FE WIDIFS | (T LJTLAZI%’:#ET J?\—('_
:H_H:J_'[;aﬁrg.'D_C

SR 26 EFED 4 FICE E%@é%m@§$%&%ﬁn_
(777 —FEEt) BT 5 RENRIL] iJV’"‘EL T4 LPH, Vv
XUV AROBIRTA F54 > ORI - H 72 A% — 2400 E L7z,
BRIKMOBY, TR 26 FEO [HROBEIINTL2EEEFICEHT HEER
CIRERNE] O—MSUEIZHEY, BEREEREOHIT 56 RED S 306 KA
winL, F/ANRBERERED SHBEEND T4 KRENLHEZ, JVE0R
EDVFEBOHRIZEINDLLICRY T L FLT, Tk, EEHEET
g, BREBEDN L) JWEBZEZTE L L), BREEENE, HRe
OWEFFEVERE, BB TOBREIEHBSIORILL &, ERLREEBI ED
SNTWET.

S, LIFRIECTER L7 [BOFF X ICER L -2 3 SEESEY =27
V], EEBBICHEESINIERIEEER, &5 W3R B SN SRE
D& B —/NERE, #ENRE, #ENEREOKREFTICHIT/IZLOTT. F
26 4EEIX [F94 V=2 - XVF X2V =05 BHOFEE] 2H0LICE
L, REEIT [BROFFIEICER L2 3B BESEY =270V 2/ERL
F L2 HRICEDLLIEEFOBEDEL ZNEFENTT.

REL R0 E LA, SHOBBICH:), EHMTAY= 27 LE T LHT
IR, LY o TRIERTIEL, BT E TOMEEE LTV
PRV LI S, /R B 3 A B OB BRI R 7 L E

FRE284E3 AEFH
2 A S A B R R RS ORI e R
FSAVT =LK (77 T = REET) ST 5 AT

W EE ik R’
HRBEXERKRSE BEHIE
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SHRDES | F (I LT A ISBELRT = 17U
- REOR

RO LET T 4V ) — AERORRN 2 KIBICERE T 5 1
—EETHE RIEL TV ABEDRENI LY 6 DORBIZHE ST T BE, H
AT, nE, vEA, VIEHT 2BEREASERATEET, 150 AL LEoBESZ
DODREXZITTWEY. BEMTEEOEAENSEMT 212251 T, ZOMELZTTRL
FRADKRFBIZHO LI IR o TEFT L. RERBRARO—DIX, HAPEITLL-EEZIAT
X, BRMARESCEMBMBRELR COBRENRVHEVIFETELVEN) LT
., BEIZIIC L A RIOGERESCPICEETH A0 2R L TWET

LRFFRBECIE, REEE, A aSHHEOREGIOBMOTH S 2 ER L £ Lz, RERE,
[BWOFF S ICHER L 728 BB =27 V] ZFATVZLET. AETE, &
DE) REESAEDIZEZIILAZPELZFE, O L) IIBIEED L L i ik
BUCEIL CRERLL £ L7z,

RED, L ISHEELREORMZW & FIBERICA L TO BRI Z LT EIUTE
HTTY.

R 2843 HEH
(W OFE | X ICHBILL /-2 I ZEESFE =27 V]

WEERERID RZ
EVREEEMEL Y-S54V — ALy y— vy —F

iv
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1. W&,

2\ 3 Z4EE (mucopolysaccharidosis ; MPS) (& A4 /"— 44 (lysosomal storage disease) ?
—fETHEH. T4V 2THBANRED 1 DT, RAOEEM*BERZOME S THRT
BWbIE THEEO TINERE] Thd. T4V —LRTIETA YV~ LBED 1 D5
KB RIBL TV BT, EBEMOSHENEY, FERBMEDNS AV — sNICERT
L. ZORER, AV —LPBERILL, EL OB ORKIL L BREEELE LS.

