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L OZAERE (MPS) DfRRS

1. ", FEERF

2 3 ZHE9E (mucopolysaccharidosis ; MPS) 137 A V'— A4 (lysosomal storage disease)
—HTHD. T4V LIIHMENNEED 1 DT, KRNOEBEY A BEROB) S THFs
LI THEEOT I | THb. 74V —LHTRTA VY —ABRD 1 OP%
RENZRIBL TV L7280, EBEMOTHEN Y, TRAHEDHT AV — LANICERT
B, TORR, T4V —ADBEKRALL, T4 OlEZFHERO AL & RS2 4L 5.

LALKE(T ) TSI TN ) OFRILE R T A V) — ABEFE I 10 EEEDL EAATE
5. MPS X, COBRD1OOXRBICLY, LIZWEOFMIEHETET, T4V~
ANIZ A AZHENBEFIETET 5 2 EDERE 2 ), flx OfEiFEEZ | Sk 2 3 #E R
BTHH. KL TV LHEOENIZLY, MPS 36 2OHIIZSGIT 515 EM.

&1 MPS DjREISEE

REL/ Bl RIEEER Z2EYE &
IH /\—Z—fE=s
18 H/IS \—5— - I vATERE oL XOZ5—F DS, HS AR

IS YA ThEfRE
I\ 5 —JERE (BAERY)
iy IS —EEE (PREE) A XOVEE2-RILT75—F DS, HS XLR
I\ & —fEIREE (BHERY)
ST URERE AR ~NISYN-ZLT 75—
BT UYREREBR a-N-7EFILIIV IV
FEFIUCoA : a-J)VIP=ZR

I 24 b v RRER ] HS AR
TYIAUITRERE CR. o 5% )L hSYR Tz 5~
. N-7ELFILIIITZY 6T AL
~ W ) 1
BT Uy REREF D B S
- N-PEFIVAS O MU= 6-RbE R
J F
T E FILFAIERR A 1Y I e e R
EILFAEIREE B BY B-HSU -
VI  9Oh— - SS—gER N-7EFIVAS I M= 4-R)U 5 -

T79—EFPIILRILIT 75 —EB)
VLA  XSAEREE B-J)\boyO=—45—t DS, HS, CS AR
DS : FILNXY VTR, HS : NS URREE, KS IS VERE, €S I ROAFUNEE, AR

EINEMAY M, XLR | X REAEHED .
MPS (& 6 DDIRECHEEINS. ELHEREIBEREBELE (AR EGHEANFEAET, MPSTTE
(& X REAEHES M XLR) BN TDS.



I LAOZHEE (MPS) DiRE

2. BANRRE

FTAVYV = AFIEE AT RCOEZAEOMIBIZAAAET 5 728, MPS 12 & 2 #rkE
E SIS, TRENC X o THERICEE S 525, B L TL L ASNLERIE, M
EENSSEET, ARG, WA, BHYERE g%, MEEE PSRRI E O,
FPIREE, RAERiHE, BEE, KEELETHDL. FNENORMOLRITYH, FIE - #T
EBHITHRWEER & BIEANE REOHEIT OB LBERM A D 5. #ZEAUL, MPS
(N> & —EBERE) Tl X e iafld i Bt oREN% L 205, TOMOHRMTIIHE
PR B EOEEENE & 5.

3. BRFREEIR (ZAR)

LAGHEIERE, B, KE, WO LD REGHERRICHFTET 5. AN TARELE 2oz A
M) I ) H )R, REREEE T AT VO RE Y Fa T,
Wilk Ik % & &7V~ ¥ V5l (dermatan sulfate ; DS), /X5 Vit i (heparan sulfate ;
HS), 7 7% %l (keratan sulfate ; KS), ~/¥) Y7 EXH L. AILHEORELII OV
BRE T I HEOMED R LIRSS 2 5. LA aSHORRIMIAND T A4 V) — L Tirbh
B. T4V — NIRENAK S HEE 2 S OMRAN/NFE D 12T, MBNIOEEY O
TEEIToTND, FAV Y — AR Z I — FT5HEETFOERICL - T, BREEIK
TTAHIEICED, 2aLEOWPPERL, RELRIEL, L OmELET .

4. BmRER (FREds!)
LN, LB o B R i % 7R 3

() mpSTE
FEIEREICL D 3 O0HENIHEINS.

1) MPSIH & (\—5—fEIREH)

BT LR - BBV T, BEEIL, RRIETOBIPERIBRASH b, FLIEH A & kil
EENVERE D D L. — TAOVEREESL, BEUE, BAETIONE, MIESB L KBRS OB
PARG, ARSI TH D, EHEOEA L 10 AR THLET 5.

2) MPSIS B! (¥ v A LiE(RE)
SIEAERDTS C, IRREOERIIBETH S, MEERIFIZEFTPFED Iwv



LUTDFS|IE (MU ADSWEFELSBE~Y =17

3) MPSIH/IS & (J\—5— - ¥ v A1 TiEREY)
N—T —EEREE v £ TIEEHO TR OFIREEE & 5.

() mps 11 &

[Ny o —JEfEEE ] & QIREN S, MPS D7 > THE— O X Get /R M5 B T
D, BEAEBRRBORIRIET L. DOUETROZSVHETH L. FEM L EER, B
OHETDR D 5.

1) EiEs
iR 1 MPS TH B2 DL 5 28, ARIRED W, IEEOGA X I5EAEIBR TRLT T 5.
MPSITEID 70 % 752 D% £ T THh L.

2) BirR
HMBEEFEIZ VD, HoTHBRETH L. RAMITHEL, WREROMEITIZE,

3) HEE
HOE A & AL o0 P R 2 R BB R E R e R Y .

g MPS 111 &Y

(2740 v REER] LBMIFENS. REEZEOEVICES>TA~DEOD 4 ODH
RIS END DS, BRI TE v, BRI 1~3 5T, £8), MERRE EE
OIEMEBNFERTE 2T 5. £ I3 10~20 M TS 5. BRI 7 30 <0 B ERE IR 70
S22 L, BWSENDER AL,

) mps1v B

[V AERE] & BIFENG. RIEFHROEVIZL) AT, BRIZHTHINS.
FLRED S, BB TEEDOTOEE (BEHOKRENE, ThEns L PREo%t), K
£, XMW, BEioMER, HE, ARERS, BREHEERE, ORGSR & E2 0 5. A
REIZIEHW TS 5.

