20/324 0528

BEFEHFHREMHBIE
HAMABERBMESEE (MatRERBHARER)

FERAHFEBEICH T SBIEREDHI L
HA RS54 OERICEAT %

ciz

SWMRMES

TRk 24~25 E£E

MEKERE MW B & —

Fhk 26 £ (2014 4) 3 A



EEFHEHHFHAREFAYE
AMRBEEFRBEHRER BATRERBMRER)

FERAHEREICHT 2BEREDTEIL &
A RS4 2 DERIZET S8

TR 24~20 FE BEWRBEE

2012-13 Comprehensive Report of the Research Committee of
Establishment of Transplantation for Inborn Errors of Metabolism and
Issue of Guideline,

Research on Rare and Intractable Diseases
Health and labour Sciences Research Grants,

The Ministry of Health, Labour and Welfare, Japan

Rk 26 % (2014 %) 3 B
March, 2014

ERRE W & & —

Chairman: Shunichi Kato, MD, PhD.
RBXKEEZS

Tokai University School of Medicine



I COIZ

AT EE AR RS R REEOHIEERE BRI AEEED—D & LT,
R 24 FFED D 2 M OB FRHM TR O BRMEREER Th A A XRFRFEIEICE
TAOBEBILEOMSLE A RTAVDEKREZ BN E L TROLNEEDTH D,

RN EEEITFHERKBICL D PR ED D RO ERICER TS
FREER L D BEMHVEBRTHD, . TOEIIITL KEE TARIGRE
ERRL . B S/NRBICREDRFE L 2L DREN- T2,

BREBRRIIRIBT ABRLEATHEERBROMEEZBET L Z LI2LD,
MBI ER L-TEREEDEZRO D VIEERS TR Z L2 HE LTH
BINELDOTHD, EIFBRFICHEET IEREREEICHTOIFBHESE, T
A VY — AR E MR I S FETE T A BER RIRSE I ) 5 i fn A AR A
ERb 5,

HOBENZREVTIX 1980 FR0 b B HBE 2 15 & 2 & MARBEEAS . 1990
ERNOFBHENEMRIND L2720, BERREHICEN R Fh—0 b8
P2 TEATIIERHREN L ONTWVWS, LirL, BERINET -5
A0, B SNEBHROMBEAERINZEAZ LI, BEODENME LN
WEDD D, PR o THEMEZBEDLIFERICRLZ DRI, 2, BHE
WZRE S T4 DB BHEIC X BIHFESL QOL OIETHHY 5 5,

2EME VO BVFEGIE TH o220, BEEOHEICEERES L O
HI 728 L o T EICRIT 2 e R R EE IR 3 2 BAE O E MR % 38
EL, EEHLVALVOTA RTAVEEKRTD LI L,

Moo, EHIER L VCEEOZEOBROEmM BT LY,
PORENCR T B ERABBEFIEICRT 2 EMMEBHE & FFBEENOIZE AL
WOWTOREZZET L, bBREIZBIT 2B OEMRI S IBEIER LA
T B ENTE,

T, BN a LU RARBEE 200, ERARBMESEOEME L &ML
HBME R D B OBEMZ OB TR N2 E L ERER. bREIC
BT ERRHHEFEICKT 2 EMABE L FBEOTA F5 4 V2ERT
HTENTET,

BT, ERAHHERFIEDODME & BHHZ OIRESROFTMEIT > BHR L,
Bl A ERTHEMARZOBELX Y MU — 7 BRICOWT, BET 5% L MR
THEBBHELED DL Z LR TE L,

BHoEREE R —



SE ik

WERESL H8¥ ZHERIEE B, M5 4
HRARE
Mg B— FEHE LSS REAFEFRERDEER | gz
M EIRREAE - BAERRS
WEHEE
BY H— FIBAESAMOT4—cHESASESHRE ARRER _
I S MABRRIEISE T ST ER I MRS i
n
BRFH LT BEERTIZEAES S & BRI ER K E S8
O EHENIZET 2T Eﬁ@%ﬁ%ﬁ&/iﬁﬂﬁ%mﬂafz Bh#k
B R ERRBMBREICHT B REKRFARREDHEFRN 40
HEIZRE9 5 HF%% /INRSVELEE
tF I [ERRHIEBEICHT SHBEBAE EFFRY) SHEE 4.0
WEORERLICET 25 i
EH Xk |ERAMEREICRT IBIEREAKREREELE SR EWRE
BEDHA RS VERICE/NRESELT,  AXRMREE | KiS
T WL
B k2 [EXRRMELE AT IBEECREEENE L4 — %
Bk S ERBREEONEN R MR S5 LEEE
BQHEIZET 2HE
HE BE ERARHEREICHT AR (b)) EXREEEFEEL S|
WORIIZET 2HE —  BRBEtUA— FRE TV R
MEE B BIBEHESR FOT4—IcHEERE—F+2RE/NNE L%
T e mAlEE<ET 3 HERH.EnEnBE INRRIERE
2
I EE |ERRBHREECHT 2B E RN EERER KEINAESTHE
SBEETILICET 2R gﬁ%%%ﬁm%ﬂ/iiﬁ% SIS
)
B Bk RO/ aCR 074, KRASEKZEESRAFERN
55y REFICHT ZEMERIER . NNREE, RBEE e i
BAEICET 2T
Bl HA BBl IARREREERSIETC CLEREY 4 —
DB\|I-ET IHE 57l FFREHE Lk
B A | L0 SWECHT 2 nMEART I KX ERESHIH
BAEO N RILEIZBI T 2F2E/NARSE - ERABESE IR




