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_ E}ﬁ.gﬁ%ﬁ (5 . EMESSS 59: 305-319. 2011)
— \BEIE. /JRER
— ATCS/EDSKT/
— MCEDS No.4T
— FRE. RELR v
— EDSKT/MCEDS EDS ORRIAVH
e o TIENEZENNE
- BEEIX — REREE
— EDSKT/MCEDS — ZIRETE
— EEET (E=E) — DR iR
— HtRBE
(Kosho et al., Am J Med Genet Part A 152: 1333-1346, 2010)
(Shimizu et al.. Am J Med Genet Part A 155: 1949-1958, 2011)
(&E . EINESEE 59: 305-319, 2011)
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No.46 EDS DIEREIE
RE - FZE ~EEZEW\Nchd~
© RR - Classical type / Kosho Type
e MCEDS C BURT BRCHIB, AHILPIL)
. BEOFENEERE Lz
. THEHE 055D — GAITER. NELEEHISE T2
« PHEE -0.6SD ‘ — FEBTIE. FTEUOCTVIERT (B8, . B
- HFEH -0.2SD EIRFE
A - AR BET
o UL, AENHRIEZEHED — DD DITONBIEZIER
- BENREL — TB[EaTD
- FHEE -0.9SD
o YII4AEE -1.58D
-« 58EH -0.2SD
o FE No.49
— ATCS/EDSKT/MCEDS EDS DiEEEIE
— AR ESEET ~BEEL DD~
o« JRSERIAEEND . O : -
L CRRE2 DS (155 DS -4 5) g;zzz&gfiygge / Kosho Type >
— ATCS/EDSKT
— BEDEMES (KSHFD) - EEEE FRE. tiESDBBICHA (B B
— ATCS/EDSKT 1. B’ E8 #8)
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- FFh:
— GHISEE. LEUHZEIEL
— BEOZV\AR—YI&HEHTD
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< R RS FRIER
« NF—FI
— SRINFRIEHDDESZI > TITD

— PO DIFABEZRE R
- ZOfth: FERMEARE. REE. AL

No.B2

o BICEfeRWEED
- HEHER

MEREDAIVU—=T

- BERCTREN EERE (REDH. EhE.

No.B0
EDS DiEREIE

FHFEBELY) T [ERONEETZLDT
EHERATEELD

(Alkadhi et al. Radiographycs 24:1239-1255.2004)

~MEZW\chd~
e Classical type

No0.53

o (BiEFRE. KEIRIEERILR
- BERIGE. CT. MRI T2
o FHIE
— [BIEMRE (+) ~EEMDIERES. EwRbA
RS (SRR E RAR.

— RENRARERIAGE (+) —~TEEDEES. T
BBOBE EEIIAR.

BIIRRZE DR TG

- BERERSE#HEUVCREFRNBEDEFHO5N

o

o KECBVTIE. Marfan [EEEEBEFEOER

TEDSMEBERDBEICLTOVII—ZIRSTD
EETHULD (Personal communication by Byers)

- BHMEEIRICOVTAR - FIROESHEDTSD

No.B1

EDS DiEREIE
~MEZE\chd~

ZEICEKD, MEBEANDANVADER, TD
CEDENIRERRE - A DOBREZBERSET
W\DOlEEM . [IEMEEMKDD. MEMER
EHALEFDLLDE LINZELY (Boutouyrie
et al. Circulation 109:1530-1535,2004)

« \Vascular type
- BffRAEEY

No.54

— BRI, BIIRMRBEDVEIT I DT ENDD
— HAREER 50%. FESEAN 25%. PUk 25%
— BEERE B
o Ffh:
— vEDS &I GEWITTD) oo, FEHREN
737k (CTHRE) TEMRREDATU—=

Breakthrough in 2010

« RIVI7VERECBII2OYILY VRUED

(FEFDD?
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— EIREE. BREEAEDONUE. BEEIZ
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No.55

Celiprolol DERIE
Ong et al., Lancet 376: 1476-1484,

2010

o BIRESHEDTZRAICHITD BEREDRHEICET
TRRRUDS YL E B

o IDEEIRMZEBERERS LUMBIRERDC
STLRBIERZEE YD celiprolol

o AEBE 53BN REEE (100mg/ HH BHREX
400mg/ HEXTIEE) 25 fIl&FERSEE 28 fll(C
EERCDITION, BIRGHEOREEI VR
RV RELTER

« BE5ED5H) (20%). IEHRESEE 14 5] (50%)
DIVRRAVMIEL, EREH. T
=2l

« celiprolol FEIRGHED FHUEEETHE
tEmrene

No.56

Interventional approach

* 18F: CCF: coil embolization (ICA dissection,
ruptured splenic artery, ruptured cardiac pos-
teromedial papillarymuscle to death at 21 POD)

e 40F: CCF: coil embolization (pelvic vein ru-
pure); cervical vertebral AVF: stent (ruptured
iliac artery -> stent ->rupture to death)
— Horowitz et al. AUNR 21:974-976,2000

e 44M: Lt.CA dissecting aneurysm: stent graft
(uneventful)

