I. ZCHIC

AXRFHRBEDCRAL., BHEOERNRIEELIEFENMET L TS -HICKBFIER
MENMERNIZBEICERT 0. RBERYORZICEKVEBADEENELSZLIZHD,
RELTVWABREZHERTHSFED 1 D& LT, Bl L0EOHMREZBET HaEE
HY1970~1980 FERICEHAFE I =,
ERARHEREICENHRBENENTHIBERE LT 2DODAN=XLDH S,
120, RETHIEESBEL-BEAOELMENSEEINSGZLICLDEDT. B
HEHEIC K 2BREREETHD. $5121F, BELEFF—HEOBHDOERNE
EoMPcEEOMBv I/ DI F—DICME LT, EEEBOREXBETHILOTH
%5 (BA1),

PRAREREFE S ARXRBREEICEVTIE, E0MAI L EE SN -BROTHE
FlELTRESAEBRINMEKEMAZEA LGV, FF—HEOI /DT YTFTHREN
FIRAEANOBRET L HREBOREZBETILOLEEALATNS,

H1. BRETOERSFEBAETIOT7—DO~D51E

- ’ e |
1009y s . L1 - A o
v 179777 D vra7r=y 7 g wham
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I dREBEE
ERRBERED S bREBRIFAEOLRMEBICK >TIEESIDI&LILBTIVYY—L
BE, RUAFDY—LREO1BTHIRBTRECA MO T4 —LENHREL D,
BRETEEINEFEL. PERABRRICEEORV L S BEFICIIBRFETBRENELS
hd, BRETEESKRAROER. BRETEEIH IV PRGERERETT HEH
PERIIHT 2HEBERA SN THENRD 5L B o ERLE ETIREMMAIEN
B &5,

. ZXKRBMEBEICHITSBEEG

1. feam

1981 £ Hobbs 512k % Hur ler f&IZx9 5 B 3EfHE VLK, HE COEXKBMERIEICS
WCEMMEBEOBENLEIATNEN, WThEFVERETHI-HEINDEREED
EFRIEZLEN, Z08. AEIDOEEMGZ D2 XLENEAMT, 2010 £k
ARHBEBEECHT HEMMBBEOH A 1 UhnFRShI2,
AFIZBITEHA FS5A VEREIZH=> TIXAERI S D/RIRENDVLENLHIZ, BEA
PF7OCTFAZELBAZREPLBENVRBIZSOVWTIKARRGE T 20ER/H S, BIZIE, %k
TRLIAZEENDSILBAATIXIE (Hurler &) NEHELEHIDICH LT, BEREZED
FOTTIXOIE (Hunter 58) BB EHE-TWVS, TETIEERKTOBENNDLZL, B
EHERELRF VRGN > -OICEMMBRABEICN L TEENGRENEL o 1255,
HLHIEDOZHEFITORMICE Y RNBICBEETAISNBRERDETENZ S EMT
ELHEPHALMILBYDDOHD, ChEEHT, SERIDEKHE L LITLEERIZET S
FLEONRR1TH S,

2. B

(1) LOLEEET R (Hurler f,5. Scheie J&. Hurler/Scheie &)

LEEEE I BiLa-L-iduronidase (IDUA) DRIBIZK HHEET. EEEICLIVYDEER
(MPS-1H. Hurler 5&) . @8 AESE! (MPS-1S. Scheie 7). @HfAE! (MPS-1H/S. Hur ler/Scheie
R (CHBESNh, EERFREBERTRET . RROBATRLISHEEORTRLHE
ENEW, AT/ /LR, . dEX. ARERE. § - BHOLH. EEHE. AE
HIEREE, \IERAERE. DEFEED EOERNETERICRERT S, EEEO Hurler
WTIX6 A ANG 2BMEFETICERKERSFER L., REREER. KEEGEEZHEL 105
FTITETT S50, BRERD Scheie FIE S MURRICERRR L. FHRZEBEZES &
[&7zLy, Hurler/Scheie IRIEMEDFHEE TH S,
MPS-IH TIXEMMPBBEIFEERBLLGY ., PHBREONIEHEITRETHD, PEAE
REEHTHREZHAHTE S, MPS-IH/S, MPS-IS TIXERMTREENTE 1 BIRE G B D
BERICHT H2RENEEICE > ERL ETIREY L FFr—rE ohn (SEnMEREBEE
EREITRETHS,
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£ 1. EMMERBESEL LGS ARERHEEERE OB 1 28E)