A 2 |[ERAHEEE DS ML B A KL/ R & M
WEFIOZRICET IME |[BiE - EEgty ER

AR BRAXREIEAECR OERAEESSHERRESERN
T4 —Iox T e mEAERBEL MR R Hi2
BB HH%E

£8 Ftt |LISWEICHT SEOMMARIAZESBNERERNG 4
BT S Rl OB, & R iE

N % AL I ReEREEAPEYNEARDRERE
EEEDTYREFIVICE HEERS, EmeEts HEHR
H%E

&b BE ERRBREEICHT DEREBAFESBEUDHER /| oy
DT [Z AT HHFE INE i - 3 MRS AE ’

B ET |l-cel IFICNT ZEMMABABRALEFHNRHERE o
{EICET AP S RRRBREE

W HE

T %E FBEOLESRICET SMARKFKERESHRE R 4w
% s

KiE -+ (EROHRBECHT SEERABESENKENAELHRR 400
FAERICET W i/ BT

mE %F EEQESI FOT—OBEIBBMRERBELL S o
ENRICET AW AR TTE T iR A

TR BT BIBEECR FOT—CHBEXAFLRRERERRIIE 4
T 3W% oA — ERRBREE

#hh Hz BEIFAECR P07 —CHBEEXPESHENRFRLY] 4
T 3HE 5—

BE AR ERRMERECSTIENEBRFELINRH KRR gy
RIS ICEE T 2B R

=8 £ |l-cel I5I=ET 2HE R R K R BT wim

KE #— 0TCD/CPSIDI=H S BRFRABOEAENKERENEL FFBE | oy
Bz ’

HE E |EERICHT 2EBEOME NSNS B

Bh#




L MFETFZRERE 0 - s v e s s ow e e e x e m e e e 1

HMRRKRE mEE &—

. THEHR&S

10.

11.

12.

13.

BIBRECRA O T s —Icd HEMMRABAEICRA YT o8 - - - - - - - - 9
HRSEE B ft—

MMreosulfan # AV ERERBMBREICH T SHAERLEORRE | R
BEERTRCERE S TRERE « « + = = « =+ =+ = = x4 2w o= woaw o w o 15
MRIMEE BHRE =FEF

EHECHRBREE (Organic acidemia) (ST AFBHEREE A K512 -19
HRSEE HEE ¥
ERMEBABAMERES K UVBAEBEE S D AR—F—REBEICHT S

FFRRAEDHA FSAVODVER = = = = = = = = = = = =« & v =« o« 2« = 27
MRSEE LXK T

gg)ﬁ*‘y FU-Q':E@’%B}%’% ..................... 31
HERSEE EE XX

ERRHRBEZERY FD—0 (EMMIFEHE) « -« =« =« » v v o 39
HRSEE Bl Rz

OARICHEITEE Y A IBREICH T HIFBERE - - - - 45
HRSEE FR BAE

BIERECA O —(C T HEMMAEBEL A K542 -« = =« = - - 55

MENMEE Mgk W=

Hunter METILYDRICHTBHLUF I ILRAZHERA LTz ex vivo

gene therapy = = « = * = = = * &+ 4 s 4w e e a s uaa e 59
HRSBE N 1§55

HEMABEOA AT s— V5 yRNRIIHT HEMMBIREERE

HABRSAL + o v m v m e m e e nam e m e 63
MRSEE BEHF X

Wilson fBICxt 3 B/NRHBHERBEEHA K34 » « = v v o v e e e e 69

FRHMEE HH A

ADSME || BISH 1 3 ENSMMBEOEGISET 371 K5 - - - 75
HEHSEE ER HHH
ERRBREEOENBOBEENOBRICETZHR - - - - - - - - - 81
FRHEE BEH R



14.

15.

16.

17.

18.

19.

20.

BRAXKBKEREEES R O 7 ¢ —I2xd i matHlaBE0RKRMARD
I T T T R T T T 85
MESEE & AR
ERRHERREOEMMIBIEIZE 1T HB IR0 B REMRIC

Ry A L LR L R T R R R T R PR 87
HMESEE =5 Fit
EMMREBEIC L A RNAREEEEOTYIRETILIZEITAHE - » -« - - 93

MRSEE /B =

Treosulfan Z ALV EXRERBRREIZN T SBEATLEDORSK ; 5 1 858, - 97
MRSEE X# BIE

I-cell RIS HEMMIABIERLIBEEHA FS A2 =« = v v om0 v s 111
MRSEE EE IRF

ERRBEREICH T SBEREOHILESAA PS4 VOERIZET SR

~REYAIIVBREFE~ » + + r n n v e e e e 115
R AE KB #H-—
BB = » = v v oo ma e wxoxaaeee e 119

MEBHE HE H

m. HA FSAY

1.
2.