LAGHE(T ) VI T h V) DGRIILERT AV — AEEFRIT 10 EEL LETE
5. MPSIE, COMED1DOKBIZLY, AILBEOFBPIFRETET, T4V —
AW I SHEFBRERTLZEDPERE 2D, s OlEREELT| &R TEEEE
BTHD, RELTWAEROENIILDY, MPS I 6 DORENIFITHNALETE

H
180 IS N\—5— YvATERE o1 XO=5—F DS, HS AR

IS Vv A TEREE

I\ & —JERE (BAEEY)

IR N\VYERE (B A XOVE 2RI 7S DS, HS XLR

N\ IEER (SRR ,

YYD UYRERB AR ~NSYNZLTFY—E

YUY TIAUYREREBE a-N-FEFILIILITSZI—E

m’ﬁ'é'? BT Uy R R B FEFILCoA  a-FILOTF=R

HS AR
N-FEFILNSYRT 15— :
. . S N-FPEFILIILAYZY 6-FrEe 2L
’,“U'/74UJ7ﬁfﬁﬂ§§¥Dﬁ St ‘
o o N-FEFIVAS Y NIZY 6 FRBER
L y J]
A E}"%jﬁkﬁ‘“g" WI7Peo—=E , : KS AR
- EFAERERBR B-HZI oI~ :
i ?EI he . SS_gEp N-TPEFIVAZO b= 4~ bS AR

. TPI=E(FUNAILT 75— B)

. ASAERE B-FILoO=F—F DS, HS, CS AR
DS FILNYIUEE, HS NS UREE, KS T VEREE, s OV ROAF VR, AR:
EABESM, XLR | X REEEHES M

MPS (& 6 DDRBICHEIND. BLHENEBRREBFELE AR BTERAPNFEAET, MPS TE
& X FeFEHES M (XLR) BLEN THD.
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I AJSHEEMPS) DR = = -

FTAV V= LFTE AT RTCOBEFEBEOMILICFET 5720, MPS T L 5 fEezE
ELLREABFIIKS. REIC L o TERICERG D 75, E£BL TS ALNLERIE, B
EEEEREN, ABRE, WEEE, BHEFEE, B PAEETREE CERRE,
BTiRiE, BAgSHOME, BEAE, BEELETHL. FRENOFRHOLIATYH, BE - #17
EHICRVEER L, BESEFEOET VRS LBERNS 5. EEERIZ, MPS
ME(ONY & —EFERE) Tl X B hEESEOBEERE & 5705, ZOMORETITE
PGS HORMRERL L 5.

LOEHEIREE, B, KB, BEOL ) RREGHBICEET S AN TAREL o7z A
JEHE(Z) A I T A )G, RBEEERE TR e T VO vBEE Oy NS Ty,
EEE%* & T 7V~ ¥ VHilk (dermatan sulfate ; DS), /%7 »fii & (heparan sulfate
HS), 7 9 % »%ilk (keratan sulfate ; KS), ~/SU YR ENH 5. LAILEOHEITY OV
MRET I /OB ELBENLOL L. AISEOHRIMBAD T 14V —LATiTbi
B, TA V= MIBRMEIAKEEEE L & OMBA/NMRED 1 2T, MlaNSoZEY O
GEEIToCwA. T4V YV —AEREI— FT2BEFOERIZL T, BRIEEIK
T$AZ LY, LaZEOMFPERL, NEXREL, HErOMErETA.

e RER (R

LT, BRI DORGER SR 2 RS

MPS I BY
EREEICI) I DOFERICOEINS.

1) MPSIH B (J\—5—fEIRES)

EBTELRE - REAV=7, BEPER, RESORPEGIES DY, LEH S B
BEFEERSH D, A— T4 OVERER, FHEIE, BEE HIESB X ORERFOH
HEARE ARREFEMNTH L. EHREOHAIT 10 RATH TRTT 5.

2) MPSIS & (¥ v A TiEIREE)
FAIEERTE , WEOERIIBE TH L. MERIZIZIZEFTTED L,
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3) MPSIH/IS B! (J\—F— « ¥ v A THEIREE)
N—F —JEEEE v { TRERFEOPFEOBKEE ST & 5.

MPS 1T &Y

[Ny & —SEfERE] & LIRIZND . MPS O 7% TlE— 0 X Jefo sl B ER A TH
D, BEACBROMBET L. bPETRELSWEHNTH L, EEMEBERN B
UHIED D 2.

1) EiEs
FRRELEIE MPS THEN LS 25, MERED 2\, EEEOE AL ISR TRET 5.
MPSILED T0% DS DF A TTHAH.

2) By
HMREEL 2D, Do TOEETHL. RABICEEL, WEOETITE.

3) A
IR & ERET O P B 2 R B HEER T 29 5.

