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H A RACH B A [ 2 3 ZHHE MPS) T BIZSHE T A K5 4~ 2020) % BiEIF vz L &
TR TA FTA N, EAEGEHAEREREBORMESERI 74 VvV — AW (7 7 7)) — 9%
ST IBT AR B (F PR © Resels) 252019 R IC/ERL L, £k, HAER
RBERFEFRICEDLEE, 7)) v 732y boOEE BIE, ARARTHBICEDY $ LA

LAOAGHERETRNL, 4V — ABHETH S o-L- f A0 =% — ¥ (IDUA) DIEKRI % KIE
XD B4 e REREY B 2 WO ASEEEERE T, ERITEER CRIMNEE & £
9 N— T —JEBERE(MPS TH R, BUERICHIEEEZ b vy v A THEBEEE (MPS 1S #il),
ZOHMBEION—F — - v A TREMGER(MPS TH/S ) 120 ST X F L7228, BIEIRE
FERI (N— T —JEMBER) L RUERNC B E N TV E T, KIS, HN— T —EEETIE, EEHIC
EMEMAERMAIT) 2 LX), MEEEO AL ShCwFE . i
WL ANBEED TS WEETH L Z LWL 1%, BT A4 V= L{D—DTY,

KA RTA T, TOX)RAILHEIET RO~ R Z AL, 1L Wishi &8
YREREORERIRYTEL L) ICHEIN TV TS, L DEBREREED, KV A FI4 >~
REHTAZLICL ST, 2AIBPETTBE L 20O SRKEOEFEOEDIN L5 52 &5
fFanFEy.

RIS D) F LA, BTA FIA4 VOERIZE R D TR % 72w 725 A 55 4
HHRBBOEMRFRE S A Vv — 205 (7 7 7)) —Rerte) 1§ 2 A2 JBE OB E A5
HTH DEHEFRGICE, FFFEIEO 2 I SHE T RBET A ¥ 74 AMAEREEREO/NEE &
W7 & DNCHEE D O N RO 548585, WHSEh 138 O Se4 H IZE# 72 L
9. F7o, HRERAMEREFZSOZWEE - BT NI 4 CFEROMNIL F£5EE,
FEIZB RO PR AMEEA, IRIEASA, BFOEFEAICEHPL RIFET.
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2\ 3 ZHEE (mucopolysaccharidosis: MPS)I 1, o-L- £ A0 = % — ¥ (IDUA) DG KAYKIH
bLIEEETICL Y, MIBNICRG RO TV~ 5 SRk (DS) & ~/3T U Hilk (HS) 258 5
ICERL, HHOlEHEEE SN ERRBEREETT.

JE A S G A TR B BRI RS A VY — IR (7 7 7)) — R EE D) I 2
WFgesE (FFgeft s mesens) (Bl 94 v VU — 406, ~uA+F 3y — 2% (BIBHEY A +o
T4 —EREU)IIBT L BRE» OB R EROFEBUIAT AT ORE L ZOFEEIZHT S
WFgedE (BFgefges BILEZ)1TIE, 94 7V — 40K 31 A, ALD, RV A ¥ 3V — 40K
DEHIRETA FTA MEREEDO—H E LT, P29 FREE4 HORRFEIZB W T/NAB A
ek (BN B EHIgE L v & —) % L I SHEE LRI BT A K94 MMEREESOREERIC
B L, ROBOHEME 1T ZINERER, VATY T4 v 27 L E2—(SR)EEE L Thib-o
TW/z72&, [Minds BT A BT 4 AMER~ =27V 2017) (LUF, Minds) 1278 & 1172 Fik
2oL, DOEROLIEHIENRIOBIRT A T4 2 Th B[ L 3 LHERE 1R T A
FJ 4 > 2019) GEFEah. SRFFEHEAR — A _— DIZTREIH) 28 2 SE L0 H % 0 TR
LEL7 FAA T4 OFATEMIE, AHERIRICES &, R FHEIC L DIER S
NF-HERER S LICEF EEREEZ IR, BRBS IS 2B EREZOHEMEo 1oL L
TBET TN 2L TY. AaBEIRL VW) REOWE |, Minds OFFEIZ5EEIC
Hlo CHETA BT 4 2B 5 2 L, T, ERBROL % S 55HE, #E T
PLWEZAHLH Y F LA, WHEARDE D Minds OFHIZIH) L ICB0F L7

S, FHA T A VIEHARERRBREFRICLDFRFELRT, BV bHicla
THEE (MPS) L BB A K54 > 20200 & LCEIEICERS 122 F Lz (2%
HEMPS)I RIS AT A K T4 2 2019) B KIELNEOERIZH ) AN, LVELD%E
HTCARRBIZOWTHI o TV 2SO M2 - 2 L 2 REE L C BT

BRI, RAA FTA v OVEH % FE L TV 7 YUHFZeE 4 a SHE T RISE T4 N
A4 R ERESO/NEEIEEREE, Minds O FEZ M2 TIRE W2 20wz (B BA
B BERTMASHE O R, FAFER BT 28T IRV Wz ARG RAH
BAEEAORINEZHERE, SWEE  ZEITA K54 RESOMNIL EREE, BHA
BRIZEE, MIEABIZER, BOEFRIZEREZIILO, L OBRICEH P L LT

BAHA RTA 2, WRSEICEED 2 HRIETEE, SO —RSREOKES, EEHE
HEDOHF A DBRICTOZ L E2HAENT-LFT.
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2 3 ZHESE (mucopolysaccharidosis: MPS)I 1L, 4 V' —ABZD 1 DTHDH o-L- 1 X
0 =% —+¥(IDUA) DERHKRIED L IXEEERTICX Y, MENICKRSEO TV~ 8 it
iz (DS) &~/ UHichk (HS) 25 # B (3R L, SRR, MHuEs)3EEn, (O BE, B
HitwiE, BAE, FMEZLR &SF EREY BT 2 8 RKAHREETT.

MPS 1 BIOBGGRYIG# & LT, BIfE, BERMicgd s amsfagiio 2 o850 £7.
MPS 1 Bl FANL, KK T 2003 412, DAETIE 2006 45 I2HKGE S, BEEMFTRE
PEBIND L) HoTH2E, TTIZI0FEDEE#E L TWET. F72, MPS THIIH
T2 M ERALL, Kok Tid 1980 ER A2 HTbN TR Y, ARiaitkEo 1 2L LT
WL L CTWET. 207z, FHBE - RUREREIC L 2 FPREEO/ZDICHAERA 7 ) —=
Y DENNO—ETEREINSL L) ICh>oTnE T,

JE A B A R B S BORMI SRR 54 vV — 2K (7 7 7)) —im& ) IS 2
e IOWgEFHFED—2 L LT, [AaZHREITIZIET A T4 2 2019) 2 ER S E L7z
KITA BT A 1%, BRI L EsMRBEIcET 2 =V AT 3 V2 #%E
L, BFHEAYHRALIZ D { EH# (evidence-based medicine: EBM) |28l 5 72 Minds O T ZHEHL L
TR SN, SEORFEESR L SICEERA SN TS, 40, MPS I B OBEEHRE
HMEZT TR L, LS O—BRERESEBRIEFEENIL A TEL LH1, BHARER
RBEEFROBRELZITC, IR TLIBWEIRZETA FT 4 2 2020] 28 LS
FL72. KA RTA D, BEHEHSGIZBT 220, wEO—WER), MPSTRIEER D
REED T4 D QOL [ LA D%Dh Z & wlfio TRATHA.