EEA REBRE B ik
LB HEE
Hurler (IH) a-L-iduronidase s
Hur ler/Scheie (I1H/S) a-L-iduronidase GO | ERT A% 1 #4R
Scheie (IS) a-L-iduronidase CO | ERT A% 1:ER
Hunter R (C, D) iduronate-2-sulfatase C0 |DEDFEWHAILSs
Hunter BAEE! (A, B) iduronate-2-sulfatase CO | ERT A% 1811
Sanfilippo A (IA) heparan-N-sulfatase Dev | m#IHEADH
Sanfilippo B (IB) N-acetylglucosaminidase Dev | fR#NEAD A
Sanfilippo C (IC) acety|CoA-N-acety|transferase Dev | fR#IHADH
Sanfilippo D (D) N-acety|glucosamine—6-sulfatase Dev | im#IHAD #
Morquio (IVA) N-acety!l |galactosamine—6-sulfatase ?
Morquio (IVB) B -galactosidase ?
-Maroteaux-Lamy (VI) arylsulfatase B CO | ERT A% 1 :#|IR
Sly (vm) B —glucuronidase co
HECAOD4—
X-ALD, KhxZY ALDP s = EEE TR L E S
MLD, #EAFLIRZY arylsulfatase A Dev | fm#EADH
MLD. EHE arylsulfatase A Dev | W#IEADHA
GLD, FLIRZY galactocerebrosidase s EFBLE RS
GLD., EBHH galactocerebrosidase GO
BAUNORBRESE
Fucosidosis fucosidase co
a Mannosidosis o -mannos idase Co
Aspartylglucosaminuria | aspartylglucosaminidase ?
Farber ceraminidase Dev
Tay-Sachs, EEHIFAER! | hexosaminidase A ?
Tay-Sachs, HEH hexosaminidase A ?
Sandhoff, BRHAFAESR hexosaminidase A & B ?
Sandhoff, HHFEH hexosaminidase A & B ?
Gaucher 58 I (BLAZE!) | glucoserebrosidase CO | ERT A% 18R
Gaucher f8 I (FLIZ®) | glucoserebrosidase ?
Gaucher I (FHHE) | glucoserebrosidase CO | ERT m#hRRER
Gaucher &I (Norrbottnian) | glucoserebrosidase co
Pompe glucosidase Dev | ERT AVEE 1 :284R
Niemann—Pick:type A acid sphingomyelinase ?
Niemann—Pick:type B acid sphingomyelinase ? ERT ;&Exch
Niemann-Pick:type C cholesterol trafficking ? HEHHIEE
Mucolipidosis I (I-cell) | N-acetylglucosamine-1-phosphotransferase | CO | fR#NHEAD H
Wolman syndrome acid lipase CO | Bk T ERT &E2
MSD sulfatases co

s (standard of care) : HE#EBH. CO (clinical option) : fEHIIZ & Y@ oEIET. Dev

(developmental) : BREREAZR & L TEME. 7 : R, ERT : BBRA@FTEE.

X-ALD: X-linked adrenoleukodystrophy, MLD : metachromatic leukodystrophy, GLD:

globoid-cell leukodystrophy,
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MPS-IH (21T 2 EMMBEBENSHITHATVARKIZENTIE, 3—0 v/ S
BHEST L—7 (EBNT) LEEEOMERBIEREEL2— (CIBNTR) OTF—2##4& L=
WIckY, LTOLS GHENZLEATING Y,
1995~2007 FEDHAR I 258 AD Hur ler mEFICH LT EHBEIEMNGIILEZ ALV ELH
faEN TON, BREBOERIL2MAAND 19K (PRIE16.THR) T, 7240—7 v TH
MIZ1L.3INAMNS BETH-=. FF—IZHA—ERBEBRAITH (FXTEEHE). EMGE
HY105 48] (95 BIASEEE. 15 FIASRAEMm., 55 5 GlILGHA) . BEFMmAS 116 /5] (HLA6/6 E& :
22 f5], 5/6 :66 51, 4/6 : 25 {51, 3/6:3 ffl) TH-o1=, FILEE LTIE., KREDEHMTIT
AT 72 (busulfan, BU). T K&4> (cyclophosphamide, CY), 1) v/ ¥k 0 J
1) (ATG) OEAEHETIT> TV,

BlESh - EmMHHAER (RHELITRE) Shi-EMLI K 0%H Y. £F LIERIC
BIFEFA)XLIE TNDRTREXFAT, 2WNBEF AT THoTz. BHEROL2EOERE
FEIETANT, ARV MEGFE (EBL-LTOEREE, EFS) [X63%TH -1
SEEMMCTEFS (CIFRELE5X-EFELTIE, BEKROFEHMN16.THA (hRiE) *
BWTHDII L L, BIEMRE - F+—& LTHA—ERFERE HAG/6 —BEHMTHD Z &
RHiFoh, BENOBEHRREIOAEIRMERFECEIRZE LM o1