MPS I11 &Y

(740 v RERERFE] L OIHENE KREEZOEVWICLI > TA~DED 4 OO
BN ENED, BRICIZRATE v, B 1~3%T, £8), MERE #E
DOIEMERFZERFEFETSH. £ I3 10~20 m TS 5. SR80 42 E S R0 B ETE IR 70
SIZZ L, BWSENDERINL .

MPS 1V &Y

[V FAREER] &IN5, k?ﬁﬁif@iw:; DA, BRENIH/GEING.
AR>S, HHOTREOTOER BHORENE, hEns LUWEOEH), &Y
E,X%,%ﬁ@u@@,ﬁ%,ﬁﬁ@@,%%%ﬁ%& LIESIRAE 72 £ 278 4. A
BEIZIER TH 5.

- MPSVIE
[~ob—- T3 —JEEE]E SIEN S, EER (AR L BER (BAD ICHAHEND.
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1) MPS VIA &

MPS IH BN ZHEMLT 5 7%, FSALEBIZE I IEE THRITD vy, FLLRH & b 58 72 28
R, AERE BOEE, - BE~VZT, LDEAEE, FEE SEoBEREET
5.

2) MPS VIB & ,
MPS IS Bl ABERRIEEIR # B34 5. HMiEIXEE T, EHIOELE, HEWRE, T
PR, BEREZ S ARSNA.

MPS VII &

(A5 A fEMEE] L LIRS, BRMEIRATHL. BEAKETETNAERERD
H5. FHHEHREEFORE LKA TH L. FHWLER, BLE, HFEE K- 58
NVET, HRERELREERRETAH.
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1. EZ2~N0O7 70—

2 1 ZHEE (mucopolysaccharidosis ; MPS) D&, FRREEN, O ZOWEEEL &) &
ENRLIEED. VR L 0B EEIETESE XMEETE ORI LT ROR &% i
BT 5. BOLRINIBMICEETE 20D, BOEZTEZTOBMEIRL TOTHL
WL OTIE R\, HBESHNE, ERYWHOEER L RBEZROERICL DRSNS,

255 X RiRE

WREUZ £ > TELDEDD 55, [LFEEEIE (dysostosis multiplex) | & IEIEN25H
DEEALD A HIS . dysostosis multiplex (1%, BIE O — VIRETFE, TaiEikigs, BE -
REOERMIBEONIT~NOFAL, BHEOSKRER 2 EAlEEnsE0.

[ %514 2B E (dysostosis mul-
tiplex)] EMENDLSEERE
ZEZEITDH. WEOT—IUIK
T (a) EFOEEBIROSTH
D #RZ 1t (metacarpal pointing)
b)), BEBHELREEOER
(R=FTIW2VIER) (EED
BT, IXRTDRETHR
HHNS.
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SRYEORHR

RO L 2 ZHEOHEIMOBEEFERT 5720, RO a%MEry 0 EBEROEE 2 AN
L. WINPORED FREZROIGEEE, RPLIZEOHE* BRIKETHRNLZ &
TREOMEMDPTRETH L. CO—EDBREIIZHBEFREEEZIToTVLIIAT— )
INVAETITH) 2R TE S,

TV & ik (dermatan sulfate ; DS) & /%5 VFfiBE (heparan sulfate ; HS) 25[F B 12 5
fEZRTHAIIMPS 182 MPS LI B, HS DA D EEDE 413 MPS L &, DS DANE
EOBEIIMPS VIE R LSebILS, SETr T ¥ HiBE (keratan sulfate ; KS) 2SHH &
N72HE I MPS TV B EE DL A A, MPS IV EITLEICRATIZKS BB TE W
EWBHAHDT, KSHPHETELRLTOMPSIVEIZTRET LI LI TER W

o BXREEAE

FEE S MPS OIFEIAHEE T X 7285618, FORBOBEEERF{mEkcllET 52
EIWCXDFEESMITE S, MPS 1B B X UNMPS I B OB EEEIE 12 2008 4E 4 H 5 5 14F-
FRIE SN T WA, MEEIFROZ A7 — VI VT LN TX D,

A=

KR—TV LI, BIBROIT AT — VI VAL CIRAOD L 24 ERE L DEB X OHMEFO
BEREEREZER L, EEIREOHEEIT > 72 MPS DIER %2 7RT.
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MPS I ff?i@? (8% %7