WBIZ, BTA R4 2 ORI BN 72 W 2 B, ERIC SR W27
WA BT AMERBERADET, 7% 6 ORGSR 72720 72 A ARG R AR 2
WHHRERRE BILRZIEE, B - BESA P4 Y REE FLEkE, 2ok s
4RI MU D5 TL L 5 2T RTOWRRICEH - L ET.
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KA FTA 1%, Minds BT A B4 e~ = =27 )V 2017) (LT, Minds) 12 #E41L
L CERZAT-72. TET Y ADIUE - BE O 72912, 4 3 % HEE (mucopolysaccharidosis:
MPS)I BIDGEHIZHE LA B TT, 9OD 7 ) = )7 T XF 3 ¥ (clinical question: CQ) |2k}
LCTYAT~YT 4 v 7 L2 — (systematic review: SR) # 1T\, HEIELOIERZ1T-72. CQ
(&, ERRBIY T = — X1k $ % R E (key clinical issue) & 771 N7 4 AMERZEHR
STHETL, Zhxd LIZRELL. HRLOERICHIz->TIE, CQDOT 7 M LIS
SR Z17\y, TOFERIZEDWTHER L7z, REWLHEROBRIICEALTIE, A FI1 >
VERL R B OFFFRIC L ) g L7z,

1 JUZAIVIIRF a3V (CQ)DRE

CQ DI EESR & L C, PICO(P: patients, problem, I: interventions, C: controls, comparisons,
comparators, O: outcome) & AT A+ 7 v 7 %fT1-o 72,

INENDT T N LI L CHRMEEEZFFEL, EEEORmWT 7 M LI LT
SR ZATWIHELESLDIVERR 2 4T o 7.

2 MR

% CQOHUERENF—7 — FEER L, HHMEEMR R ERER RS IER
Uy =) IR ZKFH L 72, PubMed, EFHRMEEEZ HWTHREL, 7 v ¥ A LK
Tad 5 B% (randomized controlled trial: RCT), 10 FILL L OEFI 2 x5 & L7z 3k — MFgE%E =
EF Yy ADMGE Lz, MESNERLICOWTE, MTERPS—KRAZ ) —= v 7 &1k
BZER L SREBETITV, AXEMHIHL T IRAZ ) — = 72T\, TET Y ADHMli%
1707z,

3 IEFVAOEBEOFHE

FEIUET Y ADOBEOFMIZE L TiX, SRZEEA Minds Dt IF—% %@L, 2%DSRE
BRENENTNA T AY A, FEEEOFEZIT, AL, &M% SR 2B L 72,
RCT 3% {HI ENTZBEI X 8 7 F ) Y ARAT) FETH 2D, XY TFH) T ARITH
7213 RCT ST E L o /2.
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o)LA=/ TV (GAG) ZERFEMIC RS D a-L- 4 XO—5—1 (IDUA) DRIE
[CKRD, DEREHOEYHERE(ICER U CENDEEDESSND.
O RIECEEEBIET D GAG DIEFEIS, TILY Y VEE ENINS VB HOEHIN ChD.

(8 )

Va3 ) 7)) A v (glycosaminoglycan: GAG) % BtBSHIIC 355 5 1 v
V= LEHED 1 DOTHD a-L- f A0 =F =L (IDUA) DRIBIZ LY, GfFERBO
FEW S B\ SR L C TR, ST, IR, S R RO B L & 223,
BRRAE L, BHEBIETORE, BEFRRY, TIUIELBEOBRMAEED
RELEFWEORE L OBEEIEE SN TV LS, BERWEOEANTORK
P I UN IR JE¥ N2 i A=V e ANCE

GAG X, 7TI /M I 7 M3y, ZFyvatIv)eovuyiB(7Ivs o i,
A2 VER) F/IH T 7 b= ADHES L7 THEEARAE L CESIRICKH A L7
S TH L. EENTEIT Y VX BICESEHEL, TuT4 7)) 0 v ol
B LCHRIELTW A, ARNICIES i L, B, SREoEE L Lokl
BN OB TER 7207 T {, BRA 2 ABNGHER 2> T b, MiflaL ~NvT
ERERTOBEICHES L, MBNY 7 VaExfEST 5. 434 HE
(mucopolysaccharidosis: MPS)I %l CH 5 EFE S 5 GAG OFEEIE, TV~ 7 Vit
% (DS) & ~/X T VTl (HS) 2SI TdHh 5. I HS O R FEBITMEEED
W E 725 2 EpHEI STV A,

TORIIIZ GM,, GM, Y 7 ) F Y ROERDSTREEEICE G4 5 & OHG D
HrY ZOMDOAHZZNELTIE, T4V —ANTOIRSREDOERIE
F— P77 =T —OERENLEER RITL, ZORKE, HIEY 7 BOERR
REI PP TOERICLDEREEVEHIN VL. 512, Mg~
Mt Z & T, RERSHERENDE AN = XL LRBERTNEY,
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1) Neufeld EF, et al: The mucopolysaccharidoses. In: Scriver CR, et al., eds. The Metabolic and Mo-
lecular Bases of Inherited Disease. 8th eds, 2001: 3421-3452.

2) Scott HS, et al: Molecular genetics of mucopolysaccharidosis type I: diagnostic, clinical, and
biological implications. Hum Mutat 1995; 6: 288-302.

3) Pan C, et al: Functional abnormalities of heparan sulfate in mucopolysaccharidosis-I are associated
with defective biologic activity of FGF-2 on human multipotent progenitor cells. Blood 2005; 106:
1956-1964.

4) Walkley SU: Pathogenic cascades in lysosomal disease - Why so complex? J Inherit Metab Dis
2009; 32: 181-189. doi:10.1007/s10545-008-1040-5.

5) Archer LD, et al: Mucopolysaccharide diseases: A complex interplay between neuroinflammation,
microglial activation and adaptive immunity. J Inheri. Metab Dis 2014; 37: 1-12.
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o RASEE(E, EviE, AEBICKDREEDZENESHICKEOITLD
o HHAETIE, EZRREFID SDHETE Tl 300,000 ~ 400,000 HE(C 1 AEEZ HND.

(2  5X]

ZWHER] 2> & OB 2 BFZETIX, 2 2 ZHHE (mucopolysaccharidosis: MPS)
1R > 5 A A FE 1 1 BB 1243 100,000 HHAELZ 1 A EHESEE R T WA Y. L L,
KETOFAERA 7)) — = 2 7128 FAEMEELL 7,000 ~ 14,000 HAEIZ T A&
HESNTBY, ZWREALSDOHEERECELZS TV, F72, FAH
B, EH, AFEICLDVRLLIEFHLNIIRSTEY, b2ETIE, &
WA 51 7> & O HESE T 300,000 ~ 400,000 HAIZ 1T AEE 2 5N 5Y. BETIE
900,000 HHA 2 1T AL DGR D 1), 7T T I TIESEEESE ML L HER S
TWw59.

X #K

1) Meikle PJ, et al: Prevalence of lysosomal storage disorders. JAMA 1999; 281: 249-254.