~— Kurata et al. J Neurosurg 99:1077-
1081,2003 (AbEARZMSEL)

¢ 26F: hepatic artery aneurysm: stent graft (good
at 1.5 year f/lu)
— Casana et al. Int Angiol 23:291-295,2004

e 27F: ruptured Lt.EIA: transcatheter coil emboli-
zation (good at 1 year f/u)

— Sugawara et al. Surg Today 34:94-96,2004
([LERESNE

+ 16F: CCF: coil embolization (alive at age 24)

 33F: ruptured splenic vein aneurysm: coil em-
bolization; ruptured inferior epigastric artery:
coil embolization (alive at age 55)

12 HEFENEREAN BEVILD 7 ViR

— Oderich et al. J Vasc Surg 42:98-106,2005
¢ 29F: large azygos vein aneurysm: stent-graft
shunt (good at 6 months f/u)
— D’ Souza et al. Cardiovascular and Inter-
ventional Radiology 29:915-919,2005
* 57M: iliac artery aneurysm: stent graft (good at
1 year f/u)
— Tonnessen et al. J Vasc Surg 45:177-179,
2007
» 26F: ICA dissecting aneurysm: endovascular
carotid stenting (IC/SAH, ruptured intraabdomi-
nal aneurysm to death at the operative day)

— Lim and Duddy. Cardiovascular and Inter-
ventional Radiology 31:201-204,2008

No.57
ENiRTRZEDFiTaE
o FMAEEITSINSVES. VEDS (TS HERR
SSHDRRZER DL, TEDRIFEEEDS
SETITOTEDEDSND,

Oderich et al. J Vasc Surg 42:98-106,2005
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~MEZ\chd~
¢ Kosho Tvpe
FERMEMEEBDRAIU—=2 (ASD 15&E)
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— TAET vy EE
No.59
EDS D{EREIE
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« Vascular type
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EDS DEREIE
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o Kosho type
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EDS DEREIE —
~iBREREVCD D~ o
SRS fo— ~ ' o v
« Classical type / Kosho Type . EEnvrelyy
- {IEDIT:
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+ EDS h'&Ehi2
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— HEICEST

- BEERDOND

At risk [CHDTINDFEIERTH'ODEEHD ({2
2. AOU—ZU0%E., BLENBAICK
BDIET)
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* Classical type BABKEE 46,XY I TR T
* Hypermobility type BREAEN : o
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* Dermatosparaxis type BRBMAFSHE
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No.75
EDS OERER - BioHhovteUvs
~PHR - HEIC DL~
« Classical type

— CRADBERIRENDZE

Z DAt

— F—=ANJT N))F— hFFs. Fov—
T TIVANAY AT, A5,
Za—3I-SUR JIb—D1A4, A1 —F

ATV =-4 ]

- HEINDO&EE, BEEADOE&E (NLIF).
FIBORE. EEED

« E (REELEFEDNDEE

— TEBNDERE 50%

o ZHEOTLDIEAICITRIERTEAL. BEIC
A
¢ \Vascular type .

— CERANDBERIREENDRE
s INAURATHER (EER - TRHIED 12 ~
15%. WIRDIED 4 ~ 7%)
— [EEFRBROFEHRE., DiRaiEOmeEnzy
— BYE (BB, BTHE). BERESTEN
(RIRBID ST ITABRL TR, KB, Kk
TOTHFELAEL. BA, FEDNELDT
FEITADEERT S TOHIRSE, HE
DhE :
— FEPNDELE :50%

No.76

EDS D% iE
~BEHC DN~ .
o J\REHR:
— SRR
— INRIB MRS
— BAEEEFR
- B AER:

