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HIChUw >

JVAYI/TIA -2 N7 BRELVEBOEESRTLICLD
J7AFFTIUA) o h—iR

1. EUBIC

7Y a3 7Y H v (glycosaminoglycan : GAG) @
—MTHsba > FaAfF Uil (chondroitin sulfate : CS),
TV ¥ YT (dermatan sulfate : DS), ~\/%F ¥ filk
(heparan sulfate : HS) &, IV IRNTTa T+ 70 A
> (proteoglycan : PG) I T ¥ Y X7 HDFEDO XY ¥
A Sh, MEmLMlast~ by oy 7 2T HR S
N5, GAGIIMINEIEAE, MILD > 7 F IV ALRE O Fi i %Al
fash~ Y v 7 AOREEER 4 M A TRRE A BT 5.
CSiE, Z )Wz u Y (glucuronic acid : GlcA) & N-7 -t F
VAT 7 b3 ¥ (N-acetylgalactosamine © GalNAc) D
Bl HLAZ Y 100~200 I FEEERE 1 K L B A L 72 SR O 2 4
${TH 5. DSIE, GleADCSHRLD I VR F AL
L724 A u ~# (iduronic acid : IdoA) & GalNAc ® —
DHEGLEZHEHETH S (M1A). HSIEGIA (H D\
IdoA) & Z )V a4 3 » (glucosamine : GlcN) @ i HLA
DEALZEHHTH L (K1A). TNh5HGAGIE, K
THMDEL FOF VIERGIND T I /7 AL S
b ETEHRERMRL, SESFERY VN H LA
L% OREERBIET L L) 10% 5.

CS,DS,HSIE, I 7% v X/ B LokgEnt) v ik
(2, O LIRS, FP a2 AT =7
527 b—=A-Z V70 v (Xyl-Gal-Gal-GlcA) %41 L T3k
HRALTWD (MIB). Z ORI LI ORI 5
W R T I — P32 8IEFOERIZEY, BRKE,
FEEAHER OIROTEAZ 2 R T —HEOEREERE [T
T 7 A ) ¥ H =% (proteoglycan linkeropathy : PG-
linkeropathy) | 25%§%E 3 4. PG-linkeropathy X, GAG D1&
1% L DU 2 O ZE S R IC B D 2 B R OERIC L -

IR IR AR REAAL Y (T468-8503 ZiiETTRAX A
111150)
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THIET 5 2 M k5 G RRR B OFHR T, BALEEFET
OMNEE LI X > THIOT SR, KETIE, PG-
linkeropathy 22\ THIS T 5.

2. CS, DS, HS D4 &R #iE

GAG DG L IUBERE & O AL, F 30— ARBHER
(XyIT) IC&oTw YY) VB (UDP)-Xylh b a7
R EOX) VERRICXyI R EBT 52 EICK D
BmEnd (KIB). KWT, UDP-Gal»Sp4 75 7 b —
AT (GalT-) BXUBIH S 7 b — AfEBEEE-I
(GalT-I) 12X 5T, UDP-GlcAD* 53 7V 7 1 ¥ kiE
fEFE-1 (GIeAT-I) 1Z X o THHERSHEFRIEASS IS, PUAE
g ER3Ihs (1B, C).

TG U VOBERE 3 00 R I D GleA ¥R LN, CS & REEEREDS
UDP-GalNAc %* 5 GalNAc 25885 5 & CSO B K L
i [GleA-GalNAcl, & &5 (K1B). —JHS K
AT —XIZL ) GIeNAcHHER SN D &, HSOHEME D &
L # [GlcA-GleNAc], &3 s (IK1C). 72, DS
O HERE D K LI [1doA-GalNAc], X, HIBKIATH % o
Y FaA FvEH [GleA-GalNAcl, BE R I N, b L
CIHMMERIBEOZEF T, DSTY X5 — EHRGlcAKRIED
CSMDANKF IV HEEREALT L LICL YR INS
(1B). CS, DS, HSOZNENDIERFHENEGK S
7ok, A OTEBRAEBBEREIEEZRLEO Fuof V&
RGINDT I 7 FEITHEEEZ TR L, WA L7ZGAGIZR
5.