SERABBREECNT SEMMIEBEH A FS A o v o v v v e e 125
SRR T BEFBIEH A S A2 s o v o v e n e 152

V. maﬁ&%@ﬂﬁ-[:@g—é_%ﬁi .................... 197



2
. [1UTR




BAEGBRAMREME HSMERBSRIRIIEEE ERMR TR E)
\ MIGHT e G &

SERREEFECH T OBEBIEOMILE VA R A OERIZET 2858

WMEREE I R— RERFEFRARDRERHEERME 2R

MREE

BEERERDRE TH D ERNBRFIEIIS T 2BMEFREOMLL A FFA
YO Z BRIE LT, LT OFZE 2 i LTz,
1. bPENZBT B ERAHBFIEIIN 3 2 @& MM BE & TR O ZR/RILIZ OV T
SENREFRE L EM LT, (BRFHRFE)
2. EmMEBHEZ T DB EOHRR 7w b — VREER L., BiF X BRRITE A

At L7z, (RTARAIATSE)

3. BMEERDIODF Yy MU —7 | B X DBRIR LT 22EN xRy bY

— 7RO DO EIT- 17,

4. BEESCMOBTFEEE & LR CRIEIGER L RIS R BT 2 A RS A ERD T

DOBFEIT> T,
5. BN OBHEBEROELZIT -T2,

6. BERBOBERZRMBL, FHREMELIT o,
7. B UWHIRIEEER TS O 72 D OB 21T o T,

A. BHEEER

SERARHEFIEDORAN 2IGH & LT
K LTV HEESR O E A L & i Al
FafBHEClRan B 72 & OBMEIEN H 5,
DORENZIBTIL1983~20104E DHARIZHK
220 D& ML AFIFEAE, 1990 ~20094F D HfH]
WA LB0BI D IF BN E X TV B 28, &
BRI OIRHIEPIRRD ROV T O
FENTIE T+ I T L TV R, RIS
BWTIOPEICE T 2 ERRBEFIEIC
ST B BHEFIE IS OV TEEM AR X
LIEMAR L SR LR EITO 2 %
HEIE L7z,

O BAERIOFEMFZE (RITHAIBIZE)

@ EMHRBEIC R T 2BRTEOR
— LA & BRI K D ERRAFSE (R

FIRHIAFSE)

BHER Y NU— 7 DRSS

@ B X DIRESIR O & FHhE
BB O X v b U — 7 HBE

® BEZEAOM O & LF B
FEIBHR L 3B R+ A A K5
A VERR

® B LWHIRRTRFRIERRRE O 72 6D O Fofls
72 (iPSHEMRZR &)

D WHOBFEBROIE & E IR
FE~DEHN

©

B. W5k
1. B edks @ Crmeh

AFEIZBOTIEbREICBIT %R



Xy U ARS, JR—T g B H—
(R - HHET)

ARHFIRHE & B B A B LB &
AR CHZER S L R A RRERETEE
DEEET7+—T7 L EFEL, BRMNT
BESEEBHEITo TV B Y= 3—
H—EHEEBENT, HRROBESKN
PERELE, IbOBRESNHL12684 DS
Mmsd -7z,

(2) WHEDOHIE

A, ERRERE ODW & 15ES) BTN
DDy T — 7 EHE

REBEEREIC T 2 BRI OV Te
E R e BRI X 2 FRAENFZE & Lk ItE
R EATVIZVY,

O BRUEGIOFMRAE (%5 HAE)
@ EMmMIaBREICE T 2B O
— LA & BRI L BRI (Bl
JFRREIR)

BHX Y bU— 27 OREE

MBI X DI OFHE & FHEE

® &

BEEEOX Y b T — 7 5

® BEZEECM OB & EFRTE
VR & BT A A BT
A ERR

® H LW HIETERIERR R O 7 o o Hk
3 (iPSHEfaZ: &)

@ A OBREEHROINE & EERILFE
FE~DEIM

WFFERtEC i » T, BAZRAHE
HESLERLTREROTA FFA
VREREBSOWHAIOG i, Mig#
T RIRB T DIRFEYV A 7 VEREE,
A< sBLGE, Va A ERimn
FSEDZMEEDIEREZ B 8oz, T
DOFEEREIZBM LU, EMEDOXR v
T — 7 OEEEEDT,

. TAVBIZBWTRLELE
RAHIBREIE IS T A EDRBHE 2
T - T BDuke KFDKurtzber g%
NEEOHE (555 4B BA/NRIM

- BDAFERE) THRBE LIS

2. 24 FFPE\C ML B TR BESLEIRBSELHEE, KRR

R EREIC T 2 & A A O TE
ZhER & #F OFMiiEEe iz oV TKurtzb
erg#d% & DERZMEIT- T,

B. BAEIERIZBES S50

O#% FHEOFAENE BEOBRIER O
—WR 72 BN R EHE)