(2 mps vI &
(B b= 7 3 AR L SIS, TR (A ) & B (B ) ICHH S LB,




I ATZHEEMPS)DFRAE = =

1) MPS VIA B¢

MPS IH BZHEBLS 5 25, AEEEISSE 3 IR CBITD v, LA X 0 5iny 7 28
W OABRE, BOBE, BB - BEAVZT, BRI, FFME, EREOEERE 29
5.

2) MPS VIB &!
MPS IS B 5 BEIRFEIR 2 B9 4. HARIZIER T, FEM»5BEE, B T
W, B2 EASAR S ND.

(" Mps v &

(A5 4 EMERE] & QIHEND, BRBIEIRA Th o, TR TE $h 2 BERER b
b5, WEEEEESOBRIE A Th D, FMIOBIAR, BET, FME - U
NVZT, ARREREEET .
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—_— W
1. EZ~NOr770O—F
2 2 % HEE (mucopolysaccharidosis ; MPS) D211, FERIREUED S O EEMEL 5 2
EHIEEL. BEVWEL B ERETESE X HTE T ORI 2T oA % i
B 5. FEOLBRITIUIBWNICEETE 25, BV 2 TWEZoZMIERL oL
WL DT R\, FEEZINE, BEWEOER L RIBEEOMRICLI ) 23 ND.

O 258 x B

WRENZ X o CEADEND 505, [ L3 MEEEIE (dysostosis multiplex) | & FHEN 2 A
DBEEALSA SIS . dysostosis multiplex (21X, BIH DA+ — VIRER, fdutkiss, #E -
R 0@ DONTTNOFRIEAL, BEHEDOSTIRETE 72 E03E £ 1.5 EED.

[ F 4 EBIE (dysostosis mul-
tiplex) | EFFIENDLFIER
#2295 BEDOA—ILIK
ZTE (a) EFOEEBIRDITH
D #Z{t (metacarpal pointing)
b), EBBELREBBOEE
R=FTIVVIER) ()EED
BHMT, INTDRETR
HHND.




I AZDZHEEMPS) DK (2fR) = =

(o 0]

SR D L 2 EOMWINOF L MRS A0, JRPOLIZHE»T O RO % T
L. WIENDPORED FAEZROLEEE, RP A IZHEOS M E BLIKE TS Z &
THREOHER AT HETH 5. ZO—HOMBILTZAHRMEFEZT>TVWELI AT — )V
INWVHETIT) 2 ENTES.

TNV ¥ VHikR (dermatan sulfate ; DS) & /X F ZTil#% (heparan sulfate ; HS) %5 [F] FF 1215
%R THA 13 MPS 1HL72> MPS T B!, HS O AN EEOR A1 MPS LT, DS O AN
EDWAEIEMPS VI Bk b &Ebins. 5T T % ik (keratan sulfate ; KS) A3 &
N72A 1T MPS IV B8 b 555, MPS IV EICHHFICE A TIZ KS BRI TE R WwE
ENRBHLDOT, KSHPBHETERLTHOMPSIVREARET LI LITTERN

O mmzeaz

LEE2 5 MPS OFFEIAHERI T X 723818, ZOWREOBEREE> HMERTHET 5 2
WX VIEEZMTE A, MPS 1AIEB KON MPS 11 Bl oG MERIE 1L 2008 48 4 A 2 5 4%
B SN TS, BEIEFBRO T AT — VTV TITH & TX S,

2. E{EFHIEZHIDZEA!

WA=V LI, B T A7 — )V TOVAL TR O 4 32 HEER L 47l L O HIERF O
FEETEIE 2 M L, EEDIRBLOHE Z 1T > 72 MPS DIER % 7" ¥ .



= o= o= ZUOFS|IEICENL ADSEEEZSENY_—17 )V

@ MPS I & & %%

ghTEAK V) FBRIEN, RRRIEN, FIERIENDIGIEN S, SR FEMAEIENE & 2MT
INTVE. BEOEBFEEREROT, FHbVEESR, BIEX, BRAMERE,
BHERBNBPEG > TSI, RPIVOVEESMEE 118 mg/g creatinen (8 ixAl
TEEAE 19.8 £ 6.5) &BEZRL, DEL DS OBRFEMZRDHz. LHETHB
EHS MPS | BINSDONZ. a1 XOZY —CEBRTEFEETH), MPS | B

EHEZRTISNL.
DSI HS DSII Cs
DOVEEEEE
(mg/g creatinine)
DB (%) 33 2 18 47 — -
118 BB *
EEEE 39 2 21 56 * —
(mg/g creatinine)

10



I AZDZHEEMPS) DK (2fR) = = =

@ MPS II1 & i1 pA, B8R

11 H BRI REESR, B, ALY, BOEHREEGTSEEZ20,
MPS D&z, RPOUOEEEMBEIF 326 mg/g creatinen (0 mDBIEELEE
43.4+129) ESEZRL, DB LEF DS HMBAICTHO/z. BETHZ &, BED
5 MPS | BIpSEDONZ. 1 ROV 2-2)L 7 79 —CERGEFAEREU TN TH
V), MPS Il BY&E2iisnic.

DS I CS

DOVEREEE

(mg/g creatinine)

DB (%) 47 6 13 34 — —

326 e
ERfEx 153 20 ) 11 * —
(mg/g creatinine)

L OSSR & R B U
Bimkeh XOVE -2 )V T 75— 0.7 U nmol/mg protein/4hr
Bk UL T 7 5—F A 105.5 nmol/mg protein/hr
(N—H—B5%)

11
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€PH MPSINAR “ienA 7

BB FEEF, BEAERRT NSTSABRSEZMINTUE. BEILK, 5
HMOVBEESR, £F, LBARGWREZRH TV, 4RELY, EHRITEAMBD
UFEAMERDETHRO SNz, RPVOVEEEMEIF 233 mg/g creatinen(4
mDRITEEAEE 26.8+5.9) EBfEZRL, DB LEFEDS &EHSDEENAASN,
MPS | BI& Il BIAERDNTZ. ANINT D N-RIL T 79 —CEBEREL FHERELT T
&»v), MPSIIIA BIEEZHani.