3. GAGOBEUEBEHEOEARAT2IC K 2PG-
linkeropathy (1)

1) XYLTIOZEERIZE 2 2BFE 27 A7 BEMME

TG L IR 7 O e W) OB T H 2 Xyl i 0z 1B
H 5B XYLTI DARELERIZ L o THRMIEEDIIET 2 7.
—HEBEHICL D7 IV BER (p.Argd81Trp) ZFOHHE
1, KGR, REBONERSL, RIS OSE, PREOMIY
BEE2RY. BHEEKOMBOXYLTIE— 25TV IR
WKRTET 2500, KEGAHIEIZHM LTz, £/
BEHROMIDT31) V-PGIE, HEEZKIEL TV,
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A

Cs DS HS
€00~ eno(s) cno(8) & cho(®)
O} HNA O] HNAc O] W)

[-4GIcAp1-3GalNAcp1-] [-4ldoAa1-3GalNACcB1-] [-4GIcAB1(or IdoAal)-4GIcNAcal-]

1B YR L S
A
r N\ N

\ n

XyIT GalT-l GalT-Il GIcAT-l GaINAcT-I GIcAT-l GaINAcT-ll
(CS-polymerase)

DSTE # 571’_;\L
\ n

n

XyIT  GalT-l GalT-Il GIcAT-l GIcNAcT-1 HS-GICAT-Il GIcNACT-Il
(HS-polymerase)

B 1R LI

Yo Qea Saca rooa [Jeanac [llaienac

K1 CS,DSHB L UHSDEAEWRIZH G- 5 Mt iEd & Bk
4=

(A) CS, DS, HS O fi# 0 o) LI o s, Ot s h )
A Fuxv#ErRd. (B) CSBLUDSOAELGKOHNX.
a7y NI HEOKED ) YR XYIT, GalT-I, GalT-II,
GICAT-TIZ X o TE 945G LU ESR I NS, IRV T
ZF DK D GIcAFRIEIZ, GalNAcAETER ENL LTy Faf F
VISR END. &5, GleA # IdoA X RMALT 5 ¥ %
T — ¥ LB EMMEA T L, DSPEHREND (F
KHD). (C) HS OEG RO, A SIS U O H 85 O GleA
BRILIZ, GIeNAcASHER$ 5 &, HS O M D & L SHBASE R
Ehb, BEEHIIMBIGH SN, RALIZGAGE 25, B
FIZOWVTIE, KLHDHVITERISH.

F1 GAGOIEE LHEBIURE QLGRS 3 5 b s ORGSR &

XYLT1 ® B @ 7k & %5 ¥ p.Arg598Cys, p.Argld7*, p.Pro93
Alafs*69 (fs*691 X7 L —AL T 7 MZEkoT, 75=UhH
OFHDY) —F 4 7 7L =L IEa R kbl %
FT) L2204y ba yNOKREER (c.1290-2A>
C, c.1588-3C>T) DWVWIFNPDERIZL - T, 287 2
7 %7 (Desbuquois) HERIEBIEZ FIET 5Y. T2
T T HIIERE I, KGR, EELAGRRERE, Ho
) S 2, KEEHORE, BEbREE % FRER
LT B EROARBEOBIRTH 5. BEH RO
FaCix, HS L DL LA CSOERAMET L TWw7z. XYLTI
X CS-PGDAT H VDY) VERIEIC Xyl IS
BT 500b Lk, T/, Hiak O p.Argd81Trp D%
REETHEHEEB LT, 287 27 F 78 REME
BEE, XVEELTOBEREEERLELYY. Zo#b
L LTI, pArgd81Trp DB RIE XYLT1 O 4531 72 BERE AL
TT, GAGOAWERIERIIH T L2 L)%k
DT, TOERIZL D BHOERPILEBNENOTIEH W
NEFEZLNTWE, 5t MBFEVEAT S GAGHD
PR FNTIC L o C, SEIRDEVDFHATE 200 Lt
W,

2) XYLT2DZEERICL 2 EH - IRIEREE

XYLTID T A4 V7 4 — AT AXYLT2D K E %
(p.Alal74Profs*35) (2 &> T, Mk - IEREREASIES 5 Y.
ARBEE, FE N, MR, SoBL, AR, R
RO RERIR, O % EORERE R, AAbFEm
FERTIC X 0, JEE ok o B2 8 R HE SR C I fl R A\ sk
O E LB LT, ¥ 00— AEBEEEEMETLTE
D, GAGOEAR®ED KA LTz Taylan 5 1Z XYLT2
DR DOFELT (p.Arg730*, p.Arg563Gly, p.Leu605Pro) |2
I BEM - EFEREZRELTWEY, F ey LR

PG-linkeropathy

& Ny H - BRI

BIET4 MIM* >N —

t | ORI

Fu—ABEEHR (XyIT) XYLTI 608124
615777

XYLT2 605822

608125

PAN T 7 b — RGBSR (GalT-1)  B4GALT7 130070
604327

p3A T Y b — RUEREREFR-I (GalT-11)  B3GALT6 271640
615291

615349

B3N 0 L RIEREIEFE-T (GIcAT-1)  B3GAT3 245600
606374

2RIV 2 7 o T RIS

BIEEGTE, FINRE, MR A RO THE - IRSIEEUE

I—F A - FroERERE BEEIR), La=Fd el
F— b e

I—F A - ¥ raREpE REmnil), B>

A S e SR B 12

7 —t VR, RER

* Mendelian Inheritance in Man.
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(p.Arg730%) Z AT 5 HEEI, p.Alal74Profs*35 8 A /R
BE LIERIMLT W B 25, p.Arg563Gly B & U p.Leu605Pro
DERZLT 5 EHZ LD IEIRAE . § ZH1E XYLT1
DRSS ERIM, B H IRy RERTHLEEZ BN
5.