(1) BE=EmOBE

2R &V D EHAR CHEERICER R &
HT DT, HEICHSHEZRRMEL
THFZREE L U CORFGEETE. BFSEDE
M, HEROILFR EIZEDE,

1A ERR244ESH11R ESRE

EgRgeY v #—I2 T
- WFREED B & EHE
« BFZR 5 R DUV T DR R

5 2] PRR24ETA2TH  EMRE
ERZE v & —12 T

- BHEETE CERHRFIE
x9S E MM, T O
L2557

- BT HREOZE GEffiaBmE, L
- MV Y V) OFEEERK

55 3[E : WR244EI2H1E YT 4
afiEREE 4 Il T

« Duke KZ2Kurtzberg#iw DK &
BERAH

HEAME : ERR254E2H8H  BURMKE
KERRFICT
- SRR 244 DR TR RS
« PR 254 BE DO BFSEEHE]
*xBEEST F—F b ERR244E8HLH

YE I AR IC DUV T B A/NR
BEELMEBEEZEES (MIEAR
B R —, SIRB R REEE) |
AAE MBS BET — % — 7t
EEHREB Y —F L F T —T (F
3 . REEIE) b NCEET HE
BB B FEEE (R~ 164EEE BT,
17 ~224F FEVRVRHE, 19~ 244E FERGREDE
19~23FE R ILFE) 1B\ TIT>TW
E%?ﬁ%ﬂ%%ﬁﬂmfﬁﬁféi

B A i Al Rl e 03— SR I
B L CW A E BT — & OF H
(—RAE) BHEEL KA OHIEE
EHFLTV, ERAMREEICBT
%2490 D& MARBET — % 2 AF
L7ze ZIRFABIZOWTESR R LN
MR EMBOMBARLE T, &
TR ~OEEEE BB LT,

FFRAEIZ DWW Tk B AT e S
2B RSN T 19EFNZ DWW T—K T
HE2ITV, 21D DEFIZONTDO
KRIEICEET DMEEAAR N X b,
BB AT — & OUE % Btk



L7z,
Qi T AR EE R

RSB EREICRH A G aE
MORBEZHET 5 B THR—TLE
FRWEETE X BEMELSE L, 7
o ha—LOPRREELZET L, S0
FEMER TOMBEEHFE /- 1L
2{To 7,

72, OTCR#EIE, CPSIXK#E
ERFICHTAL—Y MY v oEE
HKEREPEHL, a7 OEHREEST
V=T AEND BT EBRE LT,

C. HRPRHFZEDIEE

HRRATZE B (C-SHOT) 123817
DEERFREOESER L RET —Z D
NS 235N BT & B R RBR DB
WERTFTRE L IR o Tz,

D. FELRENFZE D HERE
WFFEEHENT 2D & DUT 0 B 78 3 e
BLTW5,

D RFEE~TRIBTIBEETV
DYERK

@ t D ORREA~DsMb L
& AR HE L & B AR R S
BIZBET A~ XETVDOIER

® FIBHAECART {—BENMLD
iPSHIRE DYERE

@ [FIZERERHIRG oD 1 M AR B AE ~ D i
AT HBA%

E. A FF4 DR

DREICRIT A BRERREE I, £XK
RMBEIEICTIBMETA FT A V% 1E
L7,

@ FLERABEFEICKT A& MM

BWETA RZA4 2
@ SERMAHERBEICET 2 FRBRET
A RZA4

R~ D&

< R B EE IR 5 S AESE o
ZWRIHRE (BRI

E- AR GRHERZE) BT 54E
2B ERR244ETA 19K

H A A S A - k2
44E11H27H

EDHMERICBITHAEFERFFOAR
ERk244£12 A 18H

- SERAHREEICR 3 5 IFBHED —RH
& (RIFHEAIBIZE)

- dhEk (ENLREERWTEE S #
—) IZBITHAER : ERk24F7TH27H

* Treosulfan% FV 7= Je R R & 125t
TAHBMATLEDORFE (RiHFIRAIFZE)

T phgk GREERS) 2B 5 mE
T . (FRk254FE2H 12 H A EER
« BRERHIZE DB ERIR I

Treosulfan : UMIN~® B &5 (g &

C. WFRRE

1. WIS L L COMERE

O HRXARBEEODZUW L IBE R
DI=DDFR v hU— 7 HEE
BhET 5 BREREE %S (BFE
B mEESUR ; RS HEE) L oaHE
At B INIGI = =) G N
VIREEREBEZOWBHOL LIiTHFBHE
DX BRIRBOBWEIEIER 21T o 72,
ZOREREIISMLUEZEMEIZ L
HF v NT—7 OWEICEF L., JEH
R LTV A,

(GEESCR, BljEe, EIFHR, B
T A, b AR, EBIET)

@ LEFRARFEBEIEICKT 2 E MRS
72 & NP HEE B D AT
EHr5E

REE4 2 B ASE MBS E S A,
KBRS0 Db Lz, X
KRB EEREIC T 5 &M A &
FRRER O—KRAEZ Mg 2Rk
L7z, DOBECR T A2BEICET AR
A2 EERE S L THRD TERD
HELDOTHY, —RABZEE X =
TIRAEEHETCEBDOTA KT A
v DIERRCATELHE T OFE AN T
XABHDEEZD,