DOVEESE

(mg/g creatinine) KS
DB (%) 20 25 25 - 55 —
233 TE
EEEE 47 47 58 — 128 —
(mg/g creatinine)

LS REAHEEREMN IS 8 I
BIMIRENINSY N-Z) T 75— 0.6 LA™ nmol/mg protein/17hr
BmEha NAc Z)VIT==45—F 11.7 nmol/mg protein/17hr

B ULV T 75— A 124.8 nmol/mg protein/hr
(Y—H—BE=)

12



I AZDZHEEMPS) DK (2fR) = =

€l MPSINBE CronA &7

ISESFEET, FHNGER, 2F. BNEH, FEOBENRE BEOSE
o, LBBRGREEZEROTH, MPSHRONTZ. RPVOCBES(E 221
mg/g creatinen(2 DBIEEHEE 29.7£13.3) L BEZRL, DBLIEFHS DL
SNASNTE. MPS | BIE L <IEMPS Il BASEDONEE. a-N-7EFILT IS
—I—CERFEFAERELUT THY, MPS IIIBEIEZR SN

DSI HS CS

DOVEREEE
(mg/g creatinine)

KS

SE (%) 16 40 — 44 — —
221 Tl %

eEfEx 35 88 — 98 ¢ s —

(mg/g creatinine)

LD EREEREE & R B
Al a-L- XO0=45—1 36.8 nmol/mg protein/hr
AMERPANNS Y -2 T 7 5—F 19.1 nmol/mg protein/17hr
HmEha NAc )V IT==245—F LOT nmol/mg protein/17hr
BmEKkep UL T 75— A 92.0 nmol/mg protein/hr
N—Hh—8x)

13



= = ZUOFS|IEICENLC AOSHEEZSENY 17V

4715 MPS IVA & Ccm4pA, &R

2mEHICERSR(E&80 cm, —2 SDUT), X, 8%, RIWIBORE, BE0
PERDRHSNTU. BRBERP® MPS IV EIGENTEDN, RPVOVETE
- -TEMZEERELE. T2E(F 163 mg/g creatinen(2 D BIEELEE 29.7
13.3)&B/EZERL, DBLEFKSHABRLTH, MPS IVEARDNZ. N-71
FIAZTIMNFID 6 BRIV 79 —CBRZATLIEECS, FHEFEETH
V), BBIRPTREEHETMPS IVABIESEZRIS N,

DSI HS CS KS

DOVEESE
(mg/g creatinine)

KS

B (%) 6 2 — 78 14 —
163 T=
SRR 1 4 - 148 * % —
(mg/g creatinine)
LS REHEEREM & R == 1V
HIMERH GalNAc 6-TREERIL T 7 5 —F 2.0 nmol/mg protein/17hr
BmEh P UILZILT 7 I—T A 125.2 nmol/mg protein/hr

(X—H—Bx)

14



I AZDZHEEMPS) DK (2fR) = =

&P MPS VI & c& 2R

RHOVEEESR, FHEX, BB BRANLZY, BIERS, 8ZF, BEMPER, L
FRROMGENBHON. RPHOVEESIEE 329 mg/g creatinen (2 D
AITER%ME 29.7£13.3) £ BfEZRL, HBLIF DS MERITHY, MPS HEEDHN
z. BIERBNSHDCE, RESEELY MPS | BIAREONLY, a-I-1X0Z5—
PEREHEFEEHBNTH ), MPS |BIFSESINEZ. MOEEN BN ENS
MPS VI BN, 7LD 79— B EAIE LIz & CABREHJEBETH
V), MPS VI Bl REEZRT S NI,

DS1 HS DS II CS
DOVEESME T
(mg/g creatinine) DS1 HS DS2 cS KS b
B (%) 54 3 17 26 — —
329 TS
EREEx 177 10 56 86 * % —
(mg/g creatinine)
LS EAHERE S B R B I
ARk a-L- XRO=Z45—1 36.8 nmol/mg protein/hr
Bk 7 UL AT 7 5—E B 9T nmol/mg protein/hr
HIMERF UL T 7 I—E A 97.5 nmol/mg protein/hr
(N—h—8%)

15
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\chg J— =/
3. ElcFa2h
BIZTFZINIEBEOBMZO S DIZIZLT L ELETIE R, UL, REEZHRM
AHTZWTICITHE R Th S, MPS I ELOIRREZ I & 85 1T CT17 o 7261 2 EDIR T
BIRTZWIIESLRE ERENE L v y —BRRRES SELEEREZETEBL T 5
(http://www.ncchd.go.jp/)

No.YM960075 i

5—>
ATCCGCCAGT
160

No.YM960075M
) 5 — CC/GC (R)
ATCCNCCAGT
160

FIREDINE C |
A
—

a b C690G P120R

X2 MPS II B D& FEERDEH|

e 1L I At v A% E(C690G, PI20R) 2 A3 4. #fniEix X g% M #Em e O T,
BEBLOBE D RINE OWREMED D 5. MAEADHER, 6900 FHOT I JRIZY Mo &7 ) v
YOVTFVNIESNI-Z LS, RRFE LB SN EEIIREROR R % R
T AIIRERE T, TORB(B) & ZOk(C) DSRRBE OB D 5. MmN O R,
S ORI H 725 CHRRETH D Z LAVR SN,