D EDMEA,S, XYLTI & XYLT21E v OHERE % 1 9
CERTELVWIENHL N E RS2 72, ThoER
TIERZFEOBEM CTIRIERROERYE) 2 L2 5,
XYLT1 & XYLT2 TR Xyl 2 M3 B PGD AT ¥ Y37 B
EWDEHLLEEZOND.

3) B4GALT7/GaT-INZEERICL 3 REMBTI -5 - 4
CORERBELIZACBES —t U iERE

I—F A+ % 0 AEBEM (Ehlers-Danlos syndrome :
EDS) &, Koy, BafisheE, mERsE L &% 5
BETHMAEMMBIREDORHTD 5. 1998 4F DT FEI R
SR A, BIETEENAY, MR, REERL, S5
Mgk, REEER oADK SN 5D L
X, 39— rHHVIEEOBHMIBEOHETTERIZL -
THERI NS Z LA - BRFNFET O 5
Moo Twiz, LaL, EEEREIERZLZHLVY A
TOEDS R A CHIEZINTWAE. ZDO—EEADS DA
REZEDBIALTTHA.

WU LIRS 0 2 % H 0 Gal 72k % 1 F H o Xyl i3IS
T % GalT-1% I — F§ % B4GALT7 DBEAENT UFHEEE
F¢ (p.Leu206Pro & p.Alal80Asp) & EZH (p.Arg270Cys)
X oT, REMREDSHIIET 2. BEILTERRH
M, RERAE, EIMEEHRE, AIEREOEE, B
MR, BEDSH D obAR LR, KBURER R L 0%
B ek 2R3 9. BH19904ER DIFFEIZ X - T, DSEH
DRIPLEZ ENTWD, RIEOHA S, CSRHS D
AN EH VBT EN TV S Z b ho 2% L
7ei3o T, REMWBEDS OZMAERIE, DSZEF TR,
CSRHS B MICRIBLTWA7200d Lz,

F72, L= yEM T —t VEMERE (Larsen syndrome
in Reunion Island) % J&HET % HHIZB W TH, B4GALTT
DREER (pArg270Cys) RO -72". 55— Vi
L, BEIFHIER, 2RO, NRKRER
Bl 380K ETHL. Lo VBT — & Vi
BERER T, TR T — & VIEFBEBRORERICMAZ T, 1K
S RE, FEENER, BEiEEZ R L, FEMEAEIEDS
LEBETIHHDVLEVEHE IR TwL Y, FA—#ETD
M UZERICHOED ST, EDS & T —& VIERHED DD
BYRIET HHHIIANTH L. 5%, BN 50
Phdb.

4) B3GALT6/GalT-1l DERIZ & 2 BIEhiE % > EHE
HERERTREE I — T X - 42 0XERE

T U AR5 0 3% H O Gal FRIE DR 2B b 5 GalT-
1% 33— F§ 2 B3GALT6 AR T DEFRIT L - T, BAHit#E
21 F e i G S BGE TR (spondyloepimetaphyseal
dysplasia with joint laxity type 1 : SEMD-JL1) %&£ % V.
SEMD-IL1E, FHOERRLHMB OB Z: & O EE O F
KRB ZEZTERMEKETH L. &2 F Y — LHHFD
TFHICLY, 1RRDBHEOEETEREZWRIEZ 5,
BT RTBGALTO BT OBAE~NT A HEER
(p.Met1?, p.Ser65Gly, p.Pro67Leu, p.Aspl56Asn, p.Arg232Cys,
p.Cys300Ser) ZA7 L Cw 7z, BARI QM 2 B GalT-I1 &
LT, SERMOMIEZ 5 827 H O Gal iz im M 1%
FREIERT LW, v eil, REMEREDS
BEITBWTY, SEMD-JL1 & A B2 B3GALT6 A% - D
WENTOHAEMER (p.Arg6Tryp, p.Aspl18Alafs*160,
p.-Met139Alal41del, p.Argl97Alafs*81, p.Ser309Thr) % A& L
TWB I EDRbhorzl. X512, Malfait 5IZEDSEH T
MO FREZER (p.Asp207His, p.Gly217Ser) & G~ T O
AR (p.Alal08Glyfs*163, p.Asp207His) # H\W7ZL CTw»
519 RLEVREDS & SEMD-JL1 & Ti&, B3GALT6#AET-
DB R 5 TVBDT, GalT-Il DT O
MERY, EREINDLCS, DS, HSOmRPESHPRLEL L
T, FERIZEVHPAEC LW RMESE 2 SN 5. FE Malfait
S HBEHR OB MILIZ 51T 5 CS, DS B X UFHS 0
EREOKTEZ2RLTVRS P,