UEDHERMS, BHERHE HADO—HENRLEETHY . HLA —BERIFE 1215 HLA6/6
—HEFLOBESNERINI LERDTONT (B2), FMOBFICIY. RS
—HoDBEIZEVWTIIEREZENSOBEOAHNREAZFTNSDOBIEL Y LABRMRILR
WIEEIhTLNS Y,

B 2. Hurler fBI=HI1T5 FH—, BHEY —RABIBIERE (LR 3)

D, 6% 137
616 CB, §1:£9% n=22)

... 5/6.CB, 68::6% (n=66)
MUD, 66:£7% (n=47)

o 46 CB, BT:£10% (n=28)

Probabitity- EFS

MMUD, 41:6% (n=58)

00 i T T T 1 Y
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(2) LOZFEIER (Hunter 5&)

MPS-T I% iduronate-2-sulfatase ORIBIZK ZHEET, XEHLMEDBERKXELEY.
BRAGEDTOTANIZBVWRETHD, TOBRKEREIBRBRBEREFESREEDS
DM LHEBHEREDHLDETIELEN., RERFH, INBEZTOFRGEIZKY, A BfE. B:
hEE. C: HiE. D: REEICHEINDS (R2),

1990 FRICHZ DERRBHERECEWBELIT LI RV EAXRED Krivit oI,
Hunter SBICBEWVWTIXEFEEDO LA AICEL LT EOMBBEOESGLIE LA LR EDHE
HMISEL Y, BRROHAREDZ LEHRDEFZ A EHF > TV,

LAOALERS, ERHELBERLZVHIAETORBRTIIENMRBENENTHSE
BINERICFEET S &N, REREOEMROBIEEOH TOXEDRBTH>1=, B
APNRMFEZEOENMBBEZESCELEFTBHEOWRM TOBRKEMITERT EBTORE
B Tanaka 512k > T 2012 F(ZR3db s hi= @,
1990~2003 £ HMICHAE T:EMMIEIEE (T /- L2 8E 41 Fid 26 5] (63%) A
‘Hunter I8 T&H D 1=, 26 BID 5 FAETFHEL 88. 5% T, £ D 21 HIC DWW THESREZ M
[SERfli L=, Z O, EmMAEBEEZITTULAL 19 Fl0) Hunter FFEEEREBE LT
BLIz. EEESETIE Type AN TH, BAG6H, CATH., DATHTH-=,
BELFEHE (ADL) [IBHERERFICRI-NTE Y. MRIIZEWT cribriform (X 17 figh
9 BT, BNETRKRIL 17 Fich 4 5l TekE L RENEMIL 17 ik 1 HlTHEITHAELLL TV,
Frz. DEBOFHETIE 63 Feh 20 A THAD L. RO LD SHEITIEBIEG & LB L TEH
SR LTz, EBEFITIE 19 FidF 12 HITEBHREESHIBOON-OICH L. BiE
BCHBIERICEEREESTLNROHON=DOE 7 Hid 1 HITH 1=, BHEEOEHIVEL
EEBMEICK DUMBEPRBOONDIERALH > 1=,

ChoDEREMNS, Hunter RITBVWTHEER CTIERHOELMBBENEIL LB D L
#EwmOTohf, 61T, HRSIEEMMRBEENZERERBEEMN LR L. BR
FFREBITIE 5 BUBRICHREBEENEITTI0I1CH L., BHRICBIESEZH1-EH Tl
IZRENBHONDZEEBELTIDS Y,

THIT, R2D547 D ORBEELDBEEDE . BEEFRE. FUoEVRER, 7
L—LL T MR ENERBREANIZLAEEOAGWL S BERFEREZ/F >THY.
BRUAONREZBBSEILSUBVRRELELZZEDLENHD ", LEzAH>T. 2O
LI RBEEFEREETHEH TR, BHOEMMBEBELZEENICEETRETHS,
# 2. Hunter IROEEEDHE (HP., K 6).

Type FIE MFRER HPEE E - FE
ALBE | FEH | EEEE L B+ ATEE
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(3) Z0ithd Lo BHEE

MPS-II (Sanfilippo &) [ERIBEROIEHEICL >T4DDE (A B,CD) IZHEEINBAH.
WFNIEARZEEFEEARL LERKREZEL., ENMRBEILBEOHOAIZHERMIZIT
HATWBE., RIIBEMTH S,

MPS-IV (Morquio %) [ZRIBERDEHEICLY ARLBRIZHEIL, 2HFORHETE
ZERDEHHN. HEREETHS. EMBRBEIZL 2RIIBEMN T, BRHTEEHLHE
HhThHD,

MPS-VI (Maroteaux-Lamy 58) I& arylsulfatase B D RIBI= &k BB T, Hurler 5 & L
DEKREREET HHSMEBESIIGL, BRETERZINE 1 BIREGY., BRICHT S
RELEF G ETIENMRBENER G5,