16
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I LJ%EEMPS) DRERIR St

1. MPS %Y

O =z@=

2 32 ZHESE (mucopolysaccharidosis ; MPS) 1711 1919 4E(2 ¥ 1 Y @ Gertrud Hurler 12 &
DD THRESIN, FA V- LBRTHL o141 AU=F—EOBMETERIZLD S
FEY B HHREASERDIERXOERRABEEETH L. HKEIE, 7IVarI /70 h o
TV = % VHiilE (dermatan sulfate ; DS) & /X5 V7% (heparan sulfate ; HS) O 55 |2 2%
a4 AU =¥ —EOERNKIBTH L. BEMMIZIEDS, HS 0EFEL, R4
BEAR, FEAEBhIEEER, MEEENRAT, MBI, AR, PIZEMEINPIRE S, GO
fE, FFRAE, BIETTTERSEIRR, B - BREANV=T R E 2T 5. #THEETH Y, Ik
EEBITHEMELY S, FEHIEIL 10 TALZ) 1 AL END. DYETIEA 70 FIH
HINTNWD,

() EpRma

MPS 1 BUZFSHER B X O BEIEFE D S 3 DA SN B DS, F1 b OB FUL I
TR\,

1) MPSIH B (/\—5—JE(REF)

FERFAA R b, RREOMAT S R WREIEM TH 5. AEHE S, BRI 2 (K
XUH, wifoORH, BEE), WEOLE, HPE LN TERSRICES 2555 &%
AD L. FUBEN I EEN SR, (ORTEE, B REsv=T7, EEIR, ]E
PEhE g%, MRS, BIRTTENSEIR 2 EANKEEICIH S e A FLAEIIERE Y 2
T50, 3MEPOKRESHMLL, KREREICET S,

2) MPSIS & (¥ v ITIElREF)

SSERANE , WEOMITLRETH 5. FEM DI E5), MRS, &
WEE, PAZEPEIPIREE S, (ClRTIAE, ATRRNE, BEETWTEhsHIR, B - REAV=T7 %2 D
SEIERAHE L, e & B IET T 5. MEEZEDR O TH 5.

3) MPSIH/IS B! (J\—5— + ¥ v 1 TiE(REE)
MPS IH &I & MPS IS Bl D1 F 1T R O FR IR G % R

18



I ADZHEEMPS) DRERIZETTEET = =

A EEERKRFR
1 BB, RErEED ISR, MR RaRAT, MIERE, ARNEE, #R Dk
S H g, B, BRROR4S, PIZEWIPIEE, GCOBRTEOE, FFROE, BIETTT
BHIBR, I - AV =T 2 o HiEIR
2 ATV TS L & b ICHEELT 5.
FURE, ZRENE SR £ 2EHN L VD, 3~4 R PRI R REDKT
LTI RIZERT 5.
4 MPS 11 # %> MPS VI fl & 339~ 2 MPS F5A OJEIR - #F# 2R3 A%, kI
MPS 11 # & 0 ffl %+ DFER OSBRI AR H#4T D
B BEHIDESELEHREMR
1 &858 X [ 258 REE (dysostosis multiplex) | &\ 9 ZF 25 R %
RO 5. HFFEIE, PVIEEIOR, BAHEIRFAL, 4 —VIRIE, fasskis g,
HPREEMOEHYD, KEEHEEERZ: E2RB0 5.
2 BHHESMRI : REEILKR, A PHE O 2210 RZEAL SRR B 5.
3 R LAaZHEERETRA YO Y BROPHEESSENST 5. 47 ETlE DS & HS ©
BNz RO 5.
C EHORMEEDIRE
1 a1 Aa=¥—PoREEER
HIMER, R sifiie e & TR T2 RO 5N b, BAEE CEER % X
Bl 52 L IERNEETH 5.
2 a-L-f AU=¥—PEETER
HARATIE, BETEREOKRY PARY Mdhw, I ALV AZR Frev
AR R, ATIAAER, TV -0V T MR EERONY -V I3SET
Y, 100 FEEHLL FOZEEIHRE SN TN 5.
D TEEEZHA
FIMER, F 7213828 MO a—L-4 A0 =5 — P OREREEOZE LWEKT (1F
EAEIZIMERELD T H 2 \WIEZ00HE) i35 2 LIk ) BMEiEET 5. &
mTRTlE, oM laL-f A0 =y —PHEETOBRGHEHEZ KT SE5 L%
ZONDEETERIKE SNGEIMEEZINC R 570, KRGO T I/ BRiEiRx
RO ETRRLER T VWEROLELH LD THEREZET S

) mrizn

D FER D MPS, 2 3 ¥ F— 3 Z (mucolipidosis), GM, '~ 7" 1) + ¥ F— 3 2 (GM,
gangliosidosis), %)V 7 A7 (Perthes disease), PAHi1) 7~ F (rheumatoid arthritis), % Ol
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LUTDFS|IE (MU ADSWEFELSBE~Y =17

DF .

O sEEEOBEHR

ZWO 7O ZELTOSHEDSIT) . OFEERE L OHIKRFTR, @288 XM
i, @WR¥ o Vg, DS, HS ORISR, @HMKa-L-4 A0 =5 —BiFEHEOFE L
W, ®a-1-1 A0 =¥ - ERIZTORFGEHELZRT S5 L E 2 5N ERTE
HOHEE.

O, QI LRIER G- 2GE1L L @O%ATH . HEZWIL@OTIT) . #HZHIE LR O
~@OOEHZTRThZTI0E T, O, @OFEEDSAHIED 5 VIZFH T E 2R
WCHRBBETH L. B, FUGROBE,S, BMAEAME L 22 WIS TOHE
WEIZ @), IR, FHBW 2T A2 ENEETH L. BABEFTIZ O, @A
ENT, QbBME LV DHLDT, @, OTHRT L2LENH L. 72721, #E=THEIT
THRBMEDOT I VBB BO-HE1L, WRER TR VNS ORE L EB T 54
Zd 5.