2) Moore D, et al: The prevalence of and survival in Mucopolysaccharidosis I: Hurler, Hurler-Scheie
and Scheie syndromes in the UK. Orphanet J Rare Dis 2008; 3: 24.

3) Elliott S, et al: Pilot study of newborn screening for six lysosomal storage diseases using Tandem
Mass Spectrometry, Mol. Genet. Metab 2016; 118: 304-309.

4) Hopkins PV, et al: Lysosomal Storage Disorder Screening Implementation: Findings from the First
Six Months of Full Population Pilot Testing in Missouri. J Pediatr 2015; 166: 172-177.

5) PiELIe, Ml HAIZH 2 MPS BEBOWR . HHE=E | (), & 2 ZHE UPDATE.
A —=IZXATF 4 v 7 A ,2011:63.

6) Lin HY, ef al: Incidence of the mucopolysaccharidoses in Taiwan, 1984-2004 Am J Med Genet A
2009; 149A: 960-964. doi:10.1002/ajmg.a.32781.
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BQ 3 | LAD2¥EE | IDEGRERIE ?
o EEEMLT CHD IDUABLTFIIE 4 BLREFEBICHEEL, BLRBEEM (HMH)E
TCERZES.
O DHETIZF, 704ins5 D'EAEZIDFREME/NU 7>/ K, p. R89Q DNEFEEIMDRIRE/ (L
7V hELUTRESNTVS.
(2 %]

2 3 ZHESE (mucopolysaccharidosis: MPS) I Tl O BT EZ T CThH 5D o-L- £ A0 =
5 — ¥ (IDUA) AL T 1355 4 Tt haihi (4p16.3) ICJRTE L, g tiii it (1)
WIEERE L 5",

IDUA BIZFIZDWT, T FE TIZ 200 L EORREME Y 7 2 b HSFEE S
NTWBY, kT, SEEICRONLHWELE Y 7> e LT, p.W402,
p.Q70% A SN TV BY, FEIETFHAD S FKHAZ IEMICTHNT 5 2 L 3WEETH
505, W7 LvE D XVT LV (null allele) DA ICEIER & 7 5. HHSETI,
704ins5 AESER OIFIEM/ N 7 b & LT, p. R89Q MEIERI DIRIFE /N ) 7
YhRELTHESRTWSY.

(32
1) Scott HS, et al: Structure and sequence of the human alpha-L-iduronidase gene. Genomics 1992; 13:
1311-1313.

2) Poletto E, et al: Worldwide distribution of common IDUA pathogenic variants. Clin Genet 2018; 94:
95-102.

3) Bunge S, et al: Mucopolysaccharidosis type I: identification of 8 novel mutations and determination
of the frequency of the two common alpha-L-iduronidase mutations (W402X and Q70X) among Eu-
ropean patients. Hum Mol Genet 1994; 3: 861-866.

4) Yamagishi A, et al: Mucopolysaccharidosis type I: identification of common mutations that cause
Hurler and Scheie syndromes in Japanese populations. Hum. Mutat 1996; 7: 23-29.
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o B (/) \—S—EREY) SRR (C AR SN DD, BRIKER [CIEZARME &R N'SD
D, E<«DREICHITDREDBELFXDEHETHS.

O F(CEAFRTHONBDIERE UTC, KEBER K& - BEER, & - BEER, il
EIR, BSREE - FREER, DRIEEEEEDDD.

(2  5X]

2 2 % HEE (mucopolysaccharidosis: MPS) 1 1%, ZSAEAEfG, (MEAT R, HAERE (P
AR DA ) 70 L1 D NT, N— T —JEBER (MPS TH &) (BEERD), /HN—
7=+ v A THEFERE(MPS TH/S BY) (R, > v A THEMRE(MPS 1S ) (8
FERD) D 3 DI I NTE 7.

BAEClE, BNRERABETEAL L, AR 2 & O 72T 1O Ll E =
v, 10 RERTRICIE T T 2 EAER & KR % &0 72 Bl B E A %0 »,
b L T THETPTRIR 2 EERIC AR STV 5%, BRIERICIE SRR
LA S ), A DBREIBT BREOME L XS IRETSH Y. LTI,
FICEERTAONLIEREZFIFET 5.

1 15EEER

MBHEO X EMESNLFFRZER T ET 5. Bh, 2EVHE BERBLIOE
P, BRIL < RV RE, BWEHTE, RiEEERZEH, AHREEZ EEHNTH 5.
BRI & & BICEIIC R, 2GR THL» R B,

2 FfE - BEEREIR
PRI ERITECILE A ORBEOFEE DS A LN DL Z %\, FLIRHE
W SIFPE, BAv=7, REANVZTBHLNS.

3 & - EEER

BEBHRE LT, FREVEZER, +—ViIKE, HEOZT BUREE, T
foell), FHERE, KEBGHOBEMK, Sk, AEEOREE, RESEWm
WOET - ATERL, 18RS OBAIRET, hFEEMimORMLz & DL MR
HiE (dysostosis multiplex) & K IEN AP A A SN L. T2, Fi M, H, K&,
BRI OFfE, FREIEGEHSAONS. FREOMOIL 3 E T TIXIEH 2 ik
ETHh 205, LRHLIEIISLT 5.

4 PRAEHEEEIR
HREM T 1 ~ 2 E L ) SEOENL EORMISERFESIIS IR, 2~
4MEICTEOE =7 ITEL, TORBITT L. KBEEZAHTLI DD 5.



EEHMEICETINY Y59 FIIRXF 3 (BQ)

FER Tld e CMMISEERTH 200w L b d 5.

5 BRAEIR
HEATED MIFEIRE, RN L 2 AR A e A S 5.

6 ERIRN - [FIRIFAEIR

BEo Rl EETRE %, BEEREO L. Rtk 77/ 4 PIER, BEE &
BOLTE, &GE - AESORZRIC LY, WIS, BRI, BEARE Y 29
5.

7 DMEMEREE
DIPIRE (FFICBIRF, KEIRFFOLE - $0%8) 2 29 5. wEIRPZE, 20
PIBHRAEIEE, OAIEZR &b A SN S,

X #l

1) Muenzer J, et al: Mucopolysaccharidosis I: management and treatment guidelines. Pediatrics 2009;
123: 19-29.

2) Pastores GM, et al: The MPS 1 registry: design, methodology, and early findings of a global disease
registry for monitoring patients with Mucopolysaccharidosis Type 1. Mol Genet Metab 2007; 91: 37-
47.
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BQ 5

LOSHEEE | BIDS2HAlS ?

OFRALTIZREEESE - EMHAEICENT, EECTEEMBD LEFZRH, EMETHBODE
BEROIIHEC LA IZHEAEDAREMDRIRSNS.
o FEFERZIMICIE, BMIKD U < (FEERMESF IR TD o-L- 4 XO=F —E (IDUA) &%

K, bdWF IDUA BILFHRECH VIV EICHBIFHRRML/INU T > b EZEE
BRI 2MEDDD.

(&  5X)

PR 2 3 2wl g T s o LA GREIBEIL) 2 520, Ry A 2 245 MRl
SETHBORE [TV Y VIR (DS) & ~/8T ViR (HS) Ot s BN % i 72
Y& 12 2 2 ZHEE (mucopolysaccharidosis: MPS) D BEVEAS/RIE S5 .