WIRHAL ) EESED, RRRIED, FIERIEIDIBEAG ), SRS RIEIEEIES Bl
INTUVE. IBOERREBREERDT, HHNLES, BIEX, EEARERS,
EHBEAZHEE > TEE. RPHOBESER 118 mg/g creatinen (8 A
TEA(E 19.8 + 6.5) EBEERL, HEL DS DBFEEBERDE. TETHDT
EHS MPS | BIASEDONE. a-1-1 0= —CEREM KB THY), MPS | B

CHEESZIENE.
A
/ i
/)
/ i
;, \
| \ /N
| /o
I
i \j ‘& / i g \
R . 4 ‘
B / \
B / \
i{ \z / | / \\
i / \
/ X\V A T \l/ \\l
DSI HS DSII CS
118 EE{E* . 39 9 21 56 * % —
(mg/g creatinine)

10
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MPS I1 8! ti1pB, BR)

11 QAR BEE, BALZY, BHEBREEFEEE20,
MPS AgEDONTz. RPVOVEEEIEIE 326 mg/g creatinen (0 BOAEE#E(E
43.4+129) cBEERL, DELE DS HMBUTH /z. BUETHZ L, BEH

5 MPS | BRSO N, 1 ROVE 2-2 L7 79 —LBREHEEUEBELUT TS
V), MPS Il BBl SN, |

DEL (%)
EEIE *
(mg/g creatinine)

A X

nmol/mg protein/4hr

BmEkh 7 U AT 75— A nmol/mg protein/hr
(N—H—E)

11
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MPS I1IA B! 4moepB, &R

BESFREET, BEEANRY NSTUTABEEZHSN TV, BEIEK, 5
HEVaERsR, 2FE, LHLBROWEEZROTUL . 4REBEKY), 06NRITEXHD
URAMEROETHRBOH SN, RPOOVEEESMEIF 233 mg/g creatinen(4
mOBEEAE[E26.8+59) EBEZRL, DBLEIFDS EHSDEENAS5N,
MPS | BU& (I BN DNIE. AIXD 2 N-RIL T 79 —PBREHEISHERELT T
&), MPS IIIA BIE ISz,

SEE (%) 20 25 25 — 55 -
233 EEE*
(mg/g creatinine)

47 47 58 — 128 it

BHIMIRPANSY AT 75—

nmol/mg protein/17hr

BIMEkRa NAc LT =Z5—8 11.7 nmol/mg protein/17hr
BIERFFZ UL T 75—F A 124.8 nmol/mg protein/hr

(R—H—BR)

12

—116—
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MPS ITIB & ¢cmonA, w7)

BOSBSREES, FHNGER 2F, BHESE FEOBEHR BEOSZ
o, LEREEHLREEROTHY, MPS A@DNE. RPHOVEBESEF 221
mg/g creatinen(2 mOBIEEHEME 29.7£13.3) &aEEZ L, PBLEHS DL
SNES5NTE. MPS | BIE U< (EMPS B ONE. a-N-7EFILTIL DTS
Y —PERETESAERELUT CH Y, MPS 1B BIE BN,

DS1 HS CS

DEH (%
221 TEE*
(mg/g creatinine)

)

35 88 — 98

B a-1- XO=45—t nmol/mg protein/hr

BAIMERPANINS Y RV T 75— 19.1 nmol/mg protein/17hr
B+ a NAc J)IL Y= 5—E LOLTF nmol/mg protein/17hr
BMERkp 7 UL T 75— A 92.0 nmol/mg protein/hr

(X—h—ER)

13

—117—



Lo o= om BIOFIECEMUE ADSEESEY =17

MPS IVA 8 C&apB, &R

2EEICERSR (&80 cm, —2 SDLT), X, R, "iRIEORE, EO00
PERPRHOSNTU . BREESR® MPS IVEGENREDN, RPOOVEE
2 -TEUHERELE. T2EE 163 mg/g creatinen(2 mDAIEE#E(BE 29.7 £
13.3) &BfEERL, DELEKS ARBULTHY, MPS IVEAEDNEZ. N-71
FINAST RS 6-RBRIL T 79 —CBRZATELILECS, FHIFKETH
W, BRI EEHETMPS IVARIEEZHiSh.