2. MPSIIZY

O r=m=

MPS I # (N> 7 —JEMERE) 1X, 94V —LBRTHEHLA AT VB2 ANV T 757 —¥
DOBIETFERIZL Y FIET 5 X ST OERAHRFIETH L. 4 A0 U FE 2-
ANT 7 H—=EIZL )5S IA DS, HS ZHIERNICER L, R ICZEICHEES NS,
PR EE, &R, CEFEE, PR E R oS SERE b5 SEITH,
R EE SR O ESC AR L Y, EER, PEE BERMICSEING. DA
ETlE MPS &0\ 5% 5o, RHIBEOEVIRETH L. DHPENI BT 5 FIEHE
FHE IR 53,000 A47-0) 1 ALHERIS NS,

@) mmprma

1) EER

LI R 2 5 FEFEOEN 3 EOHRMFIER I KON TRET 25605\, 6~7
HE = 7 IZBEOBITVIRE Y, RAIETT 5. RREE, SBEER, WREER
R ESHEITT B, PERIT 10 RDIETHIN L7 o 7275, BEFMFHRE:, dImEaiEm,
FAHEREOMEAR 7 E12 & 0 B P RIIUEE L T 5.
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I ADZHEEMPS) DRERIZETTEET = =

2) B

YR O BRI SRR Th 29 E 0% . FIIICIZIER I256ET 505, RERE,
BREER, ORFTBYE, BT 2 & OERIIR 4 18T 5. BRI LR Lotk
BT LD BARBRBEAHERE S, QOL R4 FIRIIUEL T 5.

3) ER
FIER EBERI OB, FRA BRARBEORERZ A 2 M HBIAFET 5.

) s
A FEIEFRFIR
1 FLRH - REE s, Mo HE %, B REANVZ T BHERE, B
HefR DI 7: &
2 LR
a  SERLAO 7 BES EPHILOK, BIH - giSHORMEE, R, KREJEHVWRERE, HEung
&, WMWILE, B, YA, JECEWEA).
7T/ A NIEK, BEEIPN, WgRi&dy, BOAEMEHRE 28, (nE k.
%E, MREE, WIKOREEE.
Fieii CEF), FHeRE, - B - - BT oM.
e MFRER, L REE.
£ ABMEE)ZE BUERNIIE . EERIGED) - BREOEN, [TEIRE R0 5.
3 FE~EEH
a BUEHAL - FIE, PEE, WETREEEASHET .
b RIS IZEER TIXITITIER. BEEETIHRIT220 5.
4 EAH
a JFRER, (OHRFPEAE, SGESRZE, WU REE, SRR PAETEAET T 5.
b EERE FACESE IR R IR 2 ANELT LB T T 5. BER ClAREIE PR 7
NAHH QOL MK T 5.
B EHODESELLIREMR
1 &HE XM HEERE, MV, BEREIIFML, 4 —vIRIE, Tabkk
T8, KB BRI
2 BHERMRI : BREEILA, I EIBRE O 221k 2L,
T T — DA RE, AR
4 WEIIRAS AREUEEETE, JEE
C EHORMEEDRE
1 oo DS & HS &= It S b,
2 ARG YE2-ANT 7 F —EEHRT C HIEk, B e S CHlET S
3 A X0 VR 2-ANVT 7 ¥ —EBETFNT  RIEOBETERIIBO TEHTH

o

[« o}
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= = ZUOFS|IEICENLIC ADSEEEZSENY 217/

%, BT 2 BEET & OMFEREZ X o THEOMSM % 4 U %2R
MRS IS R S b,

D [EEZHR

OEZERART .

QW DOBE & 70 L AT R

@R o ER (DS, HS) &R,

@A R0 V2=V T 7 5 — VI,

Of AT VEE2-ANT 77— YR TER.
ZOIE LR O~@OHE 2 XT3 b0e§5. ObMET LI EPEE

Lv., BEFCIEO~@ODBMAE Z LhH Y, @, ®THRT .

CD Rz

DIHFIMDO MPS, L) ER—=Y A, IVFTNVANVT 7% —BRIESE (multiple sulfa-
tase deficiency), GM, '~ 7V * ¥ R— A, )7 A¥H, BEEIY 7~ F, LIEFEE,
e R s SR 2V

3. MPS III &Y

O ==m=

MPS I Y (A > 7 1) v RIEBERE) X, 23 ZWEOTOHS #5057 4V — L
FOGHUEPKIBET 5720128 2 2 RABMRFIETH S, Herlc HS &R L, RAIZd
BE$ 5. oKD MPS & 2720, BEIEO PR MEAER S C, BARGERIE
BRETHD.

) mrrmm

HEALERINZ 4 D DHRNZ T SN D. Tabh, OAST Y N2V 7 7 8 — B /RIE%E (A
), @Qa-N-7EF N7 nayI=y—ExRMEB M), @7 tF IV CoA: a-7 VI
SZFN-TEFIVET VAT 2T —BRIBECHD), @N-7EF VTV a4 3 v 6tk
ANT 78 = EIIE D) D40 ThH D, RIS O4DEIKHT S LE TR,
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I ADZHEEMPS) DRERIZETTEET = =

O s
A EEERKRFR
1 2~6REIZLE), ALARITE), FEEREER, HWE ZE0ROLNL.
2 3RO PR EREIRDSHESIT L, T8 E CICEEIIHET L. XD
EEVRALNLWE FIRITTLERNDH 5.
3 10 fRIC e 2 L IEIREE S, JTRRE, EESESALN, BHELoay s 7y
HET 5.
4 FRICAREBELBM SNz (B L IIARRBEEEDN D) FEFD V.
B BEHIDSELLDIREMR
1 2585 XA HEFORE, WE o+ — VIRERZ &, MPS |ZH B 2 B 2T,
SHPRPLK.
ALP 23EH§I2 I L CHH.
AST, ALT D LR ZBOLZ LD 5.
TEBIREE & b 2 Wi 4 1T S A HIRE S
AR BRI DS B 20, ML B R IBOSEL LD I LD
5.
C EMOIRNEEZ1RE
1 R A 2SI TRy O v RO E, HS OfkitE#E %
2 KEASEMER, F o ERAREEMESEMI T R [ R ThUTEEO VT
N OEEAMET £ 7213 K48,
3 kR [b ERHEE] THITBROEMLTFHBIT TV IN2IREEDOH 5 Eix
TERZBDD.
D [EEZHK
TROWTNDDORMEEZ TG IHEZII TX 5.
@© kit A, BHHIZBW TN 1 DL EOBMEIEE $ 7213 R d HS @ Bk
Mx, LRt c2 Zi e,
@ Lit A, BHHIZBWTWEND 1 DL EOBMEEE F 7213 R % HS @ BwHE
AR, LR C3 Filiz A,

S S

) mrizn

IR H1E, BPE, FEEEE, ANEESHITOND.

