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YRk 23 FEERERLE A &

X5 K4 B Tk
WIZEREE | HE A | BN KEERSBREE R T 2R FHERT
M EE | @ X | BNKRELEERES - THESHEE Bz

BER E | BHERKERER Bz
Ea F | PAERKEMBRRREGEZER - A% | e
ST
A @ | BRI KRR IR E SRR Bz
A BT | ESIERERII G v & — ATy T =R
=% T | BETSLRERERE SR E G A5
i TEF | EINKEEFRELEES - FHESHE B
Mm% | BR 3 | ERERERER SR SRRk - A d Bz
T ey = iR i A= A I A ol )|
v TERIG R
B B8R | FRBR LT REERSEEE BB i R
IR BB | @I KRR R E S AR R R Bz
TR RE | BEARREIEA R B s o 5 Bz
wOERES | EERKFEEER Bh#




II. #FEAFEHE



TRk 2 3 EERAEGBMNENERMEE EHAERBIURIZEEZE)
RIS &

T—T A0 A EGR (FICnERB IO OERBHIER L UREES O

MEAERE  HEMC EINKFEZEMERPCES T 2R

MRS

& : Ehlers-Danlos fEERE (EDS) &, EEOBMEEME, BEHEL CESEBOERELZEHET5
FERMEFEBORFRIT, 6 DOEREL LOFHRANE EN., HEHAEIL 1/5000 A& SR TW5, A3
BECiE, mET EDS X OiE EDS (EDS, Kosho Type) % HULNZFERRRAY, EBEAMMELIT- T,
MER EDS 1T, WA =5 —75 v (COL34I) BETERICESE, HEMERMES - f75E - 9B, IBREL.
IR DO F B EOAMICEL HRAERE BT 2B LEERKRETH D, LnLRRL, #
DAYV —= T, Fhis, BEE B8y 70H0 FIIMILTELT, 2B EOK
EVWHE L 25T 5, #F% EDS (EDS, Kosho Type) 1. EDS BEDIEENCBWTHRRA LKL, ER LD
R, e RMZFBENE, EITHEOR AT (iR, BRI - %, ERE TLERY)
ZETHEIFLWE A TDEDS Th b, CHSTI4 EBIETFOERIZESET N~ F  4-0-FiR LB EE
-1 (D4ST-1) DIEWEMMET L., FORR, T2V iaMmd3 270 a4 ) 7V By (GAG) $HoME
R (T~ 2 UREBBOER) BAEC, T2V UBENT2 2T — 7 U HIRRHED assembly REICE 5
ZEMN, AEFEROEITHEFAEBETEEORIEL ZE 2 5N TS (Kosho et al, Am J Med Genet 1384:
282-287, 2005 ; Kosho et al., Am J Med Genet 1524: 1333-1346, 2010, Miyake et al., Hum Mutat 31: 966-974,
2010), (EIEFEFIC, DAST-1 OXREHR, NEEEEB L ONKEZFHRE 7585 LW &R BEERiEE
“adducted thumb-clubfoot syndrome (ATCS) > (Diindar et al., Am J Hum Genet 85: 873-882, 2009) . ¥ X 1X,
BB EDS O #AT 4348 ST 2 —E 00 B3 (Musculocontractural EDS ; MCEDS) (Malfait et al., Hum
Mutat 31: 1233-1239, 2010) DOJRERTH 5 L|EINT-, Frxid, FiICRH L7 EDSKT @ 2 JEH] & BE
& D EDSKT, ATCS. MCEDS &&| 20 SEFI D KRG & BB DRSO L. 2 528 D4ST-1 K
BICESBERBICFE—DORBTH Y | EITHERABBRIETMER L ORAERFICHEEBM T 55 EDS
DFREL & FERRAT T 72 (Shimizu et al., Am J Med Genet 1554 1949-1958, 2011), 5. ATCS DI E,. 7 )L
— 7Bk, ASENL Tdermatan sulfate-deficient ATCS) &4 _& THV . EDS & OSEIIAREYITH
LEDOEEPBESN, ZORIT, AEICBOTIIERESRESRE. B Lo, nEnx
H BB -BORY, HERETRLEEE EDS ICITABNRVERSH D Z L. £ FREEN EDS & i1E
B EThHoTz (Janecke et al., Hum Mutat 32: 484-485, 2011)

M7 EDS @ YRR 21-22 EEOARMIHOFEEHO—E & LT, ENTHEREZEH SN 36 % 41 A0
FEERBICET AMEREZITV, REYITH D RN S KB EEIC A SMEREER S LTEs
L7 GBish v vt ) v 7 %2E8MeE 5 31% :157-161, 2010), B LN F 218 B FEITIC
EOSKHMEZWHOINELZMREL TR, T 23 EEE TIT S8 HKR 66 ARNEEZH S,
FHE38 A, 28 ATHY | FHEH 30 A, MMZEHF 21 ATHoTo, FIREROHRERIIEY
226 5% (14-43 %) THY  FPRBANKR L L7, BHEOHEEIZBIIRR 62%. MEHEER 47%.
BILERR 24% TH o7z, COL3AI BERIT, S AV RALTR 45%, AT 54 ZAER 45%THY | 3
Z RT3 T nonsense medicated mRNA decay (NMD) D728 ¢cDNA TIZ#BH TE R WVWF v & 2%
B, BERREERREIN, 2EEELEERSHRGOHEICH L T, BT LERRM, B
EWEAR L OMEIEESE b 72 53 B RIEIERE “celiprolol” OF A RITHRLI DT o & MMy,
BROFERPBE Sviz (Ongetal, Lancet 2010; 376: 1476-84.) , RBFEIC BT, ENIEEZWE O
IREBHEDIRRRIN A RE Lz, SREEBERZNRL TOBH008 A 578, celiprolol 23# 5 S TuY
D2 NThoTz, 14 APMRERIEE (IENRE, SABEE) 2210 Qv MR - 5o



Y B RS, REEEIIRAEZA AT A FIRERIE R < AT T e, KBIIREICKHY 5 A L& @
BIFTIX NS A b o, EERIEREIREA 5 1253 5 & NBE I +o 220 RIIE oo
7N KENROOE OZERIT. KRB BEIRO AT > METEREZE TEN TH D AREENRE 2D
Nz, £, BHaxNER L, RKEMEESY /) & DNA 2V COL3Al BRTERRAY ) —=v 74k
T 5B Bt ERfR S (high resolution melting curve analysis; htMCA) 1% (Banyar et al., Biochem
Biophys Res Commun 405:368-372, 2011) \Z XV | FEERERICBWT, FIRATIA AERZFET D
TENTER, LD, NEBEROBEREZRO LD ICRET 5  iMCA L 3 0 I AT & BRE
LCREHAEE R IIEET2NE Licth, MERER S U —= 7 21T\, celiprolol & -5-1Z & 2 Bk
EPHEDFBIEIT I, N4V AZEIRAEICS L, MENIREORREMEZERY | B NIRE Cidxf
JRTERWIEITHER IR LT, EEICFRE1T O,