MPS-VI (Sly #&) I&B-glucuronidase MXBIZ K ZEET. REHEE FBRRE~FHER
HIZFT)., EER CRETICHRE). BER ARLURICRE) (CHEIH., Hurler 5 &
FLOBRKEREZEL., EERTEIBREOMEETEET 5. BERTIIMERESEIR
LY, EMERBEORSIEIVEFITEIHINURENHD LN Y, thoAEEITEL,

(4) EMnqsao X bAOT 14— (metachromatic |eukodystrophy. MLD)

MLD (% arylsulfatase A(ARSA) DRIBIZ& HEBTELRBRELHDEGRERE LS. RIiE

FRIckY, ORHELRE (2~3 RTHRAE) . QFEE (4~12 mTRE). OFRAE (13
WUUBRICRIE) ICHEIN. BERBREFIFEEETHS, PHEAREREBBOTAIC
EELAALN., BEELE., BHERRIT. BMTESE., RABAEEX. TLAAZOERL
#1795,
Krivit 512k 2BRUDHFELREHOEMMBRBEORELNH D V. BiEERIIBHERY
NERWEE, £FLBERBOERSBZVVERNIZERIFTHIHN,. ETHTIEIMENNFETSE
B0, EIEROBE. H 5 VIIETELLIEBES MRk BERA ME KR %
BBLT, I/ UTELRYMATARAZEETR-HEEZLATNS,

(5) 425v9~4E (Globoid-cell leukodystrophy, GLD)

GLD I& galactocerebrosidase (GALC) DRIBIZL Y hiBE L UKMEEHBORREEE-9 &
BT, BEERLEOEGEEREZ LS. OLRE (EBR6MNAETICHRE). QRHAZLRER

(IHhB~3MTHRIE). OQFFH (4~8 RTHRIE LBRICET) . OBAE (9 BLUEICH
fEL 5~10 EORBTET) AN, ZRENE., FHEBREIEE. RAEE. H7T
EELGENETLETT 5,

MLD & RikICEMMAEBEOSRIIBHEBHICELGSIh, LR CIXHERMOHEIRAIC
PHLALRREFNTER 2 hAUT CTRHETELENTOAMREZHEFTES 'Y, B
REFORBBICE T IHERMBHOCSBREANBR SALIFERR V) —=FI2&Y N
MNMIBCRZEHL, ZHBECHIBTORELZERT 5088 EL S,

EERORABICBVTLEHOBENEET. £THTIEIBEONRIIBENTH S,

(6) BIBBEEYA AT 14— (adrenoleukodystrophy, ALD)

MLD 45 GLD AEERRIBIZK T4 VY —LRETHSDIZx LT, ALD (& ALDP &FFIEN B
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FAIXKCEDEREIZED X EHEEDONILAFOVY—LETH D, ALD (XRIERFOEE &
RITkY., QPMRKRBEE (10 RUTHRE)., QBREFEHRKE (11~21 BBE) . ORAKE
B (22 ZBLl EFGE) . @FIBEE = 1—n0/YF— (adrenomyeloneuropathy. AMN) . &M -
fxErE. @Addison 5. DEEELHRREICHEINSH. ABOD BEFERLEHRRE
MDESE (genotype-phenotype correlation) (i e Eh, BIEFEEN SBERFBE ORI
FEWHEFHTHLIETELRL, ABCDT DOFEEGFEYALP) [ERVAFYI—LIZHFET
BrFSUARAR—E—EEZZDATVT, RILFAFYI—LNBREEHEOEHILIZED
STWAI EEHHOET ADITHITHEREEVEROEBMEL LT EZEA AT,
HMAREA D XLIZDVTIEFBEDALZ L,

KBIIIRA - BAOEE, FREEET. SBELCLETREL. ETETFRTRT
Hb. Rl TIE, Gd EXNREFESLHLTAERENHE T, REEHISBFYAELE
ICIERB T ENZL, BER MRl TORERENRBEE~ERFEEZ A E T HEGIIAESE
FARDEF &Y HETHRNE DL TINS,