CBARERD S 1E, MBORMO MPS, 23V E R A, YVFTNVANT 7 F—ER
IE, GM, # > 7)Y F=2 AHIF oI5,

CEBEFEIES S, ABBIUODEZOWT, YUVFFNVANT 7 ¥ —ERIBENHIT
BNL. RIVFTIVANT 75 —BRABETIIEBEDO ANV T 7 & —BEEPMET T 572
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LUTDFS|IE (MU ADSWEFELSBE~Y =17

O, MOANVT 7 & —XiEE 1 DL EHEL TR TOREER A5,

O sEEEOBEHR

1) TA FZERKRRI ICDWVWT
- LB K U AR,
CHEGFORED - DIIHIEIIMREN E 20, EEBEN D > THMERE 2T 2
CLIINEETH 5.

A

2) [B EHDBELEBIREMR] ICDWT
“ALP O LFASHIEROB S 2 XM 5. L7225> T, MPSIIBICIZAAS A TR WE
LML\,
* AST, ALT @ A3 lEaFER OB RSE) o S 2 3%, L7225 C, MPS 111 1Y
TSP TRV EHL0,
- HRILZ B 1D common mutation 2% V), BIIAERIEIHER SN TV 5.

3) [C EHDRMEFZRE] [CDWT
C-1BLIVPCR2IFZ A7 = VI VA THEWNRETH 5D, HRBRZBETH N—ENT
W\, BRI T H MR RE T H B

4) [D EESZK] ICDOWVWT
AR BT I B IR R AR 5 S AT F LW,

4. MPS 1V B

O w=m=

MPS IVA # (BN F HEBERE AT IX, 94V ) —LBETHLN-TELFIVT I M
IV 6HERAN T 7 ¥ — B OBIZTF BEIZ L RIET B WAL ERIETEROLERA
HEEIETHD, N-TEFIVHT7 b IV 6-HBRANT 75 —FYDORIBIZE Y KS &
I v Fa A F UHihk (chondroitin sulfate ; CS) D ADSHE S, B AR SICERET 5.
SIS S R, X W, FRETshRE, AR, OESRE e 5. B-HT 7 MY
F—PORIEZFRE TS MPS IVB B () F A EFEHEBRE) SFEET S, FBERIT 20
Ji~50 TN47-0 1 NEEhEShTw 5,
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I ADZHEEMPS) DRERIZETTEET = =

O mmrmn

1) EjFs
MPS IV B 70 % % 58, FEIL 100 cm (2572 2 WHID S, BRI DL |2 0% 55
EOrE, SEBIEE, DIEITEELR S L VIRICELH0H 5.

2) BFRY
MPS IVEIDH25 % % 500 5. ik - BEEOREEIZZHET, BAMLIEED QOL % #HF L
EEIEWEGT I TELBEEL VS,

3) HEE
FER EBEM OB, fRA N EEEOEE VLS S,

) surms
A FEEEKRFIR
1 BBEIRE  2~3 M E TIEREVNGE, B, THEoWE, FHEHRE,
X W, BAETEMEL RO 5. BaohsE, BEEEAAT, R2SRAEIC X 2 SR
MERLFT - BB, SHBEHEE, DUBRREE. EAERITIE 7~8 MEICREDEIL L,
IR FIL 110~120cm TH 5
2 SUEREE A - PRSI E, ]ERIL, B, 77/ A48 - R
EDRROON DL, MEIRFEEEN, WO X, PR E R, IR, FEAEE
=Y
BRI NS, RV, T AOVEIEE, O fill
AR R AR .
TR © 8~ R SR B O 1R A P R
PEBR AR © L B
HIEBIXIE .
B EHIDEELEIREMR
1 XM HERORTAL, %2 SR ZSRTER, ME R, BB R
2 Oxa— Ul R
3 WEARAT R VEEETE.
C EHIDIRINEEDIRE
1 R a YfR(7) a3 7)) P KS OFRIEEE, &= OmhLER
2 N-TYFNVHT7 NIV 6 hiiBEANT 7 & —BIHHET.
3 N-TEFNVHT7 M3V 6Tk AINT 75 —Eil{n AR
D [EEZH
OF ZEERRAT L.

~N O Lt AW
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= = ZUTOFS|IEICENLC ADSEEZSENY_—17 )V

QW DBE L % DA,

@R KS Bl =570,
ON-TEFNHTT 7 IV 6RBAILVT 75 —EEEKT.
ON-TYFNHT 7 NIV 6T ANT 7 5 —ElEln T AR

WZHIE ERO~OOHEH 23Tz Tdneds. @bHERTLIZENLEE
L, BYERITIRO~@0 a2 L2, @, ®THERT 5.

©) mriE
DI D MPS (VILEL) , GRS & % & 729 B R B (e RIEBHES b S TR BUE) .

5. MPS VI &Y

O zzme

MPS VI Bl (=1 b — - 5 3 —JEMfER) 1X, 1965 4E1Z Maroteaux & Lamy 2 & > THiE X
N7z 192 IEN-THFNH T 7 "IV 4-ANT 77 —E(TIUNANVT 74—+
B) ORISR Td 5 Z L SiE S, 1989 4EIZIE T Y IVANT 7 & —+¥ B @t DOY
TAREENT (5q13-5q14) 25 & 2012 S 7z, ARIEDERRAT AL, BUREEE, &FBEER, O
fi e, AR E R S22 L, MPS THE (ON—F —EMERE) S B L T 228, Ik
Eixtkb v, BAFTR, SSERY, EROMEATHE IS L ) AR - PR - SR
SHEENDDS, R OBFIIAREI TRV AR b A ZRT. FSREME L E R HiH2
Lo TRRDH, K930 T A% 1 ATH 5.