#% EDS (EDS, Kosho Type) : f2J& - BE10 @M EME, SFEEMBOMTINE LS VS EDS O FRZER 2 F52
Il ZREHREES VWIS TV L0 BBRMOIZEDS EONT TV —DEREEEBEZI BN
7o BRI . EITHOREAEIEIEMEICE L T, TD4STI RE-T 2V U icfmss 7Y ab
L7V H o DRBREL (FA~wFZ URBROER) —T 2 U URENT D 27— U HRRHED assembly
Ry bWolas—Fr OESREE EAE ST b, EDS L ORENREHE LEZ b, YLD,
[D4ST-1-deficient EDS (DD-EDS) | & DR B4 % #2258 LTz (Kosho et al., Hum Mutat 32: 1507-1509, 2011) ,
FEEZEAIL. THE TR THRE SNTEABIOBERAZED 24 FHR 34 ANERD (5 BARHESE
X 16 % 18 N) . BRTF —F OEFEI D, AEFEHODERHEZRO L DITRET 5 - ARG, &
HIEESR & B AEIR D B RV CHSTI4 B TEATIZ X VRERZET 5, FLShEH, AREZR EITHT 5
B ARG E-OEEN R SR IC KT A BRIER P A EET S, TO%, BE, BEEF. WRHEH. 78
BRSO AENRBEEEELITI &L b, EAKR TMIEICXT 5 DDAVP S&EER EDIME
TR E 1T D (Shimizu et al., Am J Med Genet 155A4: 1949-1958, 2011, Kosho et al, Hum Mutat 32:
1507-1509, 2011; ZEHC, EMEFEE 59: 305-319, 2011), EEETHEOBTHERICKT 5 FHE1T O
BT, BEXETMEDOFHZ2 &0 NaRERNILETH D, £, BERE TMIERICITEEHMER
FEIEIE A B ABBIENRH Y . T OBAICIE. ATER, BFEERERETFMR. BRSBEKEE.
HEEEREE v — MERERER S a RIERARRREERET DNERD D, S bR DIREMERICD
RSB EEARS RITV., BERFTODS BDEELTWHWEZE, Ta) VRENREBELEBEEATIIAR
IEVRH LI LR HRTHDTHLMNC L, &5, [FRORBEEOBBEA~MITIZERET LD
DT, PSHEERHNL, /v 7TV h~URADEBIZEF LT,

WHFEs R

BB (RMKFESIEEES - THEH
e - %)

BERRE (R ERIRSE ST - 500)

W (B ARERK SR RABRERRR - &1
% - BT EWE - W)

AR (BRI KBS AR
% - %)

AT (EERBARIEY 5 —BIEHS T
EWEH - ER)

SERT RETRFRERE SRS
5 - W)

Wi T (RMKFEFMERES - THES

RS - B0

A. WFZEERY

Ehlers-Danlos #EBRE (EDS) L. K& DB RIE,
REEi iR CREA RO MR RO R IERE
BB THD, I (Classical type) . BIEIE
)% (Hypermobility type) . L& 2 (Vascular type) |
% AE T (Kyphoscoliosis type) . Z%%&BIEIsMEEA!

( Arthrochalasia type ) . & & ffg 55 A

(Dermatosparaxis type) @ 6 DD ERENI ST S
TV, Wb, a7—rraFrrobo,
FIAMEMEROBLETEREICL VAL S, il
FTIRENZE W T2 2R AR . Z DA bFRY,
BEFHEB L & HICHKRWTREREINL TV D

(F 1), &% &Y T HEEEITN 1/5000
ANEENTWA,

LB EDS i+, FaT—75r (COL34I) Bix
FER\CESE, HEMEBIES - 25 - 98, BB



R, IR OFEMER A & OAMIZBE b 554
RERE BT HEREHEENEBEEATH DN,
AOHEDOR T U —= v 71k, FEHE. 1REE.
BEITVCEVVTOHY FEeEHi-aiENg
FFREHIRESL L W72V, SRR 21-22 S EEARRFSE
B (EDS ) JEENCBWT, REFIOMEE 2 W
DEBHRABEZIT o366 KR 41 ADPHER S,
PZWTRFE R IL S 28.6 B, MIRERPAEU -
THERIT 219 CTh o 72, SHHEDHEEIX
EIRR 63%., FMFRER R 51%, YHILERR 24% CTH -
7o 33 RREBWVWTEGTEREMREB SN

(SRAEBEUARAER 5%, AT T A4 AEHE 45%)

(BESL. BEZ DtV TELMHHE
31 :157-161, 2010 ; Shimaoka et al., Br J Dermatol
163:704-710, 2010) , B, MEILRIER 2 H T
% B HERTEE celiprolol /3 AUE D Bh AR & PHIE 12 5t
LTFaRERS LT v & MR
DFERDBERMN D 7 /v — T2 b 8E S (Ong et
al., Lancet 376: 1476-1484, 2010) . AfEIT EfE
REZENICESEBEBOTFHAIRE L HREEK
BAETV T N AERZREEZERZTEY .,
FEG DERICES RERH OB NEAE T
Hb,

KIEBED 23 1 X N T~V v 7 AEEIZH
bND3T I VBRI LICRVIET Y VUNER
THIREBEVARAER BOVEIRAT IV TER
EENTWD, TER COL3AI BT ISR K
JERAESFAIAR 2> DRI L7z mRNA 2R WTTh
7z DS, BRHEZFRRER N & OFENTIZR B A, 155
BIRNNE LD 80 ) BE~DAHEREFR
72NEES | & BT, nonsense medicated mRNA decay

(NMD) #3ET v AER RELRZHH
TERVEWVWIHBERVER I TVS, Tk
21-22 €EE BDS BHEENC IR\ C, EARE R 7L
#4537 (high resolution melting curve analysis;
hMCA) ¥5I2E-53< | RIMMAKS / A DNA %
W COL3AI BARFERRA I V—=0 TR BR%R
L7c, RIETH, ERIETCRETE T YV UE
BERTTA L TERORIE LT, HEFETI
FAETERWVWNMD &3RT T 2ER, Kk
ERSFEETE . (Banyar et al., Biochem Biophys
Res Commun 405:368-372, 2011)

FZEDS (EDS, Kosho Type) 3. EDS BIDIEE)
WCRBWTER L, B OB, LRIELHE
HiHE, ETHEORASAMETE (B, &
HisthiE - 2. BERETOER L) 224 54<

