA

= 33%(27/81)H 1 -6 R TIER B R FEIE
(BEREFOIAV/O—XX (V2E)EHED)

— 923 —




. BAHOTLVRARE (2008)

a ApE/VI—EBRBORA27 A (F1524.858.
EF17-405%) ORE

» 66%(182NIFAEF A TIEL LT RALL

s BELUEFLVRAZHILTLVEL LEREEIC
BNT BEOHFWLAAROERITEN11.358
(ErE2-285)

[T hAD B

a FLRAMRERLEONARERE
Rt HEnKY)

« B, TOVhAERREDARICRIEE
FRUDLMRERITEEDRE
(Kagitani et al.2005)

s ERHERICHELTLDIEMGE LD
YRPECOEWREEZO/O—ILLT
LhAYRY]

4p=E/‘JE—t%i§5E;‘§

« RERGEEOHHEDREEHNDT
BIREEILN TN, CD10FET
FYBHALRENRTH>TETEY, LAY
EADNTUEY KVRFLEEDAN
ZLNEMNDOMSTER

4pE/V3I—DFEFRE (2008)

= KE, (ZUTHOD8TADFRERE

s TRATHEKEHOFKEERHY

# 45% MBI HITHLLITHMTOHTH
HITRRERIL2-12 LIBLL

= 18%(ERARDFPCHELGRBAT

= 10%HER O B (4-125)

= 10%535E D B 3L (4-145%)

ApE/YVI—DFREFE (2008)

FHEEIRSTHREN, EEEEOR
ERTEE

= 6N REXEFEED

+ A1 —2avIIHTEIREERHD

= AL ORBEELEL DT/ VE—EEE
(4-17R) 12 ADORHEEDRETIHE.
BRYHIBLULEEN. ROUMELNGE

REDEED

. ApE/US—EIRRIZH 11 B2BEICR A
EWRECENT, REOTRTOER
BRI
R_LTZ

« REAENIZIHEDEOES . EEFER.
EEEEomLE, Pz AFy—DEED
wmin, ALPFRROBRELE

s BRAMNOOBREFOMKE. YA EBLLE
DAz —Lavy—ILOERM

— 24 —




RELEREORE
BEDHMER

BEICOWT: BEDEEE

« RBERBEOESEELIC, ABLBHOD

RACELIEREDRERIMEN<ONOTE 2 2

. REDAESLEROEEZBRAHZON ';
. 4pESE—EBERORRLLHRLEER
SBF (3EIR) (24 BRBKERADE N

= [TONA (TADA) LEDIBOFERE
R EDEERK ?

g FEEREOES

E 3 2¢ e
B LA I

IR AT TR

FLACGH%

KUMMN BREMICTARDEMNTHEIC

REDKESEDER
e 5~18Mb“_=
« REEYAXDORE : ra» 0::7
« REM: KB RIOBBOXE } .

RENLTERERT

w INEWHAZXDRE
» EEFER: ABRICHATERNEE,
BRLAHELDOLOER
s REVHAXDR%E
« MER: FERHECRERBOREN LB

[* BFLARKDREES LI TREFEITRESHL |

>22.25Mb {$i

b4

|

By

L Lo LU ERGHBIE?

4 50Mb*
p&ik( :

*Mb (AR —2) KRR IR 5 D FERED B

B MW SRk (R AR )

SR A
oMb " 18Mp "V, 19MD
1 p) I

EL

LETM1

. +
. >
.
--------

LETM1 EF (EISH VR AOKE)
WHSCHR{EF (R ANE R
FRORE)

FEHEREKBERERLOBEE ?