LaL, 2ho0EEHTRIZMPS TR DO AGED b 15 FERET R Tld 7w
72, MEEZWIIIETAMmMERDS L I3EEREF MR TO L f Au=y—+¥
(IDUA) {H AR T OFEH, & %\ 3 IDUA #IZFHRACTH 7 LV B2 BT 295
PN 7 2 POFAEEERT 2 2 EPRLETHL".

BERIEEPRMETH 5125 2200 53, MPS I RIDJEIR % & & 72 V> pseudodefi-
ciency & LIENDLEFMPASLNL DS, TNEDOENIL IDUA BT DOH HEFED
N T NOREREEE, HLEHREENY T VP EOEENT BIEGHRTH
52 ENDRoTEDY, pseudodeficiency DFEYNZITIZ BT IDUA EI&THAE
PHHATH 2>,

X #K

1) Muenzer J, et al: Mucopolysaccharidosis I: management and treatment guidelines. Pediatrics 2009,
123: 19-29.

2) Clarke LA, et al: Mucopolysaccharidosis type I Newborn screening: best practices for diagnosis and
management. J Pediatr 2017; 182: 363-370.

3) Pollard L, et al: Diagnostic follow-up of 47 infants with a positive newborn screen for Hurler syn-
drome: identification of four recurrent IDUA sequence changes that significantly reduce enzyme ac-
tivity. In: APHL meeting, Anaheim, CA. Proceedings of the 2014 APHI newborn screening and ge-
netic testing symposium, Anaheim, CA, October 27-30, 2014.



EEHMEICETINY Y59 FIIRXF 3 (BQ)

BQ 6

LIOZHEE | BIDTERUEIK ?

o B DIERICH T DIPERAL, WA T DAFNA CH DS MEFHIRZBE S BERE
FEEOEICDITE5NS.
o BERMIEOAS, BRRAZRBEFMITOCEICLADIGRRZHITT DBBECH

)

o EMERMaTEIEE, EE®RO R —HIEEh SOXENERREEHTETH BN, &
P8 R — DRSS A PBER UBEERDU R I H5S

(&  5R]

2y 3 2 BE9E (mucopolysaccharidosis: MPS) 1 B D iGHEE1, 4 DIEIRIZH § 5
SHEFRE L, RERIIHT T B EHETH 5 M Ia e & R TTEE o) 5
np"Y. kMR & BRSO BRI O W TIE CQ 1 2B H o
zk.

1 MEEEE

B E ZCHEIIL, BT 2 — T ARCHIESR O ERI Th 5. EE
D FREEIC X B HEIRFEEEIFR SRS L ClERek - 777 4 FORz1Tw,
FEIR DU S I & 7 5 6 1378 50 9 35845 5 FE I %% 32 (continuous positive air-
way pressure: CPAP) 2%#IIG & 72 5. (DI IERE IR L CIZEWR LTI, EIE
BUZDOWTII BRI 2 EOFRREITON L. T2, OB RGO
WIERDTFNEZETH 5. BE - AV = 7 IIAEHIBERT, BHEZERA 2
REA & 2 FREEIER, HEOR - BREEZIE S FIRE BRI F
HFMALEEE 72 . #AT L 72 ARSI 2 MR KEEE 13 2 =
JERES v 2 P HBEIIG LT Th LS.

2 BEWHREL

AT BRI L D ERE N T 1 VY — ABEEZ ST L ) 5§
58T, RIELTWABREMAT 2 IRETBEMTHEE L W) . BEbA
ECTIEMPS T BN T 2R A L LTIy — Y (#TMIEZL) (7Y FI
FA LO)DKRBEEIN TG, BEEMFHEE, BREH L BEREICEbETH
Pl DAL, 1~ 4 B2 Tl 1 BTERNE T 5. BERETCR L O AT
WRIZZEEL, FRIE, W67 O GREEERZ R0 5 2 LR, BRI 540
AL D RRIERT L LD 5.

3 EMEFHRREE
mIMEHEAETIE, AR N —HMlgh 5 Okiin) 2 BR M ATTRET &
B72%, BERMTFHNED &9 e OBl oG 2 LEE, L) ERR
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BNRLWFEETE S, L2 Lars, #be N —MRIPINELRSE27H 0, @
Uy 4 Iy 7 TS 272008 MBI TE R nI £, HEFDLRWIE
HANA - B 0 fE 3299 (graft versus host disease: GVHD) 7 & D H & 7 BI/EH 23
e BN D B .

32 #A

1) Giugliani R, et al: Mucopolysaccharidosis I, II, and VI: Brief review and guidelines for treatment.
Genet Mol Biol 2010; 33: 589-604.

2) Martins AM, et al: Guidelines for the management of mucopolysaccharidosis type 1. J Pediatr 2009;
155(4 suppl): 32-46.
3) Muenzer J, et al: International Consensus Panel on Management and Treatment of Mucopolysaccha-

ridosis I. Mucopolysaccharidosis I: management and treatment guidelines. Pediatrics 2009; 123: 19-
29.



AEICETH7VS
J9IRAFIv

ca1

BRETRECSMEIBRBEDSREDERELER ?

HER

BUIE RF—DEONCEFOEEREE(CIE, SMEMIEBEN HEIND. ZNn
DADEBEER, BREFRELZERRET D, BUE RF—HESINEVWEFDEE
RRE, GMFFMHRBEX COERIR, SMHFMRBEE COEBIAELEICKDA
BURNTD CHEVSEOBEEHTRENERSNS
[TETVRDEE | D, HEEOBS 75 U]

[ &Rl
- & 3 HEE (mucopolysaccharidosis: MPS) T # (5 12 3 2 [ R Al o8 & I

EE AL DG FE O BPIEE T T 2 N T E T A v Ll &
FEOHRIERBENOE ML L TEE I BRI 23R 2R ET
AW, EAEOBHERIIROM L, ERER EOER T EET L L, &N
WS 7ZBF TN Ll mesfiiaB i #R s b, et ogaiL, B
FHTREDERENS.

Y e B — kX, FERIFE T, & b HMERPLE (human leukocyte antigen:

HLA) 28 5/6 D I~ v F L 7zf a5, F 7213 1010 ~ v F L 72 JE %4 5 # i
EDOWEND D, N —DSMkxE THOFH O IDUA BT ORFEE N 7
YIHFEEEN TV LS, BETHRET R —2IFRRETH L 2 L 2R
THZENET L,

- 16 70 R T MM E R AR AT MG S 7236, M2 SEE, FatiEd,

ODFBER ECHBEICRBIF 2B -85 2800, FEOEERMBE ML
CTHEIMBEMERME L EBIRT 2013EF LW EEZ 5ND. FMRENIEIC
DWTIE, WEORE IR S IQ IZMHE L TB Y, Bk 24 2
HEH 22 1Q 70 L LD EE TRIFAUENRO LN L WMEINTWD.

- BRI Y — R & LI A ARG 2 RO I B W TENRLTWS LD

W& 5.

(BEXH#]

1) Aldenhoven M, et al: Long-term outcome of Hurler syndrome patients after hematopoietic cell

[11
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2)

3)
4)
5)

6)

transplantation: an international multicenter study. Blood 2015; 125: 2164-2172.

Mallhi KK, et al: Allele-Level HLA Matching Impacts Key Outcomes Following Umbilical Cord
Blood Transplantation for Inherited Metabolic Disorders.Biol. Blood Marrow Transplant 2017; 23:
119-125.