— BHESEETFIR

No.77
EDS BR—rJIL—7
+ USA .
— Ehlers-Danlos National Foundation (
— http://lwww.ednf.org)
.« UK o
— Ehlers-Danlos Support Group UK (
— http://www.ehlers-danlos.org)
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EDS 25 B FMlFDER

o BEB[C. CT/IMRI ERANETT,

MEEE. 5= AREEERTT,

- IRENFROHIEFEINET. HE. FHR. MM

BICES. BREMNITIEVTEE . BIART
BEEDE. REBEF1—TJEZROIRSEE
BOFENNETT,

» RERIEERDCEISEREZLUTCTEW, BE

I BAEICIE. MEDIEELEDT. EHD peak
volume pressure BMAENELNZFEE Ao

- MEABEDHFOSINN, IXTOFMIC

METY, AERHERS. MEOHMEE. TEQ
BOBNDKEI T,
FEEABEDIIERVD, BEMEUNEE Au.
FIRBBICHUTIE. FEHICEL>TIE. micro coil
(memory) BTV Seim N INE<EZSH WA
F—TILHEIBULNEE A

fE BB &) Ak 48 (&. double woven velour/Teflon
grafts WEW T,

« KIBHRHDEBE, BEOBEDURIZ/HST

Je8IT. KAH colostomy/ileostomy ZHEET
Do

» Padded clamps with red rubber catheter cover

(Forarty Hydrogrip)

A[8EIFRRD. tIBEICIE Lange’ s lines ZE L2,
(Teflon suture)

tIBEE (incision pressure) (& 1/3 B'S 1/2 [T
UT., BT TSR ZETL. UIRRICEEER.
FES7EMATE,

[ME#E & [E 5 % # hemoclip ¥ umblical tape
ZRV. MEDRELEFCIE Teflon 55U\ E
felt pledgets ([C&D buttressed  suture 175,
WMETHNE, BEHDHIC. DETIFEVE
R PR ZEHEICT DI EBEEBI KNG
1E57ELY,
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IREEDZ(EHHEC DAIEEMEN B D E T,

Ehlers-Danlos National Foundation 1E6%
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TILREA4- OB EEBE R
(D4ST-1) Ri8I=&kB

B Ehlers-DanlosfiE f& B

DERREEEMS ORI

BEINKZEFE MR EE T2 ES
mERZ

2011 BAANBEGFRENETERE
2011/11/11 EHifxut

Ehlers—DanlosfE{&EEE (EDS) &1

o RIE. BAES. MEGEFERBOMEBEICEIGEE
49&EE  1/5000N 6DDEHEE . 5~DHLLVER

, HE BERR REEEF
HEE -~ 1/20,000  AD COL5A1, COL5AZ
~ Classical type o ol § e e
Sk 1/5,000-20,000 AD REHTIETE

Hypermobility type DEBITTNXB
mER 1/50,000-250,000 = AD COL3AT
* Vascular type o E : B
B 1/100,000 AR PLOD

Kyphoscoliosis type
SREEMEY | #4308l | AR | COLIAI COLIAZ

Arthrochalasia type i : - )

RIEhiEE 8451 AR ADAMTS-2

Dermatosparaxis type
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2000 1 ANBDEEFEIA (EDSKTI)
EDOHEL

. BERN/NRER Y 4— B
~ Tl A S
_ E OB Y TR RS R R DEDS
_ SRR S RGN (FiE. AR, HRER. &
D R R B i S OB HiARAE (5 B
M) R (F 2. % AE)  REEE AR FME. B
PR EES
s MEBOS—FUHEESHTEELGL
- EHELRE (TEAZEERN BEBEFHXZEER)
« TMi&
— el

DHELT. BEEES

EDSKTT

(Kosho et al, Am J Med Genet Part A 138: 282-287, 2005)
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EDHEL

o 2003F {EXRIRFIEIZEE
HIEERBRTRSRIZH TV 1B Il -2&
BSADNEEDEE U 2—IUV = (75I1E
EATEE) |

— T MRS
—EDSKT1DEERIL=E 4R, ?s%i@

- TO®. MIEDOEIT. KIFREWR. HFAE,
381

EDSKT2

(Kosho et al, Am J Med Genet Part A 138: 282-287, 2005)
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AWREERTFSADEASA

IHEIEDSETEIE
o BN ILEEZD

« KIFRBTCEBAIER (VIE)AZHIETD
— EDSKTHZx L TRARZY—=2% (lysyl
hydroxlase;E 4 ZBIIEMIZEARS) — BEEBELQ

o {R{AEERZLITLNAN, lysyl hydroxlase & 14
MNIEELGVIBRIZEEMICHEE
— VIBE! 2 $ESN TN/ N R 55 45 LB 4L
o Steinmann et al, Helv Paediat Acta 30: 255-274, 1975
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(Steinmann et al, Helv Paediat Acta 30: 255-274, 1975)