EmARBEIL/ R RBEEICEHTHY . SRV FKED Peters 5(2k % 2004 E£DE
BRgEEt (126 60) Ik Y. FHERED MRI FTR (Loes score, & 3) 2 L HBFMEEEIR
KOFHRRAFTHDIEMNALMZEIN P, SRYEAXRETHIOBREREZ DD,
PR RICHENH D &S B N-acety |-L-cysteine (NAC) % 2005 ZELLFED R T ALD
BHEFICHEWNTHBENOERRE, SBHER 100 BETOHMZE L& T 5. Loes score
A0 L EDEREHITNACIEREF LY LHFRICEVEEERZIOhEEBRELTWVS Y,
B LEERD Peters M 9 TIXHBHERID Loes score M9 AERBTHD EFRRBIFLE S
TWAAREBEDLZWIEFICENTIX 10 ARBOBRBETEHINLIZLE/mTHY.
10-12 AEETH>THLBEOBGLEZ OIS, ERENNBICER L TWSEHEIEE
%L HBREROETHNIERHEG L RRICEIHENZVO THEOHEGICE L TIXESE
THIRETHD, TERBEHIZBLTIE RI TEEDOZEDH SWZVESITES IZIXH
MBS TIIAGVATEHN GMASNEELLY) IZMRI 2EBEL. BROEEENZEOH LA
BETEOMIBEERETIENEELL, AHEHAROEEN - SEEWKRETESE
N RBEND LS ICHE -GS EBEOFRIZOVWTERT I2LENH S,
BAKBE (23 L TlX, BHOBRETOEMMBBIEIC & YETHEL LEROREN
HY, RAIZH L TOBGHERNRFSATNS, RHOZHMILIYELEETHY . /M
BRABEIZOWTIE, LEDERNBERSNEGEICBRVEE TEMEE22T5I L.
F1= ALD EFHDRRAIC at risk DBERAVZISSICIE, BULHERIERICKZBH0E
Bho ) D TOERERBETEICLNEETHD, AN EFDEZEE. 10 EORMICHF
BHAKBBICBITIELEAMMoNTAE Y., BRNBEICLIEHNN (FEIC1ERE
PR, Rl OFHE GERICEESGETNIE 1FI21ERE 2LT0 <, EmiEaikE
DEEZEEZDLTUEEZNREZREI KRBEREDFELVEETH D, F-. KHKRE
DEFTHNEL, EMPBEBIEDRA IV ITE2KkTEIELHIDTIEELET S,
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#®3. BBAECA MO T 4 —IZH+ S MRI

Loes score (3T@k 12)

PERIVENTRICGULAR

PARIETAL OCCIPITAL CENTRAL

WHITE MATTER SUBCORT I CAL
ATROPHY
PERIVENTRICULAR

ANTERIOR TEMPORAL CENTRAL

WHITE MATTER SUBGORT I CAL
ATROPHY

FRONTAL WHITE MATTER

PERIVENTRICULAR
CENTRAL
SUBCORT I CAL
ATROPHY

CORPUS GALLOSUM

SPLENTUM
GENU
ATROPHY SP
ATROPHY G

VISUAL PATHWAY

OPTIC RADIATIONS
MEYER' S LOOP
LATGEN BODY
OPTIG TRACT

AUDITORY PATHWAY

MED GEN BODY
BRANCH TO INF COLI
LATERAL LEMNISCUS
PONS

PYRAMIDAL SYSTEM

INTERNAL CAPSULE
BRAIN STEM

BASAL GANGLIA

BASAL GANGLIA

ANTERIOR THALAMUS

ANTERIOR THALAMUS

GLOBAL ATROPHY

MILD GLOBAL
MODERATE GLOBAL
SEVERE GLOBAL
BRAIN STEM

etk mh b [t |t |t b ot i i ik [t e b e e e i i e o el e e i et b [ e e

SEVERITY SCORE

w
r-S

EBAEISOVT, REL FIROHSELT. 1RMKRT 5, st

1) global atrophy IZ2WWTlX 1-3 A WLWFhh

2) FEKETH-5HE0.5 R

3) Questionable THY . N DOMOBRENLZNBS 0.5 ANMELELT S
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V. BV —RE FF—0=BIR

(1) &H#lay—=x

BHEEFODOM TIXBERATHRIZEZFBH SN TOENS, REMDSEBEBERIC
(X121 GVHD AEEL LOT W e S, /MNRAEERE G HAERKHERE CIXRE MR
faBiEEEH s hizl,

(2) FF—

— R IEMMABIEIC SO TIX HAA —HERASE 1 BIRESATULSH, EXRRBE

BEEICEVTIIEARASZEEORAEZETHHILAHY. FAEILOBHEIZTELTIX
BHEAOMFERLARLNMECGY Zeh b, EREE FF—2BETHEHEFELL,
X—EEMEEEDOEE MPS |1 B&U AD) [2DWTIE, ATAREEZ FF—¢T52 &
FEHONEL, BELEL, XAEREFOZMBIEF A SRETH D10, EnMEIZE
WT. EE X AFFELShi-HlaIESE 5O TV IEE. NEAMBOBREENMENS
EDRBHB, IHIT. RRAMIEFET S EEEE XBREFCSNMEIELL expand 5
ZFEHHD, L. AD OEEIBENROBEN FF—BEOI /DT FHREIS
& B HRAABEEOTERLER I TS Y DERRERERERICSVTIE, REM.
B FH—0RRIZ & - Tk, HA —HRBEEELHRRBEE LTRSS,
BEAEAELHBEOKRRICOVTE. ATOREEETRTOMBNZE—RKRIZELSD
FEEEEFE-TWS0T. PLBVELOO—EOMREBOIZEEZ LMD, —F., BiEE
EEHHEIX HA OBEELEET 5 &b . JEMGERE B HHECIEMZEFHESME
HEIZHEWLTIZHLAA B, CDR) 7 Y LSEE—HOD R+ —%RBIRTEHEMNEELLY,
Fiz. ARRBHEEECSVTIEIDHHICERNETLBOTOLRIEFAISZ . BERL
BHICBHEZEETILENHY . 3—T 12— FMIBFRVWIELBZEHEFF—L YLK
HERN K+ —PEHEL F+—28RT 25 ENEE-TEY., #ERBEFRTH 1B
wIMEHE L EERESmE LTS,