* 72, DukeRKZFEDOKurtzbergBis &
DERZBITEBERIZATHHDE
BTHIAERRBEFEICTTIE
A DERIEE LV 5 S TH
ODTHERATH- =,

(M ABRAE R —, I —,
SEER . HE . RBHHE, REEE)

(FFREHE : RERRARACEE. A, &
JEREA, HBREAN)

@ ERAHBEFEEICT 2 BT R
PRAF5E

[EAFEE I L D ERIEICET
5B EE & & 85T L CHi T ARAIEE R
e e d ARG 01%, BFZeEHE TR
NHMBREE CITENETNE Y A
UEOEBIANETH S, Treosul



fan% FV 7= & MR A O B8 BRAFF 2T

(e HE  REE IE) (BT,
ﬁ%?@ﬁ+ﬁtﬁ%%mﬁﬁﬁm
1To7,

HBREEBDBERT +—7 L OB
& ERASHR

ERRBMERIED L 5 R BEER
DERBIZBWTCIR, REBREE T 58
& ZDOFRBE~OFEREMIC X 5 FH
2L BEITRROHEENEE L 25,
ARFFRHE & B\ BE 4 5 B LBk &
AFTRES 7+ —F L ZBEL. B
NI LT EEN 2Ry hT—7
ERETHZENTERZ LI, 3
FIZ LSRN LD TEEHEVD
DEEZD,

F7e, 201246 H 2 AT o X Chife
ST B2 [E R A = PR E & B
RBWET 2EEEY VRV Y LS
mu., bAEICIT B A SHEE TR

~OEMAMBEORE L FBRT D

L &bz, BCEROIIEE L 2R 72 A8
WEIT - T, Bl R AHAE T
B S - EENRBESICOIE
NHDBEFRIENRBMTHDDX
BriTol, 5B 7T UTHIRIZEBITS
HARDRTREZENIRE | Mk
BB A2 To TV RELDLEE
ZTCW5, (HFHITA, INpER—)

FELRRBR B L A T L DI

% RATAENT GEmAMaZAE)
WZOWTIHFgE s (BE /) 2
HAEMMEBEEES R b I AR
/NI « 23 AR DBGRER DD
Lo TWAEZ LD, Mgz KEY
AT N tERTE T,

F BRI BV TS B AT
WML DOBRGFELER (KIRKZEAF
& DOEENHIBICED b, FgEsHE
F (BEREAEM) 290z UCHFEDR
EITLTWD,

B RBIEERBFZEIC DWW TClE, &0
B CEBDEREEFH T HC-SHOTD
AHEBRBAC L, RS HEE (8R
HEST) ZF0E LTHEV AT A
EPHERTAHZLNTE T,

HA K54 v DVERK

RRICBTBHTA RS B5E
W LR, bBRENCEIT 2 BAERE

I L CTRERRBEREIEICNT S
BT A FIA 2B LT,

VERRIZ 372 » TITAREH R E DB
F L BHEBEEOEMEOR CRAIW
iy ER REBICRBIT &
VY RAEBBRRT A ENTE T,

EMMEBHEOT A KT A 03, 4
BEARERRBMEE S L BAREL
MABHEEESOTA KT A4 & LT,
IO A BT A %, BARERN
WEFFESE BARFBHENRESON
ARIAVELTEREND L E
TpoTW5,

2. SrEBTFEEE ORCR

LB EEDOHIFE LA D FRIT
UFmeBY THD,

O 2=2ZEEDR (Hunter)i®) I2BIT5
1 ifn A R R A

ORENZBIT A L aLEEENRIZE

RAR I 1k 2 A AN B [ a
T-o7,

(B dHiTH, Bz, KEEIE, N

%@f\Eﬁ&—\f%ﬁm\m%@~ﬁ

@ ERARFHRB~TZOBHEET LV (N
I R]) :

A ZEHETITR (MPSII) OEF I~

7 AZKT L. BIEFIREERITo T,
® b MM X D R REE

%@g%ﬁév&z%?w®¢ﬁu\

b I I o B A3 R R MLk
Wb L 9 B~ T ADET VT
wmat L7,

@ BBPpEYRA MY 4 —BENLDIL
PSHIRE DYERR (B iH—)

RIBEHEYA T 4 —BEOKE
6 iPSHIRAZ (ER A TH 5,

® M2 REMOE M AEBHE A~ DR
FCBET 2% (FEHE)

FIZERAAE (MSC) Z i MfaHE I
ST 2 72 DEREHIFTIEZ1T o 72,

D. &%

2 EER 2 5 SRR P IR £ T
5 EHEIT, LEEHID G R DFER R A
VERR DI L, DIJEHE Rk T ORHE &
R TOMIEEEED -,

RRAMBEFEIIFOERBETHY, BIA
ik L LT oE MBS EORFD
HEEHRIERAS CEBFER INAHDT
b5, £, HIEHERBTH D LERNHE
FIEIZ B W TR RN BE R R
ENBER S, WE OB, g, 6
FAER LI2oWTOHA FIA4 N5 L
Zlicky, SBROERAN’EGEND L
ZATHD,