@) mmprma

1) EfEEY

FLAIRE X 0 BCREESE, FEBUW B, BT, BEEHE, 0D - BODEE, FREE
ERER ML, IPRE AR, (IMRRREE L2 E2 2L, QWUIETT A, EHEOY;
G132 20~30 AL TIHLT T 5.

2) BieE

BECH AL - BORE, FREEGRIERHRILE, WG EERE, O
WEERE 2 COERMRAITHET T 20°, B TRIEL V. FEIZEHPELERIIES
W, BOTEETH L.
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I ADZHEEMPS) DRERIZETTEET = =

3) HER
HFOER E BUER OB, RRIRETR T A ZREOIEIRE A5 5 PR O BEHIHHE
5.

O s
A EEBERFRFR

1 BRPTR  MPS TR & 38589 250K - 2R 328, FEEIEA LN,

2 HBIENREE - SEMEEANZEE - BRI X 2 SEREEE, TR i CETF)
FHERE, K- BN - RS OWEI RO 5N 5.

3 SUEREE WA X Zi RS, MRS, SELTE - RME
B, 77 /4 F-mkiEk, FalE 7z E2%80 b, BRI, Wb,
H O IRME R, MPcE oo, sz & e &727.

4 [REHOEE  EITEO MRS, RN, WEEGEEEE RO L.
HBFRRE  KEROPHE RO, B~hESEEORGEHEY 255

6 MEBRERBESE @ fHIES - KEIRFAZ E & L ZHBEASIE, AIE R & O LR
iE @ GBS 5.

7 MRHEIR  EEEIECHET A L A HREE, KEE, TREEEEL EZ
BODH. HEIZIEFTH 5.

8 T oft : LIRS OIRHI = BT ESEEBE, - REANV=T 20 5. B
f R RFRRAE) , HEER 20 gEgn (BEHPRALR, MIBH - AiSHOMEE, #&, K& (v
BE, BEWE, HAEE, 5% EJBOEMN)RALNS,

B BEEMOESELULTHEREMR

1 288 XM e, FFREoLMY, HEERTHOBUIREE, hEgot—
WV R, KEYEBEIERA 2% & O % 5EMERHE (dysostosis multiplex) 25728 5
ns.

2 BHES MRI : [cribriform (5 %5\ K) ] & %\ & [honeycomb-like (¥ D HAf) | &I
EIS MAEEFPEDOILRIC L B BERERALND.

3 RHY O CER KRN BT SRR E OFEEE I LTI A RO B, S
113 DS OFRFEIEMZ D 5.

C DRI E X HIRE
1 7YUNANT 75— BIEHET.
2 TUNALT 75 —+EB#ELTER
D [EEZH
HIMER, & 2 WIZEEGHEFHBOT I VALV T 75 —E¥BIHEHEOZE L WKT

(1FE A CIZHEEELT S 2032 00E) 23252 812X ) B eiES

b, BIZFZWTIE BHORICTYIIVALT 75— B BIET OB K

TEE5EEZONLBIZTERIIL SNIHEIHEEBI L 72 575, K#ED
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LUTDFS|IE (MU ADSWEFELSBE~Y =17

‘ T3 BB A RO TG AR ER TR WSRO ELH LD THEELET 5.

C) =Rizin

D FERELDO MPS, A2 ER—Y A, GM, H > 7 ) F Y K=Y A, XVF A%, B
T, FOMOE R E.

O zmEEoBE

ZWOT O ZZLTOSHE»H1TH . OFEREKRS L CHRIKFTR, @288 XM
i, QR o R, FFIC DS OFRER N, @HImEk, 723 ERER Lo 7Y
WANT 78 —EBIHEEHOELWKT, @7 IVALT 75—+t B BT OBRGEME
KT EEDEEZONLBEETERORE

O, Qb RIER G- 72 ElE, @L@%ITH. MEEDWIZIOTIT) . MZHIE it~
@OOHHZ T2 Td0ET 5. O, QORI ARIHIED 5V IZFH T & 2kl
THERRBETH L. B, BINGEOBLENS, B EIREE L 22 7% WiHE T b R
FINZ®, DI, FEIBMZENT A ENEETH L. RMABIER TI2O, QP RE
T, OQVEMAEIENHLDT, @, OTHRTLULENHLD. 72721, BIZTHITT
KA O T I/ BREHRZ RO 7Y 61F, WERER TR WIS TIOW R L ZET 5.

6. MPS VII Y

O m=m=

MPS VII B (2 7 A fEMfE#E) &, 2K, B, ORAFEE, WBeEsissEEs, b
WRKHE 7 &R RIERZRTERARBEERETH L. T4V —L2BEOB-7 V0=
¥ — PRGN RIET 5720, KS 2R TXRTO L AL HRIEESNERT 5.

@) e

1) #hEREY
JaleKkEE LCROONAL. IR L) &5 084, B ZER RO 6, KL
W F 73 FLRI R IR 5.
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I ADZHEEMPS) DRERIZETTEET = =

2) EirdY
MPS IH Bl (ON— 5 —JEERE) 12 CTB Y, 3E T T2 MPS I 238, B,
FRRE R, B - BRSOV =T HENA. kS AR MPSIHA X VBEETH 5.

3) BER
R L ) BERIED SN, @< ) LT 4, FEA, MERE MEE L
JEFFEEIZEETH Y, BoohhnwI b dhsb. MPSIV AN X S ER S B 5.