Orchard PJ, et al: Pre-transplant risk factors affecting outcome in Hurler syndrome. Bone Marrow
Transplant 2010; 45: 1239-1246.

Boelens JJ, et al: Risk factor analysis of outcomes after unrelated cord blood transplantation in pa-
tients with hurler syndrome. Biol Blood Marrow Transplant 2009; 15: 618-625.

Boelens JJ, et al: Outcomes of hematopoietic stem cell transplantation for Hurler's syndrome in Eu-
rope: a risk factor analysis for graft failure. Bone Marrow Transplant 2007; 40: 225-233.

Staba SL, et al: Cord-blood transplants from unrelated donors in patients with Hurler's syndrome. N
Engl J Med 2004; 350: 1960-1969.



BEICETA 7Y ANLIIZAF 3 (CQ)

CQ 2 | BRHREEIRERTFRENETDD?

HEIE
BRI E AT DATHEEEDE 2@ U CEMm TR ZNET DOlAEEN DD .
[TETVADIARE © C, HEEDES : 2]

;3 ]

R EDPEGTFRELE L2 W) EFEN T Y AFHFEL 2. L
L, BEMTERED T V¥ 2MEEGBC.OMERE oM E2VR SN Tna 2
LV SRR R - MR L CRERRHRREAI R A R IVCI BT Y AN
TETHZ N6, MEBEMNIZEGTFROUEICHEMML TS TEESH 5 (CQ 3
Z)

gl&ll

(X #fl

1) Wraith JE, et al: Enzyme replacement therapy for mucopolysaccharidosis I: a randomized, dou-
ble-blinded, placebo-controlled, multinational study of recombinant human alpha-L-iduronidase (la-
ronidase). J Pediatr 2004; 144: 581-588.

[13
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ca3

BRETRERISHMER (F17, [TIRHERE, & - BEER, OHEE -
FIREF) ZHXEITDID?

HER

ERMTELIFHTES, RS OETZIHTS.
[TETVADMIARE A, HEEDERT @ 1]
18 | BRATTEAIIDREE, BEHRZEZES BTSN D D.

(2  5X]

EE R FIEOBATHERE, PFRRE I3 2 HRIEIC O WCiE, ERERE T » 5
LLZEEH R T 7 & A3 BB #E% (randomized double-blinded, placebo-controlled, mul-
tinational study) 12 & VIS I ENT WA, ZOREBOME L, Wraith 5712 &
D 2004 FFI2FEFE SN A T EHEE (mucopolysaccharidosis: MPS)T i & B2 1T &
7245 BNR L CRER A T 0 = & — ¥ GEE IR Z) (77 K91 4°) &8
100 U/Kg (0.58 mg/kg) 5- L 72, SIS 26 B CTH 5. FHIIEH (X 6 45547
FAE (6-minute walk test: 6MWT) & %577 P4 iilii = (forced vital capacity: FVC) Td 5.
Fu=y—YE5HE 206, 77 REGEHIEI2BHTHo7. Ty — v
H#ETIZ T I v RGN T, FVC T 5.6 % O ((FULE 3.0, P = 0.009),
6MWT C 38.1 m(HJLfif 38.5, P = 0.066, P = 0.039, 4B OEMAFED
LNz Fu = —EOBRITHERE L MERE ISR T 2 F A R T e T v AL AN
VOBAFRIE LA TH 205, TOEERB & &0 72 Z Mmoo EHH
B LR O R TFR LTV 5,

D EofERD S, MPS 1R & 3B S 7z BE O5RITHRE, IikRE DT %2 T B
TAHHMIIBITL 7025 —EOHGIIOW T, ThiimdHERET S,

WEN S BRI TH 575, IREENOEEOFEM T, 52 BOBEM T
BEIZ LD RRTXTOMPSIEZE0BN) 1B WT, =2—3—7.LEHS
(NYHA) DHEREST DS 1 05 2 EERE L2 2 ) i didy 57

FBIEN DGR EO G CIL, FAET MPS 185 34 NIZBIF 5/ KT 104
H OBEFM L OB WM I BT, MIEFEED 22 A(65 %) TEALZ <,
11 N(32 %) CEALL, KEIRFEEA 22 A(65 %) TEALZR L, 10 A(29 %) T
BALL- W) WELDH D",

BOEMEIR 1233 2 Aahitid, S2EOBRMATREICLY, BomMIR,
B L OBEoMBEHIBRIZEAES U8 : 6 B, I - B 10 #]) TUEE L7z & v ) #iid A
»H5nY.

FRERISK 3 2 HRIMED 1L % .



(XX

1)

2)
3)

4)

5)

6)

7)
8)
9)

10)

11)

12)

BEICETA 7Y ANLIIZAF 3 (CQ)

2y
Wraith JE, et al: Enzyme replacement therapy for mucopolysaccharidosis I: a randomized, dou-
ble-blinded, placebo-controlled, multinational study of recombinant human alpha-L-iduronidase (la-
ronidase). J Pediatr 2004; 144: 581-588.
Sifuentes M, et al: A follow-up study of MPS I patients treated with laronidase enzyme replacement
therapy for 6 years. Mol Genet Metab 2007; 90: 171-180.
Kakkis ED, et al: Enzyme-replacement therapy in mucopolysaccharidosis I. N Engl J Med 2001;
344: 182-188.
Wraith JE, et al: Enzyme replacement therapy in patients who have mucopolysaccharidosis I and are
younger than 5 years: results of a multinational study of recombinant human alpha-L-iduronidase
(laronidase). Pediatrics 2007; 120: e37-46.
D'Aco K, et al: Diagnosis and treatment trends in mucopolysaccharidosis I: findings from the MPS 1
Registry. Eur J Pediatr 2012; 171: 911-919.
de Ru MH, et al: Enzyme replacement therapy and/or hematopoietic stem cell transplantation at di-
agnosis in patients with mucopolysaccharidosis type I: results of a European consensus procedure.
Orphanet J Rare Dis 2011; 6: 55.
Lin SP, ez al: Characterization of pulmonary function impairments in patients with mucopolysaccha-
ridoses--changes with age and treatment. Pediatr Pulmonol 2014; 49: 277-284.
Jurecka A, et al: Enzyme replacement therapy in an attenuated case of mucopolysaccharidosis type I
(Scheie syndrome): a 6.5-year detailed follow-up. Pediatr Neurol 2012; 47: 461-465.
Dornelles AD, et al: Enzyme replacement therapy for Mucopolysaccharidosis Type I among patients
followed within the MPS Brazil Network.Genet Mol Biol 2014; 37: 23-29.
Al-Sannaa NA, et al: Early treatment with laronidase improves clinical outcomes in patients with at-
tenuated MPS I: a retrospective case series analysis of nine sibships. Orphanet J Rare Dis 2015; 10:
131.
Laraway S, ef al: Outcomes of Long-Term Treatment with Laronidase in Patients with Mucopoly-
saccharidosis Type 1. J Pediatr 2016; 178: 219-226.
Andrade MFA, et al: Left ventricular assessment in patients with mucopolysaccharidosis using con-
ventional echocardiography and myocardial deformation by two-dimensional speckle-tracking
method. J Pediatr (Rio J). 2018. pii: S0021-7557(17)31009-4.

15



16

£1E LISHEEMPS)I BERH M N5 1 2020

ca4

BRETREARREAETDIN?