(3) #BAEMLERIEL

LED&SHBEREZZERT HE, ARRBEBEICS TS FF—L5TIcHERY —X
OBRIBLLIELLTD L S512% 3,

[5 18R FF—]

-HA S =/ 44 T—BERRERK (B8

* HLA(A, B, G, DR) 7 1) JL— B+ M

« HLA (A,B,C,DR) 7Y —ERIEMiGEEE FF+—

[RE F—]

* HLA(A, B, C,DR) 1~2 7 J JLF—EiEH 10

-HAS /44 T—-BREERK (B8 *

* XEHELHMEEGEXOWPSIEPREFAEC A FA T4 —I2EVTIIREEN S0
ETIEBRNSL LSRN H D
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V. BHEAE
SEXRRBMEREICS T 55 MM HE TIXBAERTLE® GVHD FREEDRIRE . BHERTL
BAGLICLIBEEESEDBRBENEETH S,
(1) BHEmLE
EXRMRBMEREICH T IEEEOMBBEOTLE L LTIEIINETELAOFENEE
SN TLVS, k. busulfan & cyclophosphamide Zduly & L= BHEBIRMATLEA R T
Hotzht B0 EEBRIFFIEMATILEICL ZRIFAMBENFSOLN TS HOBRBEE L
TEEDHRFR LS N 19.19.20 - £7 358 4THI ALD (23 L TIE busul fan (%5 (3w aek
FHEIEHAHRMELSHI L EZEZETIDLELNH D,
1) BU+CY (+/- ATG)
Busulfex® 0.8—1.2 mg/kg x 4/d x 4 day —-10~-7
Busul fex@ DI EEIXLUTORY &9 5
A= Okg ki ; 1.0 mg/ke
9kg LA L 16kg Ki ; 1.2 mg/ke
16kg LI E 23kg lzJ"F ;1.1 mg/ke
23kg #B 34kg LLF ; 0.95 mg/ke
34kg #2 ; 0. 8mg/kg

Cyclophosphamide (CY) 50mg/kg/d x4 day -5~-2
ATG (Thymoglobul ine® ) 1. 25mg/kg/d x4 day -5~-2
HSCT day 0

ATG [FIEmBZERM D L < [THA F—HmBGEFREHBETERE SN D,
2) FLU+L-PAM+TBI (+/- ATG)

Fludarabine (FLU) 25mg/m?/d x5d day -7~-3
Melphalan (L-PAM) T0mg/m?/d x2d day -4, -3
ATG 2. 5mg/kg/d x2d day -4,-3
TBI 2Gyx2/d x1d day -1
HSCT day 0

ATG (Z3EM#FEM D L < [T HAFR—BBEFBHBIETRE S5,
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(2) GVHD FRAhix

1) EMBZEMEHBES &K CIEMmGEEETLEE
MTX + tacrolimus
MTX 1% 15mg/m?> (day 1), 10mg/m?> (day 3, 6, 11)
tacrolimus (X 0. 02mg/kg/d, day-1 /M5

2) HLA —HRRaf & aeiE
MTX + cyclosporine A

MTX [Z 15mg/m? (day 1), 10mg/m?> (day 3, 6, 11)
Cyclosporine A& 23 mg/kg/d, day -1 Hh
10 R D HA —HERREBHE TIL, $IZ BU #EEBIIZH LT Cyclosporine A Bifh
LEEEND,

(3) BEEESEOERE
1) EEFH
BU (IR ITARIFTEEZE T &AF Y. clonazepam 0.1 mg/keg/day 43 2 HER%E
ER2FHICANS,
2) HmitEEERt %P
CY (R MMERERE R ZFHE T LAOF <, mesna = CY I EED 40%% 1 @EL LT, CY &5
B, 15 4 BEER. B SHERICAFERITIEN., 1200EZREAETRETSHIL
LiThh b,
3) THI743F1—2avi ¥
ATG XY FICRE L THESN-BERHFTH L. BEICRBHSEBET LN, 7
T4 I3F—2a3vIDFHELT, BIBREXTFASAF (AFLTLF=VOLELT2
mg/kg/d) EHER4S I UEIOFRANTHONS,
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VI. =R ER O AR R