FLWH A 7D EDS Thb (Kosho et al, Am J
Med Genet 1384: 282-287, 2005 ; Kosho et al., Am J
Med Genet 1524: 1333-1346, 2010), REHEESME~<
Yy BT T aH A TN ClERmSEE A 6.3Mb
ETRD, Z OEBICIFET D&EF CHSTI4 3
ARBOBELEBLGF CHII LEEX DT,
CHSTI4 1%, TN<H v 4-0-MBEGEBEE 1
(D4ST-1) & 2— RTHBMETFTH Y., RIEME
LT Ip4ST-1 RE-F 2V vigfmts 7Y
aY I 7Yy (GAG) HOMBREN (Fr<
Z URRERIDSIHE L, v FuaAf FUBR(CS]
BT D) »T a2l URENTEa5—5F U4
FRHMED assembly AL L WIHRHEERLE
(Miyake et al., Hum Mutat 31: 966-974, 2010), %
EFRFIZ, DAST-1 D RIEH, NERHER L OWK
REREE T 285 L2 3B E WNEE “adducted
thumb-clubfoot syndrome (ATCS) » (Diindar et al.,
Am J Hum Genet 85: 873-882, 2009) . 3 X 8, %41
A EDS QAN B IN TV —E D Bk
(Musculocontractural EDS ; MCEDS) (Malfait et al.,
Hum Mutat 31: 1233-1239, 2010) OER TH 5 & #H
HE3NT, FLTIATCS DFE RIS N—TM 51T,
AJEL Tdermatan sulfate-deficient ATCS| & 49
RETHY ., EDS & OHBITENTHD L DE
SRR I N, FORIT, AEICBWTITE
RMEZHEBEEIME, B LOKHE,. DEQER,
1% - BORY, HiRERT 2 SWE EDSITIEAD
WIRVER D 8 5 Z & /TR EDS &1 E 72
B ETH-oT- (Janecke et al, Hum Mutat 32:
484-485, 2011),

YERE 21-22 4 EDS BEOTEBNC RV T, Hi2IC A
H L7z EDSKT @ 2 e & BE# 45 D EDSKT. ATCS,
MCEDS & & 20 fEFI O EE R B & BRI Mo sEMIC
SHTL. T 528 DAST-1 KRIBIZES < BRI
FE—DERETH Y, ETHEHEE/RET M (kB
W - MagsiE, 28 B - BIERLA - £,
BERETIMER L) BLORERT (BEROBH.
FERMEZHBEAEMGE R &) [T 55 EDS
DOFIRE & R 72 (Shimizu et al, Am J Med
Genet 1554: 1949-1958, 2011)

TR 23 FEEDSHO BT O L3BY Th 5,
(1) M%7 EDS :

O E(eFENHI L ONBETFARITIC 25 < B
LML BEREHICR T 2R EERD
BEZzELD 5,



@ BAREOHEICEET 2 ZRAEICES S 2FERE
#HeRET D,

B FEBEMHTEEDOEWS /A DNA RX—AD
B TFETEZ BT 5,

(2) ¥ EDS :

O EBEFHERITCESS BEIEZMKE L. BRIR
T—Z DRI HEBUER LI UBERER
TSI L., BRIEHERET D,

@ FOBIBEEICANT T, ERET L O/ER
PEHT, EHICEMPOBIERICREL #E
95,

B. W5k

OMmER EDS OEREHRHEICES BEREOH
H R OFEREN CRIEE ORIETFRITE OB

<BENESHERARIIBWTEREDOHEDZ
Wr D 7= DAELZESHT - BETFHEFT 21T > T
WAHIERIT, BHERKERER (BEEEH
B, BEoEE), BAERKFEERZER -
A - ST EDE (EREERE. eSS
), ENBERBRIEE ¥ —HEmaF
EWEE (REBRTEE. ESESE) OH
Th D, FLFESIIE, BEREOARICLVE
b RERHEIEMIEE N T U AT
Yoz L, AN T R EIN
L CESKE TR, 7 AV AICEE L TIA,
WA = 5 — 27 0 2 il Uiz, BT, 55
FE B IRHESERIFA B e > mRNA % AW T COL341
D RI-PCRBIOE A VT v —F v A&{ToT,

< FEREFHE >

O HeEZWHIOMERE: b 3N I
FCHREZH LE2EFAOMEZITV, B
MRZEFREBREEEF 2R (5 E
Mo, FRARE) KBV To L,

@ BIREGHEDIRFRIUICET HHA : ED
Wl O EICKS U, DI RS OTERIR
PICBET D MEE L HM L, M KRFESER
M ERRE B FRER GFEMD, AN
REF) ITRBWTER, oL,

< BT RITIEO R >

X 0 RN D OBEN R E R TETIEZBR
THH, BARERKEEGZER - £1% -
ST EWE (EREESBGR. isEE) %
Mz, iiMCA EIZ L A2 BET 21T o7z, EFIT
35 B, BB EIRIEE, EVEMESMOEESH Y,
RDY 33 FEEFIC. A3 15 BRERIZZERIE L TV 5,
FEARAVIC L, M5 EDS, Marfan JEERE (SEEIR
B) 7z CHEAHRER R BN DN, KM
k4 / 2 DNA 2>5 hmMCA fifffr %, B8R 8
FRHESE A S mRNA 75 RT-PCR B L O A
T RN RAEIT T,

@FL EDS DRHES OMER IR O
W DRI

< CHSTI4 B=FENTIC IS < BEINE >

WEARIER OB A BEN G, #lleA 7 4
—A Rarey VSR, REMLZEHER, DNA
A U7, CHSTI4 BT OF /)7 EFERE
Wz o4y vurBERAREY D AA—T5
X5 PCR 74 ~—%&FF L. PCR-ZA L7 |k
VU ARITo T, MRNTIR, BRETINLRFE R
FRESEMER RS (MAREBEE., =B
g, WHESHEE) LB\ T{Thiiz,

<ZEEHOHEE>

BINKFEFHMBREESFR2ES (FE
WO WFEERERE) 2R OIIC, 2VE TIC ATCS,
EDSKT., BXO'MCEDS & LT E SN T
72 14 5% 22 A, inpress D 3 FF% 4 A, BILUSR
BRIFZHRSAEEDLEL24FHR34 AN (DB 16
F% 18 ABRKLCTRAINT) OEHHE. 15K
W EFHRLETILERAI CIIRESERE b & ICH
AL, BEBEOEREZ B LT,

Z O, EDSKT @ 1 FEFIMEITIERRIERE DO F
W aAT -7z, BAHICET 5 BERE T mED TS
EIBREIZBWT, DDAVP (T ARAET Ly ) R
BREENER SN, TOFREEBRIF L, £
B —REBI N AT BAMERIC TROBE KRB TILIES
2L, TNICHED BEASMEREERICM - 7,
st L, ALER - B REEE K ERESFM
Ja - BESBRREERS X O BEFERER Y — b
B (V= 2™ I BEEERL, T
BRMEERE L,

<SR BEMEER D 7= O LR S >
LT



PR BB R R R ERHEEERIC B B conditioned
medium D CS/DS 7#T%E, 2> KA FF5—
¥ AC, B ICX2HBIUORBAT VT H]
HPLC 12X ViTo7z, £727 2V GAG #HITH
75 CSDS ooz, fie b -7 aV rhifk (=
JAE /) 7 a—FNHiE) AV western
blotting (2 & V1To7, &HIT, 5 ADBEFEHEK