HER

ERAETELFHRE (BROHU) Z8ET 28N D 5.
[TETVADIAE | B, HEEDAS : 1]

(8 5H)

2\ 3 ZHEE (mucopolysaccharidosis: MPS)T T Clx, 5 &HME~D L a LD
FBIZED, EBRF L0 EREH#EITL, DRI X HER TELHEER
HiE (dysostosis multiplex) DFT 2RO S5 X H 127 4. BEIZELTIE, 2~
3 E CIEBREOEM 2 /RTA, OBRSEICHERI LT 5. FEayiRin
EZ LA, PUFISR~2 8o M sl o it 2 S L <, FRWEIC X
B AN EIRZE DA U 2 i O FL BRI BER TR 2 kG T U, B A
FEOYEOMPRIHETELEELONE. —HT, BEMUBOREEMFBRE
ORETIE, BREOMEITIHIIEEET, GEOMPIEIHFE VMFFTE W EE
AbN5s.

Sifuentes 5" 13, FEFMFAIFE L 6 F M2 T -8R MPS 1 B 8% 5 6 (MPS
IH/S 4 4 5, MPSIS & 1 #) D &, KHE % Mingsl & i L, BRmamsEs
BERMANCRHG SN BT, BERIRICHESIN-EZT IS, FROMY
P LOEREOWIENUED 5 VITHERES N L LT 5,

Wraith 5713, 5 A MPS 1 #LE# 20 6 (MPS TH % 16 B, MPS TH/S 7! 4
B 125t L TR X IEE MRS fiak I MR A 17\, BERH TR (52 M5
T, 761(MPS H % 4 5], MPS TH/S B! 3 ) |2 B\ THIEHRE G, k)
DHFEZ AT THUEDLVITMEFINRZELTWES.

Clarke 5V1%, ZEHW 7 T £ R IBRERZ 1T - 72 BAE R MPS 18 % 45 §1
(MPS TH/S 1 38 B, MPS IS &l 7 ) % 3.5 4ERIEHRAA L, BERM7CmBshwI
WZIZ# 23 DEFET -2 SD U TOREEZEDLOIIH L, BEFRMFRERG
% CINBRHERIC B TOREROEFILD 2 WITHEZ B2 LTV 5,

Dornelles 5% 1%, MPS 1% % 24 5] (MPS IH %!, MPS IH/S %I, MPS IS %) %
MRIZE MR IEE 2 R — MFZEZ ATV, P39 2.5 FEHOBREMTRETIE, FE,
REOHELRUEETRDO LN ol LTWA5,

Al-Sannaa 571%, 9 M ORI S 7 2 BAER MPS 1 L E# 20 61 (MPS TH/S %)
PRI A I & Sk FEBIRGE 2 47\, 1 AR CRERM TR A BAAA L

CHREOFRMEEIE TR, FRIOFRZ A3 7HhELZE LTS,

Gabrielli 5%13, FEFERMTHEZ 12 FEMAT o 728FER MPS 15 H % (MPS TH/S
) o FERLHE (lish) O JEEMNTC, E% 5 A ORI, SEEZ G L 28 T,
5 bR B L2, BRE0WE, FROMUEOLE
RO, RIFERNCTIEFRGRZ 72 LTS,

Laraway 571&, P35 6.1 4 MBER T % 1T > 28R MPS 1 85 35 6



BEICETA 7Y ANLIIZAF 3 (CQ)

(MPS TH/S I, MPS IS B!) O 1% A [a] ZFEGIRGS 217V, k& LTI FlH o g
R Z A 37 OMEHEMICH B RUEEIIRED SNk o 7275, 10 AR CORESR
FFEHEFAMGHE T3 10 L E TORBHIC X THERI O SR Z X2 a7 3 dGE
L7z LTwa.

(XX

1)

2)

3)
4)

5)

6)

7)

7y
Sifuentes M, et al: A follow-up study of MPS I patients treated with laronidase enzyme replacement
therapy for 6 years. Mol Genet Metab 2007; 90: 171-180.
Wraith JE, et al: Enzyme replacement therapy in patients who have mucopolysaccharidosis I and are
younger than 5 years: results of a multinational study of recombinant human alpha-L-iduronidase
(laronidase). Pediatrics 2007; 120: e37-46.
Clarke LA, et al: Long-term efficacy and safety of laronidase in the treatment of mucopolysaccha-
ridosis 1. Pediatrics 2009; 123: 229-240.
Dornelles AD, et al: Enzyme replacement therapy for Mucopolysaccharidosis Type I among patients
followed within the MPS Brazil Network.Genet Mol Biol 2014; 37: 23-29.
Al-Sannaa NA, et al: Early treatment with laronidase improves clinical outcomes in patients with at-
tenuated MPS I: a retrospective case series analysis of nine sibships. Orphanet J Rare Dis 2015; 10:
131.
Gabrielli O, et al: 12 year follow up of enzyme-replacement therapy in two siblings with attenuated
mucopolysaccharidosis I: the important role of early treatment. BMC Med Genet 2016; 17: 19.
Laraway S, et al: Outcomes of Long-Term Treatment with Laronidase in Patients with Mucopoly-
saccharidosis Type 1. J Pediatr 2016; 178: 219-226.
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cab

BRI PIRIGRAERZNEIT DD ?

HER

PR TS EA ClE RN D EZ B C TR,
[TETVADEE : C, HEEDBRS : 1]

(8 5H)

2 2 ZHEE (mucopolysaccharidosis: MPS) 1 F 0 TSR (MPS TH #Y) 1%, 5%
REM T &2 3 & 9 2 PR RIEIR DS LR TH 5. BEREA 70 =5 — ¥ BT
¥az) (77 BTHA L) DS % @l d 5 2 L IEHEEEEz 5N b 2 Lh
5, REEIRTZ 5 X 2 B FOHR P AR AR IR % O L e W T RE DS
WY =T, BRERRILEZ LA, DTSR &) BB RBEA O L
BRETC, MR O RIS L ) FRAIRERE B & OEEIR AR IR T O FEHLH
1k, EATHIEZ RO 7 L OWMED D 5. WENDH B \VITBEENE G2 & 8
FHABELHAAONTE DY, SHOWFICHET sHEI NS, BEENT
(%, MPS IH B2t $ 2 iR R Ot 1213, BAREAE b A W IR C o0 5 1M1
eI S HESE X 15 (CQ 9 BR) .

Dornelles 5" 1%, MPS I % % 24 5] (MPS IH %, MPS IH/S %I, MPS IS %) %
RIS MRS Ok — MR ATV, 25 EROBEMABETIIEEB L O
BEHIREOFBRUEHEIIBOON o7z LTV D,

Sifuentes 52 1%, WEEMTFHEIEL 6 M1 - 8ER MPS 15 H% 5 41 (MPS
IH/S 7 4 {5, MPS IS %I 1 B) OFfESAAIAT L2 ik L, AELRUGEITRRO SNk
molzl LTwa, —hHT, MNZiE, EHREOEEOUE T RO /ERRR, FHE
MRI THERZE DT L2 RO TFEGI D o728 LTV 5.

Wraith 571%, 5 A > MPS 18 £ 20 51 (MPS IH B! 16 B, MPS TH/S I 4
B WA L CHITA & IEE ML ik e F B 2 AT, BRI EERE (52 M)
TIE, FEMEFMAAERII, ABEBSEATHERF S N, BRI S N5
Micdholze LTnh.