E. fii G. BFoesmsk
MRS DERTH B ERAMR
WIEICH T B BRBIEORSL E 71 F7 4 :
G, NSRRI, BT 7
. A : BRRY hU— . 2
7 OWEE A K74 Lok, dpptop T ANMEROUE - Rk
T L WA, FERBOBER~D L KIS 2L
WRRE. FUCBERERROLDO o nueag
3. TOM: 72l

F. fERRfapR i
L



VAN

H

[




B BFEMER S HEMRBERRITEESE ER MR BT E3)
FERAEMBEEIEII T DBERIEOMLE A N T A » OIERRICET 2858
e &

BIEBEEYA br 70—y 5 aEim e smEic B3 55158

woEsEE R H—

RERFRFE AR AR Y iR

MAEE

MBEA~DOSEFETTH S,

BIBEREY A a7 — ALD) IZBIBEAR L, PR R OB E Fik & 325 X BEHEHEEHREAT,
BRI/ NRENCFIE S 2 /NERIES (CCALD) IXRIER . ST T T2 PR ARDKREITH 5, Bilks
A CIE MBS HE— OIEFIE L STV B2, BREA BHE DBEE NS < IBERREN R
B0z, BHEES R OBHEATLE, GVHD TEHESEDOTA R4 U ERPEETH S, £72,

CCALD FESEMEFT K OSHTHLIRIRIERA R % B8 L C. CCALD BB BE 5 iPS Ml ERL L. Mk

AWFZEHB

BIBHEYA a7 ¢ —(ALD), HRiZ/NEHICF
iE 3% /R AT (CCALD) 1XFEE £ . A 1o 4T
THTHRARORETH 5, BRERL T mm
BAHESHE— DIBFIETH 5 03, (ERD B HERREN
B TEZ L~ TEOHE D fERR DRV VB B JERk R
FIRBREIRIC X B EMER R 5 ¥ ORI R O,
CCALD DEFTHIBIIEDRESLD 7= D iPS HIRa Dt
S L RO EAIT Do

B.#FR G
1. ALD B3 2B B FERUE N aTLE 2 A
o3 M R BHIZ DUV T

2005 4 8 A5 2009 4E 7 A £ CICERHAKRFER
AT B IR B NRRHC THEATHYL CCALD O 4 FEFIZ X
LU CHBEIEMERATALE 2 VW o & M
& HAT L £ ORIFFERBIEE 21T o 72, CCALD
DB, 72 b BB IIRD 4 DDIEH 1)/
IRERAE (10 RRARH) L 2) MM R A5 1 i
(VLCFA) fi#HT1Z T €24:0,C26:0 OHEHN, 3) EHLR MRI
REICB T 2B RBMAEICR T2 EERE
FURRDLNPOBEBEDRPIBD ONTGE.
4) O FHEHEDOE ML X T TRBOKRN 24
T LSRRI T,

AIEFNT BT 5 & BB RIS R II K EOTR
BHOHR, T AY v hE+RoIcHAL, BAE
7 B THIAT S s, BRITTER OIS THHERR
BRARR L SN TWBHIER 1, 2 Tik, &M
FOBHIERSI RN Z L E72inE B R OB
DEERINDZ L2 TRICHALEER, MBlOB
YRR~ DFLEN R | BIEIBRORIE 257 L
THEfT LTz, &FI7NE 5 e 25mg/m? % 1 H 1
Bl 5 A, ANVT 757 i40mg/n® % 1 H 1 [E] 2 H
M. 5 B BRRE 1 26y2 2R E & L T
MRS 21T 2 o7z, A GVHD TR LT v 7
BARY VERIZF 7Y ARZEBAY bV
FE—FEMHALE. XAV XAEHTICE L TIX
2HTvA 70T T4 FERERW EF 1.3
T XY B4R FISH & HEfT L7z,
PR R R 5 5

HRRX SR S DB R F R EIE 1L Loes & AMER
L7z Loes 227 % AV 7=, BEEE MRI @ Loes score
A IR AE R B R (3-6 v A) BIEREY
(7 + v —HH COEEOKRR) ICHRE L-H#Z
PR BUR R FBHE S FEAT U 72, BRERAOZ2FFM & L
T R EMRE & B EATEHRED 2 DOFHE
ZBAERT BB B (7 v —Hf COEED
e ) /N R AR L E 03T 72 o T, MR E I RE



A (Neurological deficit score:NDS){Z-2UT
IXLLT Ok R T B RE  BE R R BE, S REREE. &
TR0 Db OWHESIBERE ., B & AEFEOEENICD
VTRl L 72, B EAETESEOR i LTI Y
& K CER &z AlD-disability rating
scale (ALD-DRS) Z# FHVNT 0 225 IV @D 5 By CRE
fili U7z, R OB ERFE & LTX Ev =7 2
7 —XIREMMEERES 3 MWISC-III) 2 v,
BRERT. AL (AL 2 4F) ORER THHME L 72,

2. iPS M LI DOV T

t ~ ALD-iPS Hifa % Fiv 7= in vitro TO¥HEfE
Frifge & BHAg & L, iPS MifaDs bR, 2R
JBAIAR, 3 X OB DR R 2L EEE
FROBEUTHL Y AT,

(B i ~ DB )

ARBRERITT 5I2H7Y, AEMKEOMBLZES
DERBEH. HRBBEFEOF/AFBRIIFFE SRV
L0 IR ELE R L, T OBREEIIESICRY
®orbDE L.