SEH (%) 6 2 — 78 14 —

163 E2{E*
(mg/g creatinine)

11 4 e 148 ® % —

14

FAMmERP GalNAc 6-TREE AL T 75— 2.0 nmol/mg protein/17hr
Bk ? LRI T 75 —E A 125.2 nmol/mg protein/hr
R—H—ER)
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MPS VI® & 2R

BHNOLER, FEX, B - BERALDT, BERE 52, BaMPER, K
HRREHEENBHONTE. RPDOVBERESIEE 329 mg/g creatinen (2 mD
BIEEAEE 29.7+13.3) & &EZRL, D@ LE DS MBI THY, MPS HEHN
. AEERNHZ &, FEBELU MPS | BINGEONEN, a-1-1 R0 —
UBRSIEFRERBN TS, MPS | BIEEINL. ANBENENIENS
MPS VI BRSO, 7ZUILRILT 79— B #RELECABRILHEETSH
), MPS VI BIEREERZITS N, '

DSI HS DsS1I CS

329 EEME*

L. 177 10 56 86 % ok —
(mg/g creatinine)

36.8 nmol/mg protein/hr

MR QL
Bk UL T 7I—E B 9 LT nmol/mg protein/hr
Ak 7 UL T 7 5—F A 97.5 nmol/mg protein/hr

(X—hH—BH)

15
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% — — 37
3. ElnFhk
BIETFEZENIIEROZHZOLDICELT LOLETII R, L L, BREEDHRH
ARZWICIEERTH L. MPS I EDOREFEZW & BIZTFHAT T o 2@ 2 E0NIR T
BETFHIITEIREEENE L Y ¥ —BRRESEELEREZETERL TN
(http://www.ncchd.go.jp/)

No.YM960075

|
55— v
ATCCOCGCCAGT
160

B C
3 Q No.YM960075M
5° — cc/ge (R)

? ? AT CCNCCAGT
‘ o

HinEDNE C

B b C690G PI120R

I IL I A AEE(C690G, PI20R) ¥ AT 4. BaERNId X EHEBL B R DT,
HBOKL REEOTRRESH 5. MEORHR, 690 FEOT I VBRICY P rery Yy
YOV FVFBEHENZ LS, BRERELBR SN EICRERNOR R AR
T AFERE T, TOREMB) L EOKC) PREZOWREEN D 5. HETHIT O E,
FEWE O H 725 COMREABFTH A Z LR ESL7z.

16
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1. MPSTEH!

2\ 71 ZHESE (mucopolysaccharidosis ; MPS) 1813 1919 4£(2 K4 Y @ Gertrud Hurler & &
DO THESN, T4V LBETHL a1l A=y —VORETERIILYE
ET 2 EREAFSEREEEROERRBEFTETH L. REIEE, FVaFI /7Y hr0
TV 7 Bk (dermatan sulfate ; DS) & /ST Y HiEE (heparan sulfate ; HS) 55 ff |2 B
oL~ AU=ZF—EORRHYRETHD. BEMMICILIDS, HSERL, FHEM%
BEAR, FSMEBIREEN, MEERRAT, AREE, SR, PIEEITRESE, OESE
5E, FPRRHE, BEETVTEMEAIRR, B - BEANVZT R ERET A ETBEETHY, Mk
EERICEENT A, FBEHEEIIN 0 ALY LALENE. DHETITH 70 A H
HINTWL.

- BRIRIREY

MPS 1 B SERA L L O BEEED S 3 DOHEENC S SN A5, Z156 OB FITBHE
T,

1) MPSIH B (J\—5—JEl&EF)

BERBEAROE L, WEOHETIREVWREER CTH L. AEEL D, B ER (K
&R, BiEoRN E®), WHMOEE, FEE LA CTESECEP2RERR &
RO L. FURENITREMERS REER, LETEE, B BEVv=T, BEWR, E
M E %, ARG, METEESHIRZ SRS ICHS MRS, YRR EAREE 2
T2705 3mEPLREMLL, KEFRICET .

2) MPSIS & (v 1 ITEEIRED

SRR, REOETLRETH L. FEPURKRICERNOZER, ABRREB &
PR, PAEVENREES, (CBEAREE, FTEAE, BIETWENSHIR, B BEAV=TRED
EHERSHEL, ML & QIETT 5. MNEEZ LR VO TH 5.

3) MPSIH/IS B (J\—S5— + ¥ v A1 LIEIRE})
MPS IH &l & MPS IS BID 3 IZFE O BEFRGEZ R

18

—122—