Al-Sannaa 5Y1%, 9 M ORI S 7 2 EAER MPS 1 HLEE 20 61 (MPS TH/S %)
2R L T2 I & S htiak AL REBIRGET 24T\, 1 R CRER T i 2 BitG L
72ERF ORI ILE T, FRAERRER L ONEHFRAE T O, AT % 2
D72 LT3,

Gabrielli 571, FEHEMFIEEZ 12 FH17 > 72 8FER MPS 175 (MPS TH/S 1)
D[R (il O YCESFENT T, 5w O BRI TR % faG L 72 il o mMseiei (1Q)
8017 lf) THo72DIZxf L, HtE S »HORM» SHREZ G L -5 Tl
Q116 TH Y, FHIEHIZ L 0 pARAREIR OUERN R AR C & 5 e %
R L TW5,



(XX

1)
2)

3)

4)

5)

6)
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2y
Dornelles AD, et al: Enzyme replacement therapy for Mucopolysaccharidosis Type I among patients
followed within the MPS Brazil Network.Genet Mol Biol 2014; 37: 23-29.
Sifuentes M, et al: A follow-up study of MPS I patients treated with laronidase enzyme replacement
therapy for 6 years. Mol Genet Metab 2007; 90: 171-180.
Wraith JE, ef al: Enzyme replacement therapy in patients who have mucopolysaccharidosis I and are
younger than 5 years: results of a multinational study of recombinant human alpha-L-iduronidase
(laronidase). Pediatrics 2007; 120: e37-46.
Al-Sannaa NA, et al: Early treatment with laronidase improves clinical outcomes in patients with at-
tenuated MPS I: a retrospective case series analysis of nine sibships. Orphanet J Rare Dis 2015; 10:
131.
Gabrielli O, et al: 12 year follow up of enzyme-replacement therapy in two siblings with attenuated
mucopolysaccharidosis I: the important role of early treatment. BMC Med Genet 2016; 17: 19.
Nestrasil I, et al: Intrathecal enzyme replacement therapy reverses cognitive decline in mucopoly-
saccharidosis type 1. Am J Med Genet A 2017; 173: 780-783.
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CQ 6

SMFBREBIERER TR ENEIDD ?

HER

SMEMREEEERTRENEL, RPASEFEZHEFCED
[TETVADIEE : A, HEEDES @ 1]

(2  5X]

Neufeld” DR E 72 £12BWT, WHBEOFER 2 T ZHEE (mucopolysaccharido-
sis: MPS)I 1 (MPS TH ) 5 O KL B4 10 45 F TIIBETET 5 Z L%k &
NTW5, EIMEHERBREAFER S LS X 91275 - 72 1980 R LLEDFEAEH] &
FERSHE B % Ll L 723513 1 DA T, Moore H2 I3 HEE 2 I ZHERER 4212 1981 ~
2005 O 12 B g% S A7z MPS 1S BUEE 143 Bl Ay P % ik L 72, 68 Bils
L 133 TR A 20T, AR 1 FAEAERIL 68 % ThH o 72hs, %
DRIFIFIETT b=, BHEI0FEFERIIA D Thorz. FHIFLHH 68
Bl IERR TS BIOA TR S OEERE R L2 25 (E1), FERBMEGIOIZ
EAED 0 E TIHT LTV 2D L, BHFIO 10 w0 AEfE21E 50 %
Rz Tz

wEMEMEREME 2 10 BILL AT L72@E o) b, AaTEe BAMICREL
TV 16 MR 1T IHRNEIR L22S, WTFNOMEICB VT R L
EMEFELTWS

FE R IRE AR MG 2% 24 720 H A 2> D S g e 8 (1Q) / 8 E 8% (DQ) A3 70 DL L 3%
IZBWTEIFREFEREEREENEONDL ZEAREN, S5k FHIMmER
PUJE (human leukocyte antigen: HLA) D@ &, FAEMIIE Y — A 70 &R w4
BHEDFEERETIZO 2D, HLA— IR [ 5 SR A R Ik ik & [ By 18
AR END Lo 22" $72, TREBRYEZ &6 L 7261 Tla il
BRI S <Y, B D S BREHTREZ MG 5 2 L OB O -
AR E TV B 1081

WKk TiT L7z MPS 1S IR 258 B3 2 s Misfla A O i % £ &

7o ERE L RS O A DT ISR T 5.

- PR EAE RS T L1 16.7 22 T, EE,T,HF’EJEPHM”E 57T hPHTHoT-.
- Bhifth 5 AEAAEEE(09) 1 74 %, N — Ml EAF3 (EFS) 12 63 % Th - 7-.
- AL Y — A - K+ —5)0 EFS (& HLA —3[AI 8 & HLA — 3 fA il 7

81 %, HLA —EIEIMiFH M5 HEZHED 66 % T, HLA AS—FIE s i i

MAEHEDS 57 %, HLA AA—FFEIMLAEE B & iR H2 41 % TH - 7-.

BB OTESE R —F A1) XL L IEFEERGEO LS IIPRT MM Cho il

I bEh o7

7B, DPETE MPS 1RIEE 23 fl12 B\ MBI T, 77 %
?0S & 57% D EFS 5T w57,
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0.9
0.8
0.7
0.6 1 TZHEpl
W + + —t .
i+ 05
H
0.4
0.3
0.2
0.1
FER2HEH
O T T T T T T T T T T 1{ T T T T T T T T T T T
0 5 10 15 20 25
FH
EF) wiEp & FEmsmplosizs
MPSTE (MPSIS &) BHCBIS 2iEMEMIIIBEDORIE
Xk | EBIE BiEtERl HFER %
3 11 HLA —HEI3E BMT | 477 : 82%, £E%ERF © 82% BE—E5%
4 38 RBMT, UBMT 77 1 55%, EREERF  34% =2 5%
5 40 UBMT 0S2 : 49% K 14 hEER
6 11 AEE RBMT 0S5 : 64% B %
7 54 RBMT 0S5 : 64%, EFS5 : 53% K 13 hEER
8 27 RBMT, UBMT 083 : 85% B—JiEE%
9 20 UCBT 0S2 : 85%, EFS2: 85% B —JiEE%
10 22 ERT — HSCT (%&%&) | EFS : 86% W 8 fitBE%
11 146 R&UBM/PBSC/CBT E£1F 0 81%, £BETF  16% 2RUN
12 12 CD34/UBMT, MSD 17 0 12/12, EBEERF 1212 B —JiEE%
13 74 R&UBM/PBSC/CBT 0S5 : 53% B—JiEE%
14 25 HSCT (&) 0S5 : 83% =N 2
15 258 HSCT (F%&) 0S5 : 74%, EFS5 : 63% EREER
16 62 HSCT (&) 0S5 1 95%, EFS5 :90% % 2 f85%
17 23 RBMT/UBMT/UCBT 0S10 : 77%, EFS10 : 57% BHA2HE
18 81 ERT — HSCT (B1&) | &7F  71/81, £BEERF | 66/81 2 HEER

BMT : 58§6% 48, PBSCT : KM MRTIE CBT : EHMBAE HSCT : EMEFMIZFEAE MSD :

HLA —H@EfZ, R :MEER”, U FEMEER, RIST | SEEEHFENEAE, ERT | BREHEREE.

