HorE VT EaMRE B 31% 0 157-161,
2010) & BEEEOER Th o7, IR IEZREHE (KR
Mg, WEIn) AFIFER & RDBBENEL BEE
O FKEMESHoME I DOERIZET & U CAERERE
PRBTAIBNEND D LEZ LN, EIREWGE
BL LT, FERRCTRABINHEAGNL, EBE
K2 A (59 8. 60 5%) . W BT & & HimE (54
%) CERRAEHEZELTORNoTo, AEME
HIIBWTR—FENRERE BEZ2ETHIH)
DRNTERAEORERIERDHDZLEBREN
77

KFAEICBOTIE, SR VAEBFERERTT
AABBRZRITZERBETH -7, EROBET
% COL341 BEF 0 = EHFIHD[Gly-X-Y]343 B
FNCRITD Gly BEDI A B AEERN 23 BE
DEFEEDD EINT W, BERE, 2775
AABEPERBPEL D EROR0LZLVEDFRT
otz Litied, BENELORALTATHS
AREMEIIEECERVDR, BARABETIEIARAT S
A AEBRNENFRIENRH D, cDNA ZHVWEZE
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(NMD) D 7= DEEPRE SN2 hr o723 AITE
WT, &/ A DNA % V7@ fig g dhis o
#r#%E  (high-resolution melt curve analysis ; hrMCA)
ko, Frery2EE QAN 1 BERKER

(1 AN) BNAHESNT, BREIZEDN D ERFIZ
BWTIE, #7237 cDNA, 7/ ADNA HH W
DD O DR ALETH D,

RS OHEOTREICE T 2 AEICB VT, FHE
AFELZ28 ADHH 13 AXNBBIEE (BT
FE) 2% Tz, £D H B celiprolol D5
BT TCNEDIE 2 ADHRTH Y, Ong bOEH
72T v F DML ERBR ORMERE N &2
5 D3 % 7= (Ong et al., Lancet 2010; 376: 1476-84.) .
BIEWEIB L OVARB (ma—u & 2 ) 285
ENTWABBIRZ VDX, <V T 7 EEHEOE
HEZBIZLTWATED LRSS, ARBIZD
WL, BENIRAREE - EEICE S BhE s T
LEZLNDFIRS DD LR ENDS, il
BT U ARBRWBIRTIL, FEEZET SN2 FIZ
BT celiprolol NG &4, D L TEEER L
TEHMLEA 2T 26 Tik ARB 2 EOFRZERE
THEVIREBREAZETIRNNEEXLD
b,

14 APRESIEE (MENIRE, SRR &
BT T e, RENIRAER - BB DRI, BB

BRBREZEIC T 2 FRIEMER <AThbh T
W, RENRIEIZRTT 2 A T & B#T ik -
STV o T, FENNREREIRAS 5 25T 5
MERNBREITTARIRITELNRD T2, K
R DERT, KEIIRSCHBBEIRO AT~ b
MIEBENEZLETENTHLAIEERBE X LN
770

E. &

TR 23 EEE TICHEDZW S L7z 58 F% 66
ANOBEEREOHMELZE LD, B 38 A,
ZMHE28 AN TH Y, FKIEH 30 A, IEAE 21 A
Tholr, PIREROHBERIITY 226 &%
(14-437%%) TH Y\ FRBRDE S E1o T,
AOHEDOHEEIXEIRR 62%., MREIHR 47%.
HEILER R 24% ThH o7z, COL341 EEIT, I A
TV ABERASU AT T A AERASYHTHD
3 HFRIZTEB VYT nonsense medicated mRNA decay
(NMD) D7z ¢cDNA TIIRHTE W&
VAR O VEERRKREENRRHINTE,

ARG PHE D IERRI & L TiL, celiprolol @
BEEZZTCWEDOE 2 ADHRTH-T, 14
ANBENRE (MENRE, ARRE) 2%
TR . MEMRER - BT DR, BE
FEENARIE S f 3 5 FIEM~ER <fThitTwn
=M, KREIFREIC 3 5 A LI EBHITTIX ~Z
TNRBH o, BENREREFRIRIAA 5124 50
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RO DERINT, KBRS EEIRO 27 |k
W EETEDH THHAEERE IO
77
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£15,

FEE OBIVE - ML BERHICT (T
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YRk 23 G ERA S EE R VER BRI R E R
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FEREHRER L O IRIES O
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BOETHEE (ZLX)) EHLET, MEFRT—T XF 0 m AEGRIZET DA ORKRTAE
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T —5 AKX u AEER (Ehlers-Danlos Syndrome ; EDS) &, K&, BE&. mER SHEAMA
BOMETHHEICE S BEERETT, 6 DOLRM, MOV ODOFFENLRY, 2Rtz s
DR THEE 1/6,000 ABEICED L ENTVET,

MR —F 24 0 ZEFER (vascular type EDS ; vEDS) 13, A =5 —7 2 (COL3AI)
BRTOREICESE, BIREH - M7EE - 2. BEBK. FE2 & OSSR L 0TI 2 &0
ER I OELS B KRG, S, SEHOER: L OBROFEEET 5 ERaREERRER
TF, BEIL 1,/50,000~100,000 A LHEE SN TWET, ERPEEN DAIERREDNDHE.
BEAREIT, BREEFHEFRBORBN L EC, a5 —7 & FESTTE L OEEF
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& 53 P EEERE (100mg/ B 2> &K 400mg/ B E THE) 25 ) L FRIRGHE 28 FIICEER IS
b, BIRGOHEDREL = FARA » F & LTBRESIVE L, REHO 541 (20%) 125F L,
FEFERE 14 4] (50%) BTy RRA V MIELREZ &23b, celiprolol IXBIRE HHE D FBH%0 R
RSB LSRR 53vE Uz (Ong KT, Perdu J, De Backer J, et al. Effect of celiprolol on prevention
of cardiovascular events in vascular Ehlers-Danlos syndrome: a prospective randomized, open,

blinded-endpoints trial. Lancet 2010; 376: 14 76-84.) .
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FLTREROBER, B2 EEEDEDIZ, ZHIWTIEITEEWCFLET,

AZEE L BEVERL BTET,

TRk 24 1 AEH
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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
"dermatan sulfate-deficient Adducted
Thumb - Clubfoot Syndrome". Which name is
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defect,

appropriate,
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Mutat 32 : 1507-1509 , 2011
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1882 —1886, 2011
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Omori H, Hatamochi A, Koike M, Sato Y, Kosho
T, Kitakado Y, Oe T, Mukai T, Takubo K :
Sigmoid colon perforation induced by the
vascular type of Ehlers-Danlos Syndrome:
Report of a Case. Surgery Today 41(5) : 733-736,
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FE¥: V= : Bhlers-Danlos JEEEE. REEERD

BEBAA R, EHBEH, HIEER,
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