DIRD CS/DS ZrtrxE,. 2> Ku A FF—+¥ ABC,

AC, B IZXBAHILBI VA 4 A H# HPLC
WEDIToz, ZTHHOBEEL, WEHBHE
DER—FZHF (ALEE K ERFERERAE MR
FHFERT - R E R e T AU A
YT TEBEISAMEE) OFFZEEICRN
T, E& U TKRF EEHEENEH Lz,

IR

WHIe 1 O /N E BB (SR KA
RIESHAREREEE) OMRE. BREREE
Hi (AieiE R RKFBLesm e R sk - 4
MERER IR M T e T4 ) by 7
v ERSHERE) OMFRE, BERE L (4
hERXRFRFREFHAERALEHRERE X
—). BXUOHLEH#E (BEMNRKERERESSR
R TR BF) OFEEICR O TEE S
niz,

FEESHT 0 3 BE L 1 BEABRORERSEE B
WT, AZAN eI L A BE T 77,

BEA T (Cupromeronic blue Yu8,) : 1 B & BIIA
? EDS #BF O R EMME H T, Cupromeronic
blue efalz X 52T —4 2 GAG HOBELZIT-
7o

T o U BRI TSR LT 4 B
Fe 1 BEAORBHABERANC it F-F =
JUPik (v 2E ) 7 o—FAHK) kB
IR EBEETT o T2, | BEORIEEGS
AT, FHRIC L 3 RE BRI E 21Tz,

FEUEAT : 4 B & 2 BEABEOEE R ERKE
FMEERWC, w427 27 LA (Illumina Human
HT-12 ver4) 2 X BHEBUENT 1T 7=,

iPS MR ORIST - BE 1 A (P281L/Y293C) D
JER 2B, RIS S Lt BFgE
BHEOILBEHREZTE (BBAKFRAEZSZ
FTErHIIREEE 5 BF) OAFFEEICB VT, OCT3/4,
SOX2, KLF4, c-MYC #HEH L=t X4 U1

AR TEE v,

J v 7T UM ADER RS HEE O ZE
Ao FHEHEE (BRIRM KPR ERRE 3RS
I=%) . WFEth 1B OBR — 2%, BRNEE
EEE., KEAF_BLHEE L L bicE S
EDTERL,CHSTI4 D/ v 7T U b~ A%,
BEIWCVERR &4 (Tang et al., Nat Biotech 28:
749-755, 2010) . KXEOHEEFIH ~ 7 AL+
v # — (Mutant Mouse Regional Resource
Centers ; MMRRC) (http://www.mmrrc.org/) %
WL THREBICERE TREI LTV,
MMRRC IZKBE L. WEEFEAFT L &
&Lz,

I ~DELE
<BITHENFE L L CORE >

(1) MEEDS DEEZE & L TOAEIZSTER
FOEBETFHT, € LT, (2) #HT EDS D&EEF
FRATR X OYRRBRENT 2 & T, BFIEMREHIL. Tk
19 F£~22 FI0i TFHBz— T A& o RERE
DBIETHNT (FMEE 214)) L LT, FAE 22
FELIEIL TD4STI REBE (=—F A& o RERE
B, WER) OBETENT EMER304)) &L
TEMNRFEFBEMBEZESOARBEE T
D, Eilo, BRTHNTZERT 5 LRI MR I
BWTH, MEEESOEREE TS, F-I
B TFEIT 21T 9 B3 - TR LT, BFgeR
RE - DHEEBEEIZTOIAZ L AR T BE
FREICLY, BF - FRICTSRHRBAZITV,
REZHB I EEFERE Lz, £7-. 2EHHE M
DEFIRIEH 2 INET DI, EABROEEIC
BEL,

<FRERWFZE & L COELE >

BERITTRIC B A mERiEs (BE4AHEE) 2%
WFTHLENRD D, ARSI, FAL 21 F,
(MR T —5 2K 0 REHERED EEIR S
L VRSO (ZAEE 1350)) & DFEE
AT, BMNRFEFHEGEREEZESDERLEL,
PZIEIER D GERR R 2 INET DRI, EALS
WOREIEE LT,

<EEWEL L TCOERE >

il EDS WCRBIFAEKRE TME~DIRE L LT
® DDAVP S 23 I AR Ch 0 | [EEH ME
REETAH T AF o REEBICTT S



DDAVP S &#E (ZAEE 1186) 1 & LTEMXK
FESMEGREEESOERR LB, 7. FUE
BT AEELGEREERICYTAIALE
B - BEEEKERMESTMRE - BESEEREE
BLUOBEREERK Y — FBEREZERIO
ROTHY (AFEERFRE— MIRBEIMER) |
[x— T 2 F o A (HEA) BEICRT
A BRI BT A N LER - BEES
BEEHAESEMIE - BESBEREERLUER
REERER T — NEEEE (ZMEF 175D &L
TRGEEESORREHI,

C. #FaefE

OIEE EDS DEMFREICLS < BRI O
F T OFESEE O B DB FRRATIE DR %

<EREHE>

BRI OMEFE . A ST EITELET
EATIC XV EERET SN0, 58 5%k 66 AT
bolz, BiE38 A, P28 ATHY . FIEH 30
AL IEE 21 AL R 15 AThoTz, FIERR
T3 ARRHENTWE (545, HHMME & T
Bar2R45 595, 60k, MR, WIRIEIR
DOHIREEITEY 22.6 % (14-435%) Th V.
FER SR AN E B Lo Tn, AHHEDEE XS
MRZ 62%. FEGERR 47%., TH1LEE%R 24%ThH
S77, COL341 BERIX, I A BV AER 45%.,
2SS4 ZER 45%THY, 3 FRIZBWT
nonsense medicated mRNA decay (NMD) D7z
cDNA CTHHBHTE W2y AER 18
EREEEMNRHB N,

BARSGHEDBERIRIICE T 2RE - FHREAF
Lz 7z 28 A, 13 A3 B EWTSE, o BEWTEE, Ca
WEWTHE, AT ZAMEETEE (ARB) ., FIRAIE Vo
FABRMBEREEZ TN, 2095
Celiprolol 3% 5 L CW = DIX2 ADHTH o7z,

BEER TR (MWEWNIRE. SAREE) 2210 T
WX 14 AThHo T2,

AT IS MIRBIARA SR . BT, iR (33
%)

MATREGEIIRAN,. M8 MR, Bk (37
)

1 | EBERERZENC KT 5 Bk, BEE
(42 #%)

2 | S REGHIRBIIRR. FiT. Bk 1
%)

3 | EREEAE. Fir. A Q5%

B | E REEAREEARE. FE. A8 (29
)