C. e R
1. ALD BE R 2B B EMEAILEZ A
T E M ERIEBAEIZ OVWT

4EFD D B 2 BINEEEITEICTH Y .2 FlITRE
AT Th > 7o, EF] 2,3 IXFRMRFES Th - 1=,
DWE OB L 72 o e OVXER 1 IXIRSIBEE JES
2 W IHETTHE OO FEME ST FREL Cdb o 7=, SERI 3, 4 1 fuf
HENARBICRBL TR Y RBER L BRI
SEERE SRR AT & 5% 1) TV iz, BEER MRT IR
% FRABIRALIL ES] 1 1 XERTH AR ERZE SEG] 2 138

B L ORITERZE EH] 3.4 TR CToH o 7=, 261,

E# E HREABRTICEREDRRBDONE,
ABCD1 =TT CIXER] 1.2, 31XV b FER
TIRICE R R0 JEF] 1 13RER JER 2.3 1% 2
WERRICLDZTZL—LV T NERTH- - JE
B 4 1 IR O REBRIC XD AT T 0T
BEchoT,

BHEREIZ W T

FEB 3 IXFEMBRERE. R Y 3 Bl I % oA
—R & L, BHEITWHEERJES 1 TL v A,
JEG] 2 T 2 % A OBESTHEAT LTz, 261 i B
ILECH T LFHER>500 1 L 1X day 14 55 22, 1L
/NKR>20, 000/ L X day 17 2> 38, M8IRAR i Bk
>10%0l day 24 7>5 29 (2 HIEE L BHE B O BEIE
BYSEIIRBD 2o T, RF—% 2 U X AXERF
1.3 TENENBHE 280 H.28 H OB SR TrL
XATELROoTNBZ L EMHR L IER 1 T
AE% 100 H T R —Hi3ko T AL 95%, Non T
HIBRAS 95% TV . & D ZE LTRRE TBIER
280 BIZTHAF X FIZE - I, EF] 2.4 TIIHE
# 114 B.150 H DR R TRAEF A 7 ORI TH >
oo FER 2 CIXATALE RS T B2 (TSR M DU R oD
FER OBEITHERD B8, F LA OIS Tk
B B RIER OBEATIIRER SR o e, Bk
GVHD 1X GradeI-II G, 18 GVHD I3JEH] 1 LIS E
WTRRS bivieino e JEF] 1 TIX@MGVHD & L
T BAER 210 B X 0 REMREE HEREE,
FIEMEIR 2RO TR AT a1 FIFHE, SEH
IS L EARICEY DI RIS R
DT, 5% 0 3B TILBME GVHD 1T Db o Tz,
BR% 400 BENMB L, 2FINEFFTH D,
MREFRIFRITDONT

AT HERE SN TR AR D OB R £
B CRAER 3 H LIPS g L. DI 5T
Te R B RN THERBIIHBE Lo T,

WISC III CIXfER] 2-4 THMERTIZH LERE 1Q,
EiatE I1Q & bICE(LITRO b T JER] 3 TIEH
Tt 1Q DSEEHERTIZHL Lk L TV e, NDS TIIE
Bl 2 CHETHRED U ENRFE O ONAZ & LY 3
b 2~WEL TWe, ZNLATIIBHERT S L,
PR SEHIBRRERE D ETTIXRR YD B e h o 72, DRS
IXaef] BHEaT & [F CRMIRETh Y B kI
RENR D2 T, BAEJEH] 1 1T E PR DB,
FEB 2 1388/ NER DRI R R JERI 3.4 1%
e 38 PR D E RIS L. 2fl B TR s
EEESTND,

2. iPS MR SLIZ DV T



FERA R EEE DR LD 2 B0 BE W) IRHRE
D/NRR T E i AR B D BE) K&
ARERITL, iPS fIfZ1ER L=,

EH iPS #ifaTIx ROCK FLEHI & /ANy Fb AW
% 7= SFEBq (JEMIERIERARE) 12X Y |
FRRRARRD, ERBRE, B X OFREBAR &
3Abd 2 MR e E Ll O M A 5 &
ERFERETH - 72, 5% ALD-iPS Mg % Fv 7=
B HBIRFI D LBHRET 21T 5 TETH B85, Mk
BRIC & 0 MR RE S L EE L ER R B b i,
72 R O 7o DI 1T & 0 SE OBV

L. BSCRR

1.