BHEZOABRMDRIE. EOMEBEOHNRITHEERFOREENFHE LK TN D,
(1) iEn¥ERaFEHE D %h RELH

D &EFEFA)XLEHE
ERRBEEEICSVTIIMOFRBICE T HEMMAAEE L LE L TERETF2OHEENS
. EBRITBVTHRETA TORBIFRT 5 EOPBBERICHSZ L3 a<h
W 07128, EMMRABERICIIEZEOREL XA ) XLOFHBZEHEMICIT S ZEN
Hbd. ;
SEFHERET—ROSOMABBEICHS T IEELFHRT. RELFRERBEHNEHRLT 3
B500/ul #BA-ZUMOBZEEBET S,
FAYXALRFEEOMTHEL, FF—ELVEIY MIBIT2EEHNT—H—DERIZE
UEEMIZEHET 5., ¥4 B8H T34 + (short tandem repeat, STR) IZ&k HER{EAN—
B THEIMN., EENHIESICEIERBAEFISHELALLATLS,

@ GVHD EnHERES M

24 S TICIEE GVHD OFHEECRESEDZ AL £ (E— RN EnMaEiE & kT
H5.

(2) RBEOHEEDFE

FROBREEOFTMIE. ERFOBREE. RPGEEORBMEMORIE. ERKRIEIR.
BELWAEEICE > T, HEMAIDEHEMNIZTSIN, EXRBERE E%Fﬁtﬁ‘éﬁﬁaﬁkb‘b\
TITHhB T EMNEFELLY,
EAXANGEEE LTERHOREZEOEB EKET S, LaASHE. LY EF—Y R[S
(774 JLMPSCRF 2R L. BIBAECA AT 41—, BEMHABCA AT — V5
YRJRITIET 74 )L ANGCRF ZFH LS, EEAELG EITOVTORERITREDRY THS.
@ HALFREFE

- LAOZBEICBVTIEDLELSELE | ERPIVOVEREESL LIZSHEERKIZITL,
RELEREFASHERTEZIET. RUOBFRITHOAEZITS.

CAD IZHENWTIEBIER S EETEVLGL LLE | EBREEFROAEEZITS.
CBRMAECA AT —, IS IYNKBIIONTRIDECELE1RAFNFAOBES
HERET 5.
@ ERERAEIRIC & 55T

- LAOZREICBVDTRALLGCELE 1 B, SHEA. FEEGZERFJEROFE. B
AEERE. BREMERE MIRTEMERE. BRERET). BOKRE. MEHRE (FIQ, VI,
PIQ) %475, BMKEEZZHSHITIL. ERNITRMEREET 5. HEEREE Wechsler
WISC) EFIFERXA—XZRWVTITS,
*ALD [ZH UL\ TIXFE4ER 5 F£F TIXE 1 BIXEERE (FIQ, VIQ, PIQ) . |RAB L UREFBRE.
FEOBRE. HKRE. BRVEPLEEZEITI. £, AN & L TOXRBEHEBEROHROFE
SOV THBEMTEEZTS.
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-BRMEESA MO T —, V5 9RKRITBVTHE 1 BIHEERE (FIQ VIO, PIQ).
BHBLUVRFRE., BHBRE, RNEKRE. ABR VEP,MV L EEITS., TH-ATENHS R
a7, ALD-DRS Z5HET 5.

@ E#/LEEIZK BT

- LOSBEICEVWCTIEE 1 BOEBLY MY, BEER MRI. M5 CT, DERBS LTI
—%&f13,

» ALD IZEULVTIXEEER MRI ##54E% 2 ML 6 AhAE. FDORIXE 1 E{TL. Loes score
5T 5, BiEE | ERIE G ERICKIEFZNROBELTMT 5.

CBREMAECA AT —, US5YRNRITBVLWTIEES Rl 2FIC1EEET 5. B
FEIE T, T2, Flair 3ZIC&HE TREMLLO MRS 1IETT HDOMNEE LU, Loes score
4 ALD IZ# U TR T 5.
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VI. bAEITE TS ToM - 5HlifEsk) & NEMmMRBHERR]
(1) PHEBEROFEZIToTWLWAHER GBEPIZOTTY)

i PRTEHE FHNRER
Rib K= BERR | SAVI—-LTR
HREERERKE RE#B | 54V Y—LRAE. ALD
BN EERHRLY - RR# | 54V YIY—LRKE
EiFRMEERMELI- | KRE# | ALD (BXRME#EE)
Iz B KE FEER | SM4YY—LfE, ALD
FimkFE FiBE | ALD (E{gZH)
KERHILKE KRFF | 54V YIV—LE
KX KRFF | 54V Y—LKF