4 | MERENIRAEEE, AT v b, B (32 5)
M

5 | EEENRERRERIRIE A 5 | =R, B (41

)
pegid
6 | MENIRETEL, [REMAREESE - e, B (26
173 )
5 =
7 | AMEREIIRAESE (Stanford A), ATLHEE
i, 1T (21 %
B iy, #IT Q1)
MafEEp KRBV IRAREE., A LM% BHT, M
fiz kv B4R 23 5)
8 EEp At KREARE. 27 v | - ERIBEE)
- MR B ZE1iT - 5 RBRENIR—ZA KEREIR /N1 /%
R 2. BAF Q0 ER)
9 | HENRE. ABRBOREEM. B 1R
B
10 | ASEENRER IR A 9 | & & RIS
HE, B Q7

St S 9

11 | EEEIREREFIRAA 5, v — %
- A VERZET, Rty (26 7R)

i
ASEEIEREEIRA A >, NEEES
fr. BRI (26 &%)
12 | BEERGONEEEIRESL, Eer, &
B (28 7%)

B |

13 | SV B ENIRAREE - (AR, S — 1 -
2T b, B (38 5%

- Tuh, B (38R

14 | FFEeiE 0T, mAFEIRER - £%




BhRZEERE, B (25 5%)

8
R

<H T Ie BT AT IE OB >

KIEIM A 7 2 DNA % F\ 72 hmMCA fiZfric
£ Y. COL3A1 @ intron 15 @ 3°{f]-10 2B TEE
D SNP ZILHER VI EBHR A A~T 04
R SN, BEREEMRMEIEHIIEHSE total
RNA % H\ 7z RT-PCR —/r > A¥E T exon 16 D
BNC 9 MEFRANRA~T o SR TR SN, #
WA T Z X723 7 2 BRFEAD in-frame
ThdHMN, aT7—Fr3BERTERWV DR
TRLEZ BN,

OFTH EDS ORMMESOW b BAIEEOH
ROTRAEARTI O 12 10 D ERE TS

< CHSTI4 BinT ATz S < BEINE >

BEE T 1T EROBEGFEFT 2R T LT3,
FER DR 72 13 FZRIZEB W TR T
BELITEE~T o BEEWELRPEE SN,
77, FERDPIEHMBIAY /2 4 FRICBWCIIZERILF
ESNRhol, BEET IV NVOHBRBEESZ LTI
Y,

J 70 T DR (T~ 2 URRERDIELR)
ST a Y rRNENT D37 —F R
assembly e EWolza T —F o OAERER
ENESIT B, EDS EONENREZYEEEZ B
Teo UL EDNG | [D4ST-1-deficient EDS (DD-EDS) |
& DRBAFIRE LT (Kosho et al., Hum Mutat
32:1507-1509, 2011),

<REfEH OB >

2 FARK, BERLEOBE (KEWVWAR
M, IRFEBREE, /<, IRBEAT,
FEMBE, SV, BERoSE, K
NP 2BELEEN, BOE, EVA
H, B EOE, JhEvo, hELE
B L7 TER) . BRER (Wi, N
KRZa& 2 BE5RE) TV,
CHST14 BTN 1T D,

PWEORT J—= 7 LT, &K

YRR, IRFIE, WIREHEEFZ.
HEOFEZTMET 2,

m

o IR | AR T 2B BHEIRE (35E.,
A FA) . EE IR D BRI

179,

-

FEALZ X L CRE T ARG, 35217 2,

FRTIEEBERIHT 2EEMRE1T
P,

c.2_10delTGTTCCCCC p.Metl?: 2 (alleles)
c.145delG p.Vald49*; 2
c.205A>T p- Lys69%: 1
c.485G>A p.Trple2*: 1
c.626C>T p.Phe209Ser: 3
c.842C>T p-Pro281Leu: 13
¢.866G>C p-Cys289Ser: 1
c.878A>G p-Tyr293Cys: 3

R B DORESL >

KRAECX, B - BEOBMENSE, AR
PEEVN D EDS O FZIER ZFF O Z &b R E
HRMEEL WO BT TV — X0, EERAYIZ EDS
EDATIAV—DFRRELEZ b, BERR®R
B, EITHEOR ARSI L T,
[D4AST] RE—-T 2V M52 ) a4 3

R | BEAE . ERER. FTHEE.

E

RF  AHRL BITERE. SR,
Hef  BHEThER, HiE,
WIRASFL « PRIRFEE . BEDLILIR,

TBREBEF  FORTE MVP 72 &b,
RRYE LN OF15) . HITRENRYE
&,

e | BEREOIMEIC LY, RESRYE. B
xR 24 T,

E R FMmAEIZ DUV T, DDAVP &8
BEIE (STIMATE™) 23&7%0,

: “RMEMOBE (KETTLBERER
LI &, B TIIMEIRBEREIR T D AREM) .
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() Sf, REZILICHT 50K,

Z oM | EEOBBMED D, BRILEFO = ABK
M, EHTOmERERELVEREZ
fEH DT, BET DS (BRI LN

Froskm, FENMEF),

(Shimizu et al., Am J Med Genet 1554: 1949-1958,
2011; Kosho et al., Hum Mutat 32: 1507-1509, 2011,
DHAIE, 1EMEF S 59: 305-319, 2011)

AIEBE RN T 2 FEF B OFHEFIT (EITHER
S RE kT3 AT EEN) B Lz, HEFIE
FRLECHEERDY, TELEBY QDWENRTE
7o, REMIED I OERT A BB LR
W, RITTLE W, BERETIMEEZFR L,
DDAVP S & CHEDAELIERETFHT 5 &
NTER, W% 408, BlRa0HEICKT 2 Fr
POEBETHEROD v FEICIFEERTE, 7y F
Z1AKEETDHI LT oT,

RIEBEICBT 5 FTHRARKIC D 2 REMELE
BIEDIRR & R U, ZOBIMERICRBEELE
BRI L, TOEER, ETEREFCK TIESZ
R L. BIMEOBERICE 7z, ZHUCK L, £

FALHE - SR E R B2 1T

“HIMICEFE S BREREER L OB RERERK
= b (V=g 2™ BlEEIToR, TO%. B
FOBRREEEENML, ZEMD 8 H TR
LipoTz,

<JFFBEAREA O 72 8 O FRERIR RS >
AT

BB B R SR HESE RIS VT, CS SHIT
B ENTWEZR, DS #HIZAR S TWRNo
7ro T2V v E®D GAG $HIZBWTH DS BEE
NTWRWT LR SN,

5 NEBODORIZEBUW T, CS 2845 0 ZHEHLAK D HfR
HEN., DS #4050 ZHEHRIZE < mE IR

27,
IR S AT

FEHALHT - BE T, BEANCHEAT, REPHE
fToTna, REETOAT—7 v igEmE R E
W, EiE, a7 VBRI TH DL &
WORTAR RN,

EIASHT (Cupromeronic blue Yefa) : AAEGERER
FIZBWT, BERRBE T 7 — 7 VBT < .
HICES T DM H Tz, 2T —7 U HRHED
BLFNZRE 5955 2 D GAG £ (Cupromeronic
blue THEIND) I EN T, BERIERE
TR 2T =7 VRMED RS E R L2’
BLTERY, T2V D GAG #HIiZEN -7,