Tanaka A, Okuyama T, Suzuki Y, Sakai N,
Takakura H, Sawada T, Tanaka T, Otomo T,
Ohashi T, Ishige MW, Yabe H, Ohura T,
Suzuki N, Kato K, Adachi S, Kobayashi R,
Mugishima H, Kato S. Long-term efficacy of
hematopoietic stem cell transplantation on brain
involvement in patients with
mucopolysaccharidosis type II: A nationwide
survey in Japan. Mol Genet and Metab 2012

107: 513-520

HROMALIEORESL B MLETH B, 2. Shibata M, Kato T, Awaya T, Adachi S, Heike
T. Chronic  immune-mediated axonal
D.B%2 polyneuropathy following umbilical cord blood
A, 2 ORERF]CIIEE#EI T CCALD2 fillzxt L transplant  for  childhood-onset  cerebral
T BHFILZBHE Y — AV Zki%. 12 » A | adrenoleukodystrophy. Pediatr Transplant 2012
& HB R\ RS CRIED FTRE CTh o T, Dec;16(8):E388-91.
S EIOFFFRIC IV T 4 BlH D 2 BlidBmE 114 3. Shinzato A, Tabuchi K, Atsuta Y, Inoue M,
H.115 H DR R CIRE$ X T OREAHV TV Inagaki J, Yabe H, Koh K, Kato K, Ohta H,
72, CCALD O 3& s faB IR Iz B\ T, K — Kigasawa H, Kitoh T, Ogawa A, Takahashi Y,
F AU X AOREEDR & ORREE T DO ORI Sasahara Y, Kato S, Adachi S. PBSCT is
FRICFEET DT TIEH 23, 588F A associated with poorer survival and increased
T RHBIZEO - DIZIZ. ANVT 7T v OEEDLT chronic GvHD than BMT in Japanese
FLWEEZ BN, CCALD XTI HBEH A R paediatric patients with acute leukaemia and an
A DOBEEGR L Iro Tz, HLA-matched sibling donor. Pediatr Blood
Cancer 2013 Sep;60(9):1513-9.
E & 4. Morishima T, Watanabe K, Niwa A, Saidai S,
B IEREERRTALE & F V72 3 i M e B Tanaka T, Kato I, Umeda K, Hiramatsu H,
CCALD 1Zxf L CHZIRIGR TH Y EH B 2 Matsubara K, Adachi S, Nakahata T, Heike T.
BROICEAT IR ECEHBERERICHITT 2 F Genetic correction of HAXI in induced
WX T BREEITREOAR LT BEEETEIC pluripotent stem cells from a patient with
BWTHADRIBEE R VB IFENTRRINT, severe congenital neutropenia  improves
CCALD DJRHEAREA K OSHTHIIERIEDHESLO T2, defective  granulopoiesis. Haematologica
iPS MR DN & MR DFEYT 21T > TN B, 2014 Jan; 99(1):19-27.
FAEARE R 2FERRR
L 1. Sakai R, Taguri M, Oshima K, Mori T, Ago
H, Adachi S, Morita S, Taniguchi S, Fukuda T,
GAfFFesEE Ohashi K, Etou T, Morishima Y, Magamura-Inoue



T, Sakamaki H, Atsuta Y, Murata M; Current
status of GVHD prophylaxis in Japan
Retrospective anylysis by GVHD WG of the JSHCT
5 T4 [\ B AR MR ES RS

2. W3 @ B oH—. ROZE— KR OB,
HWIRIER, HEHESE, g B, IR, &
CEBIEZ. A B, REEIE ; AAKIZBIT D/
IRZRF— A X B E s ERE O SR
BOEE 5 54 B B A/NRILK - 23 AN
g2

HAWHAHOBERE (FEZET)
LAEFFF IS

2L

2. FZ B RRE

2L

3.7 Dih,

2L



MRRROTUTIZET 5 —RRL AT U b

B
EERL | wmXHA e | Bk | EF 4 | HARtA | HROH | BHARE | =Y
MREE
55
FRE R4 L Z A bV R 2 A=y HH R
Tanaka A, Long-term efficacy of | Mol Genetand | 107 513-520 2012
Okuyama T, hematopoietic stem Metab
Suzuki Y, cell transplantation on
Sakai N, brain involvement in
Takakura H, patients with
Sawada T, mucopolysaccharidosis
Tanaka T, type II: A nationwide
Otomo T, survey in Japan.
Ohashi T,
Ishige MW,
Yabe H, Ohura
T, Suzuki N,
Kato K, Adachi
S, Kobayashi
R, Mugishima
H, Kato S.
Shibata M, Chronic Pediatr 16 E388-391 2012
Kato T, Awaya | immune-mediated Transplant
T, Adachi S, axonal polyneuropathy
Heike T. following umbilical
cord blood transplant
for childhood-onset
cerebral
adrenoleukodystrophy.
Shinzato A, PBSCT is associated Pediatr Blood 60 1513-1519 2013




Tabuchi K, with poorer survival Cancer
Atsuta Y, Inoue | and increased chronic

M, Inagaki J, GvHD than BMT in

Yabe H, Koh K, | Japanese paediatric

Kato K, Ohta patients with acute

H, Kigasawa H, | leukaemia and an

Kitoh T, Ogawa | HLA-matched sibling

A, Takahashi Y, | donor.

Sasahara Y,

Kato S, Adachi

S.

Morishima T, Genetic correction of | Haematologica | 99 19-27 2014
Watanabe K, HAX]I in induced

Niwa A, Saidai | pluripotent stem cells

S, Tanaka T, from a patient with

Kato I, Umeda
K, Hiramatsu
H, Matsubara
K, Adachi S,
Nakahata T,
Heike T.

severe congenital
neutropenia improves
defective
granulopoiesis.