A FEIEFRFIR
1 MPS | 54T, Bz o 5.
2 PR, ARG, FEE DT RAE
3 FRBICAREELZI SN (D L IREREEDN L) IEFI VS,
B EHIDEBELIEDREMR
1 BRI B O CIERIC B L DB OB AEDRBDO D 2 LD 5.
2 E5E XM EETORE, WEO4 — VKL% & MPS 2B 252,
SHPHAILN.
ALP 2MEHGIZIE L TR,
4 AST, ALT ORE LA ZROLI LD D 5.
C BEHIOIRNEEDIRE
1 HIMmEL, FoEEEREIErO -7V 0=y — BiREO KIED 5\ ITK

T.
2 B-rhrua=¥—PEETER
D WEEZH

TROWTNDOE %27 T EIHEZHTX 5.
OFE A BHHEHIZBWTWT N 12O FoOMMEEE 2320, Eilc-1 2

THA.
@FE A BHHIZBWTWTNL 1 DL FOBRMHIEE 2320, FilC2 &
THA.

G mRiz

CBRIERD S, MOFFEIOMPS, A3 EF—=T A, YV FTIVANT 7 ¥ —ERIBIE,
GM, > 7V F Y F=VARHITOENS.

SR O VEEAEFEIICEIN L Tl fodnEEo MPS ORI EEMEATE V.

RO VEROMINSRO b Na L, MPSVIIEIAHZET L2 LIFTE RN
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= = ZUTOFS|IEICENLC ADSEEZSENY_—17 )V

O zEEEORE

1)

2)

3)

A FERFKRAAR] ICDWVT

- HANTREER DS <, BHEM TR, MARES, WS, CEPEENE

EAERDONZ NI Lb DD,

- MPS IV B O ERIRFT A 2§ AR S H 5.

[EZHRDEE LI HIREFRR] ICODWWT

- ALP O FFITBIEROME # K§ 5. L7225 T, MPSVILEITIZHH S Thwa

EDL .

* AST, ALT @ _bF3fEaiE R (FFERESE) o S 2 )3 4. L72A> T, MPS VII

TSP TRV L%\,

[EZERDIRME L BDIREFRR] ICDWWT

NBBITCIE, BRI LA I ZHESHTIC TR Y O R OB RN, HS, DS, CS OiEhn

ERO LS, FBHRBEIMTIE v, 72, BERSRHEAFITIXIZE A EEENE RO
W, L7 T, R ua YEROGHTIZEIOEDITIZ% 508, o720 00BN
Tz L,

R B VBROMAEII T AT — VIOV T TS 20°, WREZHETHAN—-S T

4)

v, BRI T L MA TR TH 5.

[f#EZHA] ([CDWT

- IRHCHI BT R PR B AR S B 2 E AT L v,
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== o= PHOFSIEICHENLIC ADSHEESBEY =17 )

IV  LAOZHEEMPS) DjafE

MPS DIEFEIIAAERE S & RIGHNERRIZ T T BN 5.

1. XERE

MERISES S TFa—7HA, BIFRISHT 277/ 4 FE, MAEEGIIST 5
FNRAEAE, OERBISH S 2R EMRMN 2 E0D 5. ERVPER TH L7720, FEf, R
NI EONBRZER O T 0 - L TH L. KECRISEEREL, hHEEE R
HRGEALSE LWL ) BBAIZERE L, Milld, RERESTHIEL, @Yz U e
T arEZPAIEIZLY), EEEOMRMEICAITMENTL I ENURTH L.

2. RaraE

) vps DaEEORE

L DIA V= LRIy ) -6 VEEERER DL, MBEERRICHEET S~
V=R 67 YEEZHERIES L0 BICHIAICID AEN, EHICT4 VY- AN
IZHi% S LA, MPS Tl Z 0l R A FIH LT, KIBPL TV LEE KI5/ T 5
ZEIEY, MREEE 2 OMBENZ L TIA Y= ANICEERRI%L, 94V =4
NICEE L T2 23800 eREL, EROUGEFXRZ ZENTES. ZOFME
T, 2 ORGEREE (BERmhemd, Simsiiafesl, BIa6%) 25iT3hs

O smprms

BRI, RELCWABRYHEA L LCTRA» /TS L2 L2y, Mgyt
NOHMEN, ZLTIA VY —ANICEZZEREL, 74V —ANICERL WL AT
SNER SRS 5 HETHHED. R L IZHENEA L, FFWIE, IFkeE, ATk
BIET B SE DR LN LED. LA L, PAEE, ARRE, FAFRIERES
Bk ENTWDS, bHYETIIRCKTHEE & R 4 EORREA S FEHTETH L. 11
ERET T RIFA A, NEAGEERTS 7L — A, IVARGERY I U L° VI RIGERE
F7IHA LTH D, BERMHAHEIO TEHMRERETH H05, NEEEEERES
LT A Y — AREEEREOEREMEHEIC LY, BEAEL EHTLZ L TE 2.
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=23

REK

3 ERMEITEEOERHERF

SAVV-LEREF YV /R e-UVBEEZDDBEEATHS. MRENADSAV Y —LE
RFYY /=R 6~ VEEREHZEN UTHIIERICIDATN, T4 VY —LAICEESIND

() HEERVOTER

100
80
60
40
20
0 1 1 1 1 1 1 1 1 1 J
0 10 20 30 40 50 60 70 80 90
BRE5HE 8)
—o— L fER 1 —o—  JiEfl 2 —=— JiEfI 3 ke DK (n=21)

4 MPSI1BEBECHTIEREFMAFEDMIRICONT

MPS 1B 3 BITD7 D RS A L(a-1-— XOZY—EDBECFHEHMHER BEREH) (CLDEEE
BIDIERTHD. 3HIEBDRPLAILHE(DOVE) D2BEE TN ZRUE. TO/BRIE, Bk
TOERBREREFKECHD
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) EmsmpisiE

FHBME L OB IO 2 2 H 5. MPS BHE ORMNIZIEF 7 & il = #
MLC, ZoOIEFEMEITWTIEEZMBRETRO~Y Y ) — X 6-) YEBRZHEENL
TIAVY—ANICERET A LIZEY, LAaBWEONREIES 2. BHOM ) BT
THIVUTFMIE, FERERE BEME 2 SI1IdED A 5N, QOL M+ 5. Lal,
HRCRRE, ARG, (OIEST, BAERICIIMERIATETH S, GHRDRITRYIM R
DT, BEFEMFCHEED XD e DB OR#E % M T E 5 &) FIEA D 5 753,
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