T a ) iR E BV SR b ST B e
Tk, avbhe— T2 7 =7 URERIC
RE—72 N bRoleh) LT 2l UHEIT X
DRI NN, BETIEa T — 7 VRHER
(Z filamentous [ I /-, BETIL, =27 —
FUMBHERETRICE oA BRIFABRE I
2, Ao HEANE, EmERETZ LiETER
nolz,

FEIRMENT

v bhe— LS IR LT, BHRAEMERICH D
BT 5@, BMEMICH 2EEFH 1TERE
I, REFFMICEM R ERTFRALD,
pathway & U CORE IHH S igd o7,

iPS R D48 32

iPS MARLOBISTIZARTI L., BE. REMERE~
DHILFHEEERAR TN D,

Sy 7T U b=y ADOMER

MMRRC #@UTC. CHSTI4 D/ v 7T 7 b~y
ADEENZRW BB TEAF L, BUE, &
PRI —EMEEA TR LN G, /v 7T U b
< I ADETO D DEfFZIED T D,

D. B2

OMmEE EDS OEREREICE D BRI OM
KR OHEREN TEEEOEG FRITE OB

A OERE OWRIITIERE 21-22 SEE O RE &
B v RS 8 31 % 0 157-161,
2010) & FERROERE T - 7=, FRER R A HE (K
Mo, i) NERERERDBENSEL ., BFEE
O REHER IO M O ERIZ I & L CAE R
PRI ANENRDHD LE 2 b, BREWEE
RELTC, FERECRESINRAGNL, HE
W2 A (59 &%, 60 B%) . WRIITH: & 5 itk (54
B) CERBRAFEEZREL CWehoto, AEERE

— 11 —



HICBWTHR—FENEERE ZEE2ETH)
DRNTRBHEDORERBER DD Z LBRREN
77

BAREOHE OTRIRICE T AAEICE VT, FlE
AFLZT28 AD 5B 13 ABNBHIIEE (BE
Flix5) 257 TWiz, 2D 5 b celiprolol D5
BRI TN 2 ADAHTHY . Ong b OEH
W72 7 o F DML OFBMENMEN T L 28
5 WIS Z T2 (Ong et al., Lancet 2010; 376: 1476-84.) ,
fIZ T EF A2 NBR T, RRERKT Sz
NI T celiprolol 2345 XL, & O L TEME
EpETRMEZET 5HTIE ARB 7 EDOHA
EEET DLV IBREREBRIRAZY T anae
ERxbib,

14 ADNBEERIEE (MENIRE. SAEMNER %
2 TN, MENRAEER - SBT3 %I, 1B
EIEBIRE R O3 2 FMEHER < Thh T
W, REIIREZIZ %5 A L& B #f <k b
TINBH Tz, HERREREFIRE A 5 1295
MERNBEII 02 REIEL NN T2, K
CBIRS B OER, KBRS EEIRO AT b
ML BN EETHEN CTHLDAEELEZ LN
77

lEnb, NEERFHOZEEHZ TROZE <
E RN

FEEE OB - MEE, IBEWEICT (TR
Thivd, FIRE L FRBEHENO LV E
F0) REBRBEZEEV, ELFos LU
o F T CHEE T 24T 9,

T E W S LT 2230 T celiprolol O T 5
NRZEZET 5,

BmEMESMDER ETCEREDRENESNICL
WIEEEIZIX, ARBRREDHREZEET 5,

WEEE Ca v b o — L IREEREIIREZE I
LTI, ETIMENEEOREEM 21D (K
R FR NS5 D EBRFIEC KR - 15
BEREIC T H AT v MNEERY),

MEPRIRERIZ T 3 b e — VIR B R
IR LT, EERERO S LHBAITEE
EEET D,

hMCA EE FEM & U2 KM Bk / 5 DNA &
AWz COL341 BInTERRA I ) —= TIEOH

PEEZBRTLCE, ThET, KEICKBITS R
TIAAERIISANCEFLTRBY, 2Ly
AT T A AELLOERPIEZ D BIEICED LW
YLD THoT, BB I #7201, intron D 3
IDATZA LV AERTHY, ZHICLEY intron
FRZE TR ATTA RN ELD D TH -
77 THO LEERTH. mRNANDLDAT T A A
BEORFENLETHY, 7/ A DNA OIHIND
DFEFTTIE7e < 7/ A5 DNA B LT RNA 50>
SEENT e —F R T EH ST
BHELEZ b,

@FFEL EDS DHBMEASDHEST & BHEHRE OB
R OVREERRER O 72 b O BRI ST

AFEGRET, KAE - BEORMRENE, SEERO
FegstE & W5 EDS OFIERE BT HZ &0 b,
FERMELFEEHHNEIE (arthrogryposis syndrome)
TlE7a< | EDS L DGENREL EEZ LN,
FFRANC b, EITHEORE A EBMEISHEICE L ik
ID4AST1 KE-FT 2 U 425270 a3
J 70 T DR (T~ & URREEDIEER)
ST a Y rRENT DT R
assembly RN&] E\Wolea T —F U DESRER
ENEDIT B, EDS EOSEAENS EEL O
7. LLED B 3 413 TD4ST1-deficient EDS
(DD-EDS) | & DFEEAL ZRE L T35 (Kosho et
al., Hum Mutat 32: 1507-1509, 2011; Z/E#HE, 15
MEZ5E 59: 305-319, 2011) ,

fra CEFTHEFN RH S TR Y, EAEE D
BUVREITH B EEZOND, EDSHEOZNET
OBRFIMN S, RO X I ICREIEH OB R AL
THZEDTE, £, A, EITHERAEE,
ERE TMESOLREERBELE L W) b
THRAZEEIC T AIRERBRZ T2 LR
TE 7z, BHEEFREZNEMEKIT, HEFOBEN
TR THSTZ ENnELTFEI LIERAIZITHOI
o5, R OBIRT A > bl LD BERE T mE
RWBEOWE L VAT EDOMENLVEKRT
B, EEVPBELEZ LN, TREMEREET
Wt UCi, (RIFATEE CII ATk 2857 &
NT, FERRICLAEMDOEEETHEH o2,
EBlEL D HEBOREZT-7 (NILEK - BE
EER R EE SRR, BEEoBREREER X
VHFEERFE Y —F =42 ™) B, B%
DRBHEIRERE), R LKA TE, WO b
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ECE DT, —EOBRITboTmEBEZIDLN
Ly AEDZE Y — Rixd bz T, KEICBT
HERETHENCERS, FHIIROEEMELR
THEDThHolz, BENIGETHZLITEYE
TH7RVA, DDAVP A&IZ X5 TFTHhxI® EA
HWETHY, BEOBEAELZEND) ZE£TO
BENZITONDIHICTDHIENRBTHD
LEZ bl-, DDAVP [Z, BHEDOM AR A, von
Willebrand’s JEIZ B W CECK TER S L TR Y (&
ERFOKEEZRTZ Lic X D1k mEh RN IR
ENTWAN, RECRT AIEMBRITA LI
BHICHIATH D . B DIREREIHER =T,
Bz 0, BIRAEEZLSE O & IUHE A 203 K I % 3k
4L L7354 . DDAVP 2 X % & IUHERIR 213 9]
HAZNE & U THBE L TV D ATREEN B 2 bivT,