(2) Em#ERBEET>TLHMER (10 FlLLLORRES, HWEPO)

i AL EXA¢: -
BibKE BEHE | SAVI—LEA
B &R KRG R ER#S | AV I—LR&
REKE #WENR | 54V Y—LK. ALD
AHEBE—FTFRk BHME | SAYY—LRK. ALD
KRR KERF | 54V V—LR

*SHILL EORRERT SR BEHBO) : RERKFE, REEERERKXE,
BAHEKXRE, RBRE. KEHILEaEREV 52—
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VI. ZD/DaHEE DLE &EIR

1980~90 FEKIZBVWTIESA VY —LREEICEVWTHENGARIIELMBEZE LME
LA of=h 90 FEREHH S 2000 FELIREIZZ DO EEARENBEREGAS NS &
SIZEY. ERThDOBBROFMRERREEZER L-LTEADEHFNTRRH ZWVIEHEAHE
bbb EMNmEE G-,

(1) BERGrRE

1998 £ (ZFRA[ S /- Gaucher fFICEIEHME, 77T U-9w. MPST R, OH, VIE, K>
RARBEIH L THRERBENRTSA TN S,

Gaucher FBICH LTI, HIBERDOLZ WV I B CEBRATRENBESK D, BRERE

HES IREMBICSVTEBRERREIHBERICEIEITH S, ELERBETIE
o6t HY ", BRI OEMMBBEICHT 2HHENZShiBHTNS 2,
MPS I BZE WL TIZMPS D THRAICEFRMIERZINER LA, HICTHHENRLICE
HERIgETHZHDOND, EMHMABEL LK T S EPREBADUMES TNV GEEDRTE >
TWBIELAMELES>TINDS (R3), HBBRICHT2PMAKNEESAIEHNHER
HONEE-OERBIEOEBIEEEZLIDERHS D,

F—OyRIcBVTIE, BERRRELENABRBEOEMRICESa U ARHE
MM, BEEEDXSICHBIITAMNIDODLVWTUTOL S GEmAH S,

@ 2RmFFMCBEIALMNPSI-H (BEER) CHLTIRENMEBENIEESN D,

@  MPSI-HS (hRE) I2HEWTIEEY R Fr—Auvh$EnFRBENERESh S,

Q@  BiEE. HHNIBIERIEHEL L o= WSI-H EZECEBREFTBELHERET D,

@ BRETEREIDHAELICEBL. BEETOFYHHMICEEREBERET S
CENHIFTEDS,
mH. EnMARBERICBRGRET
Mot

CEIZDVWTIEIEETIRADHY . ERICEELR

& 4. EMMARABHEEBEFHTREOLE.

& IR iE BERATEE
FF—0EZE | HA —H P —ARE FRE
o s 7 LILF—RIG S I
s ORER ggﬁifgﬁﬁfﬁgnt L
- bR E DR EEMESH Y
BRI R  BAERIC LR EE
AR AR S Y - AR (SR L
SBEME BRI ERENENES Y DRI LR R S Y
CBOERELICEPERS LY | - BOERAEICEHENRS L1
. ST B DR EH Y - EEA B O R E I EER
st i HA RS - BHERFIL 2 ~ 3B ARBRAR B8 - REOAERE
- - EERITEROBRIETE EIChE % BERAERNADE
ERE FCBEEOERET 1 FTAANE | *hHTal. FRTRTHH
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(2) EEFaE
EMRABEE FF—22BL L, BONGAHEOTREZET LI LM, RIBERE
FEEMBMERICEA L CEMMRBHE L FRROBEDIREERT 2 EEFAROMAREL
FMIohTWD, SIEMNTBECFEAZORRE. BEGTFEAMBOBEROMT. EAE
EFIZEPAMBEORELZEDBERLZEDEBBEEMR L DD, BEICHEY N OME
EHRELNHBHTINS,

Cartier 5l%, MIRERNKRBETIEHSHA MR THHOEEZERHS 2510 ALD BHIC
® L CEEBETFARBRET >z, jARE 24~30 M AIchiz Y I~140 mAEMERFICEAEETF
AEBREIA, R RN 1 FRIZEETLEAZORIIRE L, BRERORBLETIES
BRTWHEWNI E2H/E LD,

Biffi I3 BIDRAEEDILIRE MD IZx L TEETFABETL. FEMHORENLERS
FRE., MRS CICTHERTOBVEREENZ SN, BERE T~21 MAOHREIZE
WTMD FERDBENBO LN TVEN L EHELL D,

D& I BRADEGCFABROEHNGESICIERELHFENFLA M. REMLA

BELTHEISNDIETITETELSCOBMBELBRT IVENHDI LD ERDND,
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