5) B3GAT3/GIAT-INZERICL DT -t U ERBEEES
& - BEAEE, SRUEET - BHEBE

HEIE U DUAERE S D GleA Z T % GleAT-1% 2 — K975
B3GAT3 BAZTDFEERE (p.Arg277GIn) 12X - T, Lk
ROBEALEEMED) 7 —k VIEBRZIIET A RRDT
5 THREHIFTRWAZESNZY, B3GATIZERBE DK
J§ ORHESF LTI, BRI GleAERBIEMEAME T L, CS,
DS, HSSHO A E LT LTz,

B D GIeAT-1D R EZ S (pProl40Leu) X - T, HAE
ERE, KIRZEOFBRELETLHEENS Y F L
VTDOZTABTERINZY, LALeds, Bkl

Motz BEHEDOY VSFRMBIZE W TIE, GleAlz
BEERIEEDA AL T L CS, DS, HS $H O & i s AS 34 12
KT LTWw.

GIAT- IO AN T U HZ R (p.Metl?, p.Leu224Gln)
W&o T, EEREHIRE, MHBERIET, OERRE, &
MR ZRKTEENRWZENY. pLleu224GInZE BAY
D GIcAT-11Z ¥4 R D GleAT-1 & el LT, HHznf il A3 5H
FIT LTV T2 ZOBRBETIEGIAT-IZ2—F
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T 5 B3GAT3 BIZTORIBI N OT T BT 7= 12
BERL TV BITOKRE, GIAT-IORE I K> & 135l
DATGHHRENTVAB T EARIBENT. ZOLER
By 87 B, AT TBY, MRS IS
MR EF— 7 2R L TRV ER S, TeRERD
BRTHHEEZONL. S5, i AR oMM
o &l LT, CS & DSOAMEABHE I T LT\,
UEDO=2D0%0 5, MUGIAT-IOERTY, Z0
BRI DOE NI L - T, FHER OO T OER
DEREMEDAET, Bl o/pBE LTS h s REH
Lozl EZOND. 5, ZO0BRFHKOMBEO
GICAT-1{EPE R PG &£ GAG R Z LI L T3 A L EDH
59,

4. BBHYIC

GAG (2338 O AFIE U IR IUHE 0 A4 A B B b 2 Bfin e
BMEOERIZL-T, SFSERT, KHE, HEMEEY
FRTEBEBIERENBIET LI EXHSrE o7 L
NLAENRS, TOAKEZHE D MRS (XYLTI, XYLT2,
B4GALT7, B3GALT6, B3GAT3) (X, 3Ll GAG DA MK
EHSoTWALIZHEDLLT, ZNENOBREETOLE
XD RESTHEREBRTIE, S5ICF—METOLER
TH LRI OENTHERD R % 2 2 L OIHIIAHTH
b, BELL, BRI OENIC L > THEMEIRBEZO
AT OREICEWSEL, AR ENSGAGOE S
i, MEBILOREZR &, GAG DML - HA%EE
TERRESTVWEDTHAH. HFHEHATHRSINDSGAGD
RXRR, WERZTLPGOAT Y YISy H kR IEN
THIEIE, BEANZALDBHICEMEAS. 72,
f4GalT, f3GalT, B3GICAT D EMFRRER 7 7 1) — Do
& 287 DS, GAG DFE A HUIR O FEIR R I % O HR Ak
ZERHINCHE o TV A O LR\, G LIk o
Xyl ¥k & Galfk I iE 2z ) v BIL R IR L5 fi % %
¥, GAGEAKOHIHZH - TwE EEZLNTVWAEZ
Eh, IO OBAIREEDOREL R UEN D 5.

Ltk, KGUE LIRSS O S B D B BB RER R 2
DG FEY T % VUREREEC & D GAGA G OHIH - 3R
HitkHE, GAGEMAL, MEREEOREICHDL Y ~
N7 B DN, GAGORERE K X 1 ~, ¥ 7 F WARERRE
% EOWFFEIC X 5 T, PG-linkeropathy O {51 %2 {5 #E 3K 23
RSN AZ Lol s s,

B
S L TR0 — A0, LHERA S KBS
ARHEIFERE, HRATIEICEDIE L7s, TR
SrE. INHMSTSAL A LT, F70 KAMEE L

TWe72& F LM RS - MAEEAAE, =8k
FoeA:, FRALARRZERT - MNREREA:, hERIERE,
72 #51 ® Stefan Mundlos, Peter Niirnberg, Andreas R Janecke,
Katrin Hoffmann, Ingo Kennerknecht, Emily Farrow 4% 18+ 12
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