R CS/DS FALIE, A EIF 2 LI SeBET T
AH LR THD, IR DS AERL. CSDH
BHEhEZ &, 2850b 5w A, Mzl
BT DASTI RIBOEERLITENTNDZ &,
L7=h3 o T, AEBGERENESHMED DS RZIREEIZ
ESLZEERLTCND, 2O LIE, DS At
FREAEBIOHIESN Y v 7 AERRICED X
5 EE BT O END ORTET VEER
L% Zhang LO|WEEZXFHFTHLDOTH D
(Zhang et al., Prog Mol Biol Transl Sci 93: 289-307,
2010), EHIT, FHEBEMNBRRAT ) —=v T FHE
ELTHEIFEND,

AJEGEREOTRERFT RO E LT, ATCS & LT
KEEHORRBHEZTo 7/ V—7 Tk TE
W e OEREZ R LT (Dindar et al., Am J Hum
Genet 85: 873-882, 2009), Fix L, LS T
a5 — 7 URRHETR DS R 2 B BRI TIX
1 AR 1 KO3 T —7 MO BRIT RN <
EETHLN, EEOL Iy INTILESL
FCHEETHZ &R LT (Mivake et al, Hum
Mutat 31: 966-974, 2010), S EIDIEEET L UFERH
ISWFERIT, Fox ONTRROZEMEZTTHO
Tholz, iz, AE, R TYD TRIERRFEA
FWBITAT2Y 2 GAGH# (DS BEKL, £7T
CSICB#ENTW5) % Cupromeronic blue Zufé
THEBSETAZ LK Lz, 2> ba—R
AR D EDS Th o 72720 BIRIIRETH 5
N, ERRBEBLTEBT. GAGHOEINERDZ
LR EOFTRER T, 5% EBERE & Film, MR
BB E -~y FEEEEF 2y ha—vx A
FL, S EED T LERD D,

SEIORFFERICRBN T, BF B iPS MiRORILIC
oL, £, /v 770 b~ ZAOERO %
BPEICADZ LN TER, 4%, iPS MIE%E AAE
ERERBAICBWCEREET 2HE 2 OMIERH
LRSS AL, ¥, Sy ST TRy
ZDFEEMRFHAL, BRE. REFAEZHEET D
LTk, ARIBEREOFMICEA TX 2
ERETNAEBEL TN I ERNRETHD,

e=A
E. &

Mm&7 EDS

ZHVE TIT 58 R 66 ABELFEONTE T ITER
FEMTIC L W FEERE S iz, A OHEDRIIL,
Rk 21-22 EEEEVAT o I AW O EREM E R AR
B LR, MEREEIREIRIERE 752 LRE
Motz, BIREHEDIREICE L Tk, FlzE X
#£ L %72 28 AH, celiprolol ZfEMA L TWeDX
HFEN2ATHY ., RIAEIEORTORMED
REN I N2 T, 14 ADNBEMNBEZZITTE
v REIRS B K 3 2 T L O E NTRE
(=R . RERCHBEEIRO AT o MiTiXR
R EMEEN TV, Fox 3FE L7z, REML
34/ A DNA &z COL34] BaTERA
7 Y—= v TETHD MCA JRICE Y, #Fitie
FRIZBWTC, FHRAT A AEREYRETDZ
ENTE, UEMD, NERBHEOZERESE L
Tt iMCA %S O - BT % B E U TR 4
b F T EETFEmHmE L%, EREARAZ Y
— = T &#FT\W, celiprolol # 517 X 2 Bk & HFIE
DFBEEIT I NA VR TEARIFZEIRT LTI,
MENBEEORREME Y . ME NIRRTl
T RWEFTHERZ IO LTk, EEICFHE1T
Do

%! EDS

YRR 21-22 FEE OTEENCB W CREBEF % HEE,
LA LN L%, SOITERMNEREL, B
EECIHIRFNB L OERFAZE D, 24 R
34 N&7zole (D BARMBEEIL 16 F% 18 A),

CIVE TICHRE SN EERRM - T — F I K
3% _ [D4ST-1-deficient EDS] & DEBL ZIRE
Lz, BEIEREZ MK L. M2 2its
SRR Uiz, #TAEIRHA. SEE9EETR & BAIER
D68\ CHSTI4 BIRTENTIC X D EERZKTT 5,
FLEhRH, R A Slext 3 2 BN EHREOE
EREERIC T AMEEIE R EEERE T D, £
D%, BE, BaF, WREH., BRHAREZED
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TCEENRBEEEZITY & bz, BERRTM
JEIZx4 % DDAVP S &RIER EDIMET XK
2119, EEETEOFHERICKTT 2R 21T
HFHEEITIE. BERETILED T 25 Oz A&7
Ef‘ﬁw%f&é Fz, BERETmMERZICITIA

FMRBER Y BT OREENRH Y, ZOHAIC
i ANTER, BFEREERESFHR,. B85S
BHREE,. BERERE Y — NBHEEERE
¥R % IR e E RTR IR BRE T A NERH H, &
572 HIRBEMEIANZ D72 M3 B EHIRET 21TV, B
FHRFD DS REELTNWDHZ L, T
NEELBEATIIEEREVRHD Z L2t
RTHHTHLMC L, E6IT, FROBIGE
EORBE~ETZRERBET VOEBED =D, iPS
MREBSI L, /v 2T U b AOERICETF
L7z,

F. EARIEH

Bloe L,
G. W3k
1. SRR

Omori H, Hatamochi A, Koike M, Sato Y, Kosho
T, Kitakado Y, Oe T, Mukai T, Hari Y,
Takahashi Y, Takubo K. Sigmoid colon
perforation induced by the vascular type of
Ehlers-Danlos syndrome: report of a case.

Surg Today. 2011 May;41(5):733-6.

Shimizu K, Okamoto N, Miyake N, Taira K, Sato Y,
Matsuda K, Akimaru N, Ohashi H, Wakui K,
Fukushima Y, Matsumoto N, Kosho T

(equal contribution, corresponding author).
Delineation of Dermatan 4-O-sulfotransferase
1 Deficient  Ehlers-Danlos

Observation of Two Additional Patients and

Syndrome:
Comprehensive Review of 20 Reported
Patients. Am J Med Genet Part A. 2011

Aug;155A(8):1949-58.