20054 Am J Med GenetsE[Z3R&

American Journal of Medical Genetics 138A:282.-287 (2005)

Clinical Report

Ehlers-Danlos Syndrome Type VIB With Characteristic
Facies, Decreased Curvatures of the Spinal Column,
and Joint Contractures in Two Unrelated Girls

Tomold Kosho,** Jun lesah';shx,z Hirofumi Ohashi® Gen Nishimura® Hiroyuld Kato,?
and Yoshimitsu Fukushimal

Dppczﬂmené of Medical Genetics, Shinshu University School of Medicine, Matsumoto, Japan
“Department of Orthopedics, Shinshu University School of Medicine, Mutsumoto, Japan

QDw:smn of Medical Genelics, Suitama Children's Medicdl Center, Saitame, Japan

*Department of Radialogy, Tokyo Metropolitan Kivose Children s Hospital, Kiyose, Japan
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2007%F SABDEEZZA (EDSKT3)
EDH £

° 2007/7,. EDSEE % (JEFA) DEIE

c HAERESANIBRDERIFEDEDEE
ELESOTIRAANTIEZLL EHEHRHY

c BEWNTEHEENHY. TFHE | LHEE

o T MRS

o EDSKT1, EDSKT2IZEEBILI=FEIR . #2:8

o TMR./IMNGFEEWHH, BHNE. S8
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EDSKT3

(Kosho et al, Am J Med Genet Part A 152 1333-1346, 2010)

IMiEIB2ZR % (EDSKT2, EDSKT3)
T/ LEFHTIO—FA

EDSKT1 EDSKT2 EDSKT3

T %

O @

s MAEBLEE. ZERFELE (EERIKA
FANEEEE) EOLFEE
— Homozygosity mappinglZ BB 5T B~




2008 BT EHE
» SNP 10K7 L A (Affymetrixft) Z L =
homozygosity mapping
— E1F5EEIX15q15008.2Mb (Lod score 2.885)
c RBEBORA/OYTIAY—h—ZFB\=/\T0
A TR
~ BEE4EEZETIMbETRBE
- BEEMIEICEET H1095EEF
MERERIICEAEMEN SR HON DT EL T D EEREN

(]

®

[REE{EFCHST14

— FILTEA-O-TREBBEEBEE R -1 (dermatan 4-0-
sulfotransferase—1;D4ST-1)&a—F

4-6 NEDBESAEDHE

o EDSKT4:32i B4

- *Llhi[ﬂjt%mﬂalmﬁiﬁ*&i{
EHELE

—I'iw K%ﬁﬁ:ﬁl (Yasur et al, Am J
Hematology 72: 71-72, 2003) DE{x%
FHRMTIERIRE 2 |
o EDSKT5: 19 &%
- BREMRKEZEREEREFEEEXY
— R E OHERIIND-T-RIZE
AFEIC
o EDSKT6:455 %R
- BRENKREERENEFELELY
— TEHHBEDSTEWRMAZE ., REDE
EL (<D THRKIZD>THTI

(Kosho et al., Am J Med Genet Part A 152: 1333~1346, 2010)
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CHSTI14Z& 2

EDSKT1 EDSKT2 EDSKT3
€.842C>T (p.P281L) c.842C>T (p.P281L) .842C>T (p.P281L)
c.878A>G (p.Y2930C) {homozygous) {homozygous)

e | [0
L1
o 56 o
EDSKT4 EDSKT5 EDSKT6
C.205A>T (p.KEIX) c.842C>T (p P281L) c.842C>T (p.P281L)
c.842C>T (p.P281L) c.866G>C (p.C289S) c.878A>G (p.Y293C)
D~I—O 0

(Miyake et al, Hum Mutat 31: 966-974, 2010)
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s SXREURA3, FtEURA
o P281LIZEEIZ. Y293CIF2 NIZEEDH ST
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p.L2R8S )
o KEDX o PREIL) p Y 2930™
. | « ». Hi
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BN
[

(473
[iid

376 =23

hpieciod
Homso sapions ‘vH‘{DF‘JGS
Hoz fawrus 35
Mus musculus
Ratlus noovegicus

Danic rsnc

LNSVQTPER E 1EYDEIGS

(Miyake et al, Hum Mutat 31: 966-974, 2010)
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o DAST-1HDHO—=2%

— Baenziger#1% (Washington K IR IEE)

o Fvers et al. Molecular cloning and characterization of a dermatan—

specific N-acetylgalactosamine 4—-O-sulfotransferase. J Biol Chem
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