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#F 1.

Diagnosis / Year 2006 2007 2008 2009 2010 2011 2012 2013 2014
Hospitals (registered/member) |184 /2231204 /231|212 /235|213 /236{216/239|216/239/219/242|212/230[171 /232
(%) 83% 88% 90% 90% | 90.3% | 90.4% | 90.5% | 92% 74%
Idiopathic AA 58 62 68 68 55 62 49 49 38
Hepatitis AA 5 8 11 7 13 5 11 1 3
AA/PNH 2 1 1 0 1 0 0 0 0
Fanconi Anemia 5 4 6 1 4 2 6 5 3
Diamond-Blackfan 9 6 9 10 6 9 6 10 9
Idiopathic PRCA 1 4 5 8 5 7 6 4 0
Schwachman-Diamond 0 1 1 2 0 0 2 2 0
Cong.Dyserythropoietic anemia | No data . 1 0 0 1 0 0 1
Sideroblastic anemia No data 2 1 1 0 1 0 0
Svere Cong. Neutropenia 2 1 2 0 3 4 4 1 2
Cyclic Neutropenia 1 3 2 3 2 3 5 3 0
Dyskeratosis congenita 1 0 0 1 1 0 0 0 1
Cong. Thrombocytopenia No data . . . . . 12 11 16
Idiopathic Thrombocytopenia | No data . 406 348 316
Cong. Spherocytosis No data 54 49 26 32 37
Cong. Elliptocytosis No data 2 1 1 2 1
G6PD deficiensy No data 5 5 3 1 5
PK deficiency No data 0 0 0 0 0
other erythrocyte enzyme def. | No data 2 0 0 0 0
Sickel cell disease No data 1 1 0 0 1
Unstable hemogrobinopathy No data 1 0 0 0 0
Thalasemia No data 18 16 11 8 7
other hemogrobinopathy No data 0 0 0 1 0
* 2.
PWE | 2006 | 2007 | 2008 | 2009 | 2010 | 2011 | 2012 | 2013 [ 2014
AAVNRIIR - DAFSKRBREICE D EFIE (BREIEHIED

Diamond-Blackfan 9 6 9 10 6 9 6 10 9

Idiopathic PRCA 1 4 5 8 5 7 6 4 0
ANRAB MR BB R BRI BV B O < JEBIE (B EIE B DR W ST

EXRMRFHE-FEHE | 8 | 7 | 6 | 9 | 5 | & 8 No data | No data

— 66
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FEBECTHD, RREGTELTI2EEOY R —AF %7 (RP) BiaT & GATAI &
BFRREEINTNAD, BAED DBA BE 0K ERIIFERERTIRATH D, REE
E. HTRES 15 BlOBEFZBIEZITV., 8HICRRMORRERTOERERE Lz, £,
Yo ==z ARRMR Y — 7 = =2 e — 5y h o — 7 U R %E{THoT
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HIBA LT, 1 %% 3 BTk TERT B TIZERBRRD biv, EXMATELE (DKC)
LEkrEhiz, o 1 £% 2 EFTIE SBDS BT ICEENED b, Schwachman-

Diamond fERE (SDS) &BWrEihiz, SeRME RN RME CIXRE 2RI EE 2 EF 25
FET D120, ERLBLETFEWIELRILT D ZLAEETHD,
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g — AW E—Fy No— TR KD
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Horibe K, Hayashi Y, Adachi S, Mizutani S,
Watanabe K. Prospective Study of 168
Infants with Abnormal

Myelopoiesis with Down Syndrome: Japan

Transient

Pediatric Leukemia/Lymphoma Study Group,
TAM-10 Study. Blood 2015;126:S1311. % 57
H7 AU mEES (2015 4 12 A 58 H, %
E Yo7y xd).

Moritake H, Tanaka S, Nakayama H,
Miyamura T, Iwamoto S, Shimada A, Terui K,
Saito AM, Shiba N, Hayashi Y, Tomizawa D,
Taga T, Goto H, Manabe A, Horibe K,
Mizutani S, Adachi S. The
Relapsed Childhood Core Binding Factor
Acute Myeloid Leukemia: A Report from the
JPLSG AMIL-05R Study. Blood 2015;126:
S2516. % 57 BT A U A fikFS (2015 4F 12
H58H, XE-¥r7qxd).
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A. BFEBEH
TEDRENTFEOERICHEV, RERRER L SN T
Wk 2 IR R RIEEBICB VT, £< DEEFOE
BERFREEINTND, —FH., BEZBICES-DIC
. EREZETI2BETHEBRICHRERRK & 250
DEPERALNCTHIUNERD H0, TOHEITE
BFREDERODEZATICE->THERY, £2TO
BEFERICELTHEDOFEZRW, -T, &
BEFOEENMEX OBREBTEDOREKT OJRK &
B EITHLNICTETEH, BERIZBITDHRHED
FHRANHBRT 3 0ENICOW TN R 25
HGMDie I, ZFORERBBEERIT D7D
BaaesT VEBBFIR S TRY ., E0F A
SR Z e RIS, BRBETFORERREK
NEFE 2 ERRTHD5E,. HIVIIEHEDE
VMZES < REHREE OFIEZ I L HifF s o
ERBoNNI &bl R, DX RGE
12, b M HEROEEMEEORIANRENTH S
LEZBIND, £ TR T, REFHREEEM
JaDReER FOEGFICEERBEN S5 57 )
AREEMERAWCERZEATHZI LIZLY, &
BERENLREAAERTEXINE >0, Th2bb
REBET MR E U CTRRBEFOREDZOICH]
FRAFRIRENE I DEREFTT 222 HBYE LT,