E:
-

- v vivi

Hiha
{CASA)] MBS | RN | RERE: AN | ORN | OAS | WER

— 925 —




L MROFELED

1. apE/VI—BERBEVESCTBLEES
B NE (D (R GRS A o TE T

2. REDYAXHNKEGDEEFERLEDRD
BrasHd

3. REFBOPOEBELREFLELTIE,
LETM1REF : ZITTADADORIEIZBEE
WHSCHRIET : & . %58, AT R IR

4. BIEREBES DEBLREMTOA>TER

L RIEESOWE(2) B4

AFYROYR—bT T
http:/Awww.whs.webk.co.uk

T AHB YRt =T
 http:/iwww.4p-supporigroup.org

I SR B

RESOWE()BF

http:/homepage2.nifty.com/f-season

v J 7y = = XY

SRR 43000 157 ~ FREN T Y
By, 3

s BEEOREIZEBIALGL, £&1-
BHROELELDB, TRDOBELT
DOEMANEDER

« FHHBHRELEIC, LY KL MERR
FHA G TLENEE, SHRD
EXHREBRICKYSSICHRGIER
ANEDIEMNBATREN

— 26 —




WFFERRRDOTITICE T 5 —Fak

XA A ML

A%

EELED

EEL H R4

H Rl

RS

BIn L RR

(PN

WEYE (GTE
7 ) Vol 1

HILEIE

R

2009

15-20

B T2K & Bt

LA

H A B R

BE IR IR 5 DA
2009

W & e

R

2009

86-89

R

Qe (AR A - B in 1B

e IEN

BRI RERIRE
HERRIA

R

2010

1113-1164

X T A 4

RFA

HiRRAE

iéﬁ:%%‘%%ﬁ & A i f

/NRF

813-817

2009

LEeRARRE E
9 HLed>

BB E RGBS T =
LA GERBIRES

21-26

2009

Kosho T, Miyake N,

Hatamochi A, Takah]
ashi J, Kato H, Miy
ahara T, Igawa Y, Y|
asui H, Ishida T, On
o K, Kosuda T, Inou
e A, Kohyama M, H
attori T, Ohashi H,

Nishimura G, Kawa
mura R, Wakui K, F|
ukushima Y, Matsu
moto N.

A New Ehlers-Danl
os Syndrome With
Craniofacial Charac
teristics, Multiple C
ongenital Contractu
res, Progressive Joi
nt and Skin Laxity,
and Multisystem F
ragility-related Man|
ifestations

Am J Med Genet Pa
rt A

in press

Muramatsu Y, Kosho
| T (corresponding au
thor), Magota M, Yo
kotsuka T, Ito M, Y|
asuda A, Kito O, Su
zuki C, Nagata Y, K
awai S, Ikoma M, H
atano T, Nakayama
M, Kawamura R, W]
akui K, Morisaki H,
Morisaki T, Fukushi

Progressive aortic r
oot and pulmonary
artery aneurysms 1
n a neonate with L
oeys-Dietz syndrome
type 1B.

Am J Med Genet A. [152A(2)

417-21

2010

ma Y
r_—_____.—_.

Yamazaki M, Kosho
T (equal contributio
n, corresponding aut]
hor), Kawachi S, Mi
koshiba M, Takahas
hi J, Sano R, Oka
K, Yoshida K, Wata
nabe T, Kato H, Ko
matsu M, Kawamura
R, Wakui K, Knapp
skog PM, Boman H,
Fukushima Y.

Cold-induced sweati
ng syndrome with
neonatal features of
Crisponi syndrome:
longitudinal observ,
ation of a patient h
omozygous for a CR|
LF1 mutation.

IAm J Med Genet A. {152A(3)

764-9

2010




HERD 13 F U VI —JEEEE PNEREZEIETS /NRT2 Sup : 15 2009
DIEFERE |
HEHT 18 MY ¥ I —JEBEE VNERBZERETIE /NET2 Sup : 19 2009
DIEERE )
HEHD R REIED 7 7V NERE 41 (6) 1[910-915 2009
IY— PR —bTN
—7
HEHEC 13FY YV — NRWE BTSRRI 233-235 2009
KERDED - DIFEERT &
AT
HEHT 18 &G BEEE VNERE 8FE /hE41 240-242 2009
KERZEOEDOFRERTE
AR
HEmT Ehlers-DanlosfE&/NEAE #FIE [/ E41 973-980 2009
B, Marfan/EERE PRAREOLO OREHTIE
AT |
HEHD SGADEY & RIEEFESEY L SG40 (2) |170-173 2010
® BREROBER |AR2D S HEEMEA]
HEHD fﬁ;f%ﬁﬂ%ﬂ)%i@i}ﬁﬁ,ﬁﬁﬁ‘? in press|in press in press
HEMD 18 b U Y 2 — o B AVNERFEREE in press [in press in press
BRI Ay
FOMESLED I LT
RAEESC 4 B/YAERE NREBRBED - OVNRNE223-235 2009
JREEEE (4 R) 41

— 928 —