[£7] [HRBEFIEHDDFEFOEMLEZRL, [0S], [EFS]IEHDDIE Kaplan-Meier jAIC K2

HTFEZERT. 0S, EFS DEDD[2], [5JIEEDHFIBERDFHZRIET D.
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T 100 A B R AT W LS AR AT I B SRR & 7z A 3 ZAESE (mucopolysaccha-
ridosis: MPS)I B J 5% 12 5\ T, A 1% 12 6 25 [ 2% 47 B2 (6-minute walk test:
OMWT) R AT HE 22 AW E L 22 L 2R THE 2. LeLadrs, EN
IZBWTIIBMATICBITREE DR O b 72 20> 72 MPS 1 BB E SRR 14T
BEEDFRD Bz e v ) i e,

2 [FRiEEE

EIMEMEAAEIZ LY 7256 Sz P —MldHkOBRIC L > TRED 7V
a3/ 7)) 7 ¥ (glycosaminoglycan: GAG) 2330 Sz 7280, mtk, 77/ 4
R2stE/N L, D OREG WA T % 72 OMFIGEIR DS E T 5 2 AR EN T
2 1,2).

3 & - FEER

JE el AR | 2 BB T BRI LR T 2 2%, BHERE OUEERIIHALIC X -
THRZ 5. RIS IUEEDSRO 505, WRRPHEREA S, TR
EIEGRED L OFHEREEIX T OB, b LAEBEZ THTE20WEE0£ <,
NRHGERDLIEE 25 2 2wy ZoRME LT, Bilik~oim
WAZLL, FF—MRHEROBZEFTICHEL 2O EEILNTWV D,

4 IDEEE - RIREE

MR & > COMIERIZSEET 272, R L2z ods 2
HHY, FEERB L OKBRFOMEAECHRAEDNASNIIEN L 52", &5,
TEBIIR DIRAE DHATHE I 2B D 5"
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S il 4.7 FEOFHIT, 10 BII2BVTIE— 1SDULF, 6 FlicBWTiE-2
SD LT &5z L #i45 LTV 5. Gardner 52 D TIE, 70 TREHED
i %47\, Z Oyl (FEFH) 1357 137.5 cm (132 ~ 138.5 cm), ZCPEC 143.1
em (129 ~ 1458 cm) £ §XTCOBFIT— 28D % FlEl->TH Y, IEFHPHF TI2H
FELZemorz, Lo L, EHEOEER 2 3 ZHE (mucopolysaccharidosis: MPS)
1% (MPS IS %) B DR G EI R 110cm & SNTWE I 25y, il
A L ) R G BEOYED RO SN EEZ D, K GED BN 2 Bl R
ENTVARHEIIA %, MOWETIESD AT 7 TRENTWVA. Polgreen 57
12 & % 48 BIOENTTIL, BRI OBEE TIE 9 % IRHEZEDOTWz)s, B
HBOBETIET % IR EEZRD 7. BAERILE 24 & AT IR 5 (total body
irradiation: TBI) & I\ 222 W&, BEARIRAEMGATS W&, AR OBESIE AN IE
WHFEOB AT EOHENLT L7, Staba 57 O#E T b BB 1 £
B EEE S IEE#P 2 MR L Tv by, EMCh2BEERIESL T
e, F 7, BAHREER, BAMETLE, BHMEY - A0, FF—-F2YX
LAORERE, e ERICE > TREGRIIEEZZF 52470, wihic
L CHEHROBG IR THEOMPRIESN TV,
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[TEFTVADES @ A, #HEOES @ 1]

(B8  5%]

10 B 2L L o EAE R 2 3 £ B8 E (mucopolysaccharidosis: MPS)1 %4 (MPS TH %) &
BB B MR AE 2 O AR RE IR & 3P L 723 13 9 fRAETE T 5 (R
n".

NS 9MEDOHE T 2 KT TO@E) TH 5.

- PR IR O FFAHi 12 1 MRI %> 585 £ (DQ)/ AIkE I £ (1Q) 2+ 4R & L TH

WHNT Wz,

- BB RO 1 FELINIZIZEIRDEEOMITHFED S N72h’, £ ORIIHR A 122

EL TV

CUE O MR L IQ ICHHBI L THB Y, BHREAEE 24 A H K>
1Q 70 LD T B & A5R0 b7z,
K DBEIIBWT, BHoOFHE, BARKIEZ &2 oW Tl 4 O SRR HiB

L LTV,

NS IOMDOHED D B, 50 B IO TEM 2 54 2 4T o 723 301 2 #
HY), TONEEFRT 5.

Shapiro 571%, KENOBHEEEIEL GBI B 1 B MG O T8 5 5 %
Wt L7z 60 BIIZ B 2 BAEHET O 1Q OV ME I IEH B OEMERAED — 23 T
Hotzly, BRI TIEFHNTH 72 BAbifk 6 22H £ TIZI1Q OFIUftiL 59 %
DBEDVIEFEHHEALT & 2072, ZORIZETETICRL VO E FO5ERE
el Tz 22 BIOIERARB] (1985 ~ 1995 4E) TIX4EHG & & b IS OIS E R E
(MDD/IQ M Lt 72, 72, BiifRD 1IQ OMEIZEREZ JIZTHF &
LT, EEMOBEMETERME L) EOBREHERIR SN2,

Aldenhoven 5%13, MR EMALE L TV 5 217 Bl MPS IH BEF 2OV T
KEUE 2 EIFRRIERITZE 2 1TV, B ARERE & RRABRRE I D W Tl L7z, BiERTo
IQ, IEHDY56.9 %, BEEDINTA26.6 % THo7:. BHBREEBIERIZBIT5
IQ X, IEHD5269 %, BEEDKTA 283 %, HEHEENSEEOKTA 449 % T
Holz. BHHROBMERET L AEICHEL W oid, BB, B DY/
1Q HMEAB, 4= B S # BB 5 (total body irradiation: TBI) % & € RIALIEF], FEHER:
DELEH, BIGOZBER R ETho 7.

30.6 % D BEIZB TR KEREDTRD 51, 16.5 % O BH THhHENEIE
T Y A ThTwz, B D 5.9 % O BE TREREDIERIFE-> TW72hs,
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TEERDIZ ) DT 47 EICRIRDIE NI RBEAVRIE ST W5, T 7-BEREH
Fo ik Tld, WAL T OF 0 R 2% 5 GHR A O CHE L 72 (Al
Sannaa 5)25H V), L D) EFETOEERBIC L 2EREOM AP STn
B KRB ZEBEL VA MY OB (D'Aco 5) T, HEIEED MPS IS
RICIIBRMTREINEIREND 2 L 9% <, EIETH S MPS TH B CTIIBAEA
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No. R IRERIEL
(mucopolysaccharidosis type I[Title/Abstract] or
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E)ERFHEL T 5. ZOMFE, IQIXIERH LD 1 BMEfFAEZ K<, MPS IH #I
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Abstract]) and (english[Language] or japanese[Language])
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#7 #6 not review 466

#3 ZBICKDEM 6

#9 #7 or #8 472
—RRAOU—=Z2T
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iR E BOWIFRIEFER SN TRV, EDWREMEAVRIZ S LT
5. 6 47 AT OF M & S 1S M E B O PR 2 BET L2 d 7z <, iR
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