Wakabayashi Y, Yamazaki K, Narumi Y, Fuseya S,

Horigome M, Wakui K, Fukushima Y,
Matsubara Y, Aoki Y, Keshe T (corresponding
author). Implantable Cardioverter Defibrillator
for Progressive Hypertrophic Cardiomyopathy
in a Patient with LEOPARD Syndrome and a
Novel PTPNII Mutation GIn510His. Am J
Med Genet Part A. 2011
Oct;155A(10):2529-33.

Kosho T (corresponding author), Mivake N,

Mizumoto S, Hatamochi A, Fukushima Y,

Yamada S, Sugahara K, Matsumoto N. A
response to: loss of
dermatan-4-sulfotransferase 1
(D4ST1/CHST14) function represents the first
dermatan  sulfate  biosynthesis  defect,
Adducted
Thumb-Clubfoot Syndrome". Which name is

"Adducted  Thumb-Clubfoot
or "Ehlers-Danlos syndrome"?

Hum Mutat. 2011 Dec;32(12):1507-9.

"dermatan sulfate-deficient
appropriate,
Syndrome"

Saitsu H, Igarashi N, Kato M, Okada I, Kesho T,
Shimokawa O, Sasaki Y, Nishiyama K,
Tsurusaki Y, Doi H, Miyake N, Harada N,
Hayasaka K, Matasumoto N. De novo 5q14.3
translocation 121.5-kb upstream of MEF2C in
a patient with severe intellectual disability and
early-onset epileptic encephalopathy. Am J
Med Genet A. 2011 Nov;155A(11):2879-84.

Narumi Y, Shiohara M, Wakui K, Hama A, Kojima
S, Yoshikawa K, Amano Y, Kosho T,
Fukushima Y. Myelodysplastic syndrome in a
child with 1524 deletion syndrome. Am J
Med Genet A. 2012 Feb;158A(2):412-6.

HEHD. T~ F 2 4-0-FhR B E-1 KB
WCEDSHR T —T A F v n REREEO R
ﬁ&%’%% ;u\o)EE_L '113“][:%%;:@
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59(5) : 305-319, 2011.

HHE—, TREEN, LEE—, RMEsk, %E
AR, EEE. SHRICKBEILEERER E
2 Al = U 7= %% Ehlers-Danlos SEEEED 1
Bl BARERKRAEFERMERS 72 ¢ 1882-1886,
2011

WREDFEE, RS, BHIEE, BEE wime
S AV IR L7~ Ehlers-Danlos EfE
# (EDS) o 1 #. BERERER 65 : 403-406,
2011

BRIGRT. SHETF. HiFEE THOEEERR
B BICKTT 2 BB ER AR B ARED
4

v v TS 2012 (inpress)

HEEST,. Ehlers-Danlos JEEREDERR « EF. FF
# ['Weak connective tissue disease D FlifiHZE
A AMIEREEPE 70 % 4 5 : 329-337, 2011 (4
A)

HEAHD. RERERHE TOED. BEFES
MOOK Bt &= h v ) v Ay RT
7| (fde « mIBsRE, MW ILRT,
LS, WNTET, FAEE), A7 40
N Ro— (KkBR), 70-71, 2011. 7 A.

HEHD. BRERROZSE (W77 L RE
WHEEES). BRETES MOOK it HEx
BV TNy RT v ) (R @G
26, WEWD - IWNRT, TR, M
B, WRHEE), AT 4 B Ry — (KiR),
162-163, 2011. 7 A.

WEHD. BETHE @iyl b
WO EESCEM) . B FES MOOK il
) Iy 7y 7 ) (R

£ BB, WEWT  ILNRTF, KR

F, WxET, AAEE), ATV RY

— (KBR), 204-205, 2011. 7 A.

HEHD. BEH TR Y Y. BAERESNME
S 7 R, TREHER] FEZESR,
41 &HETIE-, 971-972, 2011.

HEMD. 18 MU Y I —fEEEE. 4 B O/NEIRE
B8t 15 it Geimde - KBSRZ, o)1, 5
HE—ER, KO, EFER (GR), 180-181,
2012 (2 A)

T HES0C. Ehlers-Danlos fEERE. 4 H O/NRIEE
fadt 15 Bl GefReE - RERE, &)1, #
BE—RR, KO, EFER (B, 186,
2012 (2 B)

HEEFE. Ehlers-Danlos JEERE. &R B2EERE
HA K, BHER, HIEER, pp755-756
IOkE HR 2011

BEE. TOMOREEREY. HERBDEE
AR, EHEE, 5)IEER, pp757-758
SCEE B 2011

BERFE. Marfan JEEE. 4 H O BERBIRRIRE,
W RMAR, pp545 EFERT B 2011

EEE. toMmOFREFEREEE. 5B ORER
BUREIEST, IR MR, pps46-548 [EFE
fe A 2011

B RS RBREEOBERE 4R OKE

.
FRBIBIETRE, MR SR, pp981-983
ZhE I 2011

JEBVE, B4 : Ehlers-Danlos JEBEREDERE. H
AEREEF 70: 319-328, 2011

RGBT, WEEE (=—F 2 F 0 m RRERER)
FEERMERENEL 2012 (in press)
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sEAD D kNFEF D BiEET D FHEET D
2. FRER Tz O BEgT O BEEAT 2 |
T s Y KEER Y ME-?
FITE? &3ty BBsk D . 1) Bk
FEFE M BRE G T LB, 2) ERG
AR, 3) (RERRVNE - BME#EE. o
ERTEED YUY VS REA LT AERE
MRED 7 +u—7 v 7. 8§13 BEEMEER
BITET 5 BEH - dbhl AT s A
(Fk 23410 A1 B B BEMKEESE
HHBRBOEG T R, A

HEmD D, ZERT Y. AAF Y, HiiEE Y,
EEE Y, BUEET V. BEEE D, BE—
£ BAEBY. 1) EMHREEZSHE
BB F 2R 2) MR KRR
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¥%1. Ehlers—DanlosfiEEEB D IR

BE/BER BERR REEETF
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87! (Classicla type) 1/20,000 AD COL5A1,COL5A2

A B e B 14 TTHE DY (Hypermobility type) 1/5,000~ 20,000 AD j‘gﬁfffﬁ’g

&Y (Vascular type) 1/50,000~ 250,000 AD COL3AT

% {B%& & (Kyphoscoliosis type) 1/100,000 AR PLOD

% A #EE! (Arthrochalasia type) #3930 A AD COLTAT* ,COLIAZ*

B EE55 %! (Dermatosparaxis type) 8A AR ADAMTS-2
FoHOHRE

Brittle cornea syndrome 1MTA AR ZINF469

EDS-like syndrome due to tenascin—XB deficiency 10A AR TNXB

Progeroid form 3A AR B4GALT7

Cardiac valvular form 4N AR COLTAZ

EDS-like spondylocheirodysplasia 8A AR SLC39A13

Kosho Type (D4ST-1-deficient EDS) 22N AR CHST14
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