B. BrsthE
BEEMESRIFERMEE MITE R R BRI LV BRE
BIRSEFER (BB L2 b2 RU THBEORE
B &Y BRI S D RIFR) BNHERT D
LEBMETHIRMEORIRT, SKALETDII b
A RY TR hary RYU TR =2 U F N ERK
UBRI RS2 R L 0D ERESh TS, o
T, BREFHROBHEOARLT, I harFI7T
AT = ) F U ORBETLE G EFREEMOEE 2R
RALEZ LN, BEOBEBTOERRLKKIZLD
INHORBANPBETENL, FOERBEFIIEEF
B MORKELETTHDAREENE W EHES
N5, 2T, AT, BEEEFEHRER O
FEREGT & U TR BERENSZVREFRE 5-7
J V7Y UBEAREER BT (LT ALAS2) 2&H
L. RERZEEMBE T~E 0 U ARELZET
% K562 Hifn D> ALAS2 BInFICERZEAL  Eis
PEERZEERMER M IS R RBAEDNBETE AN E
S oRE LTz, BEESFREEALCREIND
ALAS2 OEGFERIT IFLEAENRI AU RER
THHN, SHEEOEILSBFEE Lz ALASZ2 Bi5T
DFE 1 A2 harORFERFRAT N —ITD
WL, R OEEREO R KT XV BEMESEIFER M
EMOBRRERY 55 ENRRICHRESINL TV,
BEOT ) AREEINIIERT OEIE & R OEE



IS BIEFESIORELHEAVPHFINDSG DR
DT, 7 LREOEH L LTHYTHDEEZD
5, 27T, K562 fifad ALAS2 #E=FIZ5 /) A
REFHTTHS CRISPR/Cas9 AT L& HVWTR
KODWVIHEALRZEAL, BAGRIEIC T/ 2
—bL., BEFREBRE L, RHEEOMENT %
1TleoTz, $£7=. ALASZ BT LN DELEFIT O
Th K562 HICTHRLL EROEANRFRENE S
PERET 5720, K662 MfaListoflifax AV T%
DREDEFEM BRI E B S0 2 & 2 HESEHE»
Thotz, 2 har FYUTHNO ATPEENE X s
EHREER CTH D CLPX Bz o0 Tha— FiE
WA~DOERDOE A ZRAT-,

(HFEE ~DEE)
AWFZEIZIE, WEE~OBEENLELREAERD
BDUNIABREI ORI AT E 220,

C. WFsmR

7 ) MRERHT & VT K562 Ml D ALASZEIS
FOFTFDOT LADT N Y —ERFNT IR E A
aEns L. ALAS2 mRNA OFRBITIEFER O K562
FRD 10-20%F TIKTF L7z, &0 X 5 Zeflila ik,
NETOEVELARLIET LTV, £, BER
FERTHEIND X 5 REAIR 2RISR BRI B
Sheholopd, ZERE AR TITMIEPIZERDIL
EVHEML TS XS REPBEINT, S6IT,
R harvRUTE T2 F O mRNA ORBELHE
MU T\, ZOREFEE»SEBE/ZOMTX
EREERHY, I b= RY TR F O3
B, ALAS2 OB ELSM b4 REREERIC X
DELT A AREMES R X, £z, CLPX E&fixs
FIZOWTH, FFICEHFOT VAICERZE AT
HZ LRI L, CLPX D& 37 B DRB L Rk
L7z fiin 282 2 &N T& 208, fhofifa & Bk
B O R E DOEITFR O R h o7z,

D. 8

R haRYTRTYFUOORBTLEE VDK
HOBEINTZZ &1 RFHCRETEMILD K562
MRS ) AMREER ARV CERZEATE L
WLV, RBET VIS B EIC/ERTE S

AREMEDS R ENTZ, S BT, 7/ MREREME W
Tk EOBBTF~OEROENIIREDOEET
WEREENEbOTIE L, Hx RBETFTERD
BANRFRTHDHZ EbHALNER ST, —F T,
ALAS2 BT DRELZIET Sz K562 Mila Tk,
BEFRMEREMICHBIT 2 b RERFETH HRIRE
FEROBENRETH-T2Z D, ZOVAT A
DEFA AN o7, BIRSFHRNBETE R
WEEIZOWTIZHLTIZRWA, I har Y
TH 7 = U F 2 KBRICRR I 7251, $24B
FI7Z2 85T K562 M A HERF L o5& 1T I3BRIREEF
HREOMIPEEINTZEOBERDHDZ LD,
K562 fifaiz 8V Trd ALAS2 OFEMH| 721 Tk
Na v R TET U FrORBEFER 4 Tldi
WATRBMEIZ R E TE 22V, F72, K562 Hifass |
PRI EROMIET, ~E/ e AEIIE TS
D, BT HETHL - BB LRWZ EBEEL T
WAHREEL H D, o T, BIEOEREA K562
Ml Z AW EDICHRNEZED ZDICMA T, iPS
AR & ov bHEkOIEMEEMERERMRE AV CHE
OB EEDDTETH D,

E. &

) DREV AT LERAWTEERBOREER L
DEGCFIHEILSERZEATDIZLICEY, &
BEF VM (B CTE 2R d R o e, =
DFEIFZ=Y Y —AEF R EICEVRES N, £
NETHONTORD > BEFERENERORE
RV IBDENEHONICTHEDICEATHD
LEZ b,

F. %%

1. FRSCHER
L

2. FERFE

1) &THT, AREET, ¥R, HiLFE.
CRISPR/Cas9 3 AT AL FRERBEZEMIE A
AW e RESRZFER MR ML e 7 AR O SL.
% 38 B H A FAEM¥E - % 88 BB A&/
SR (2016 12 A, #F).

2) ABRHEET, FFE, &7RT7, HUfing.



3)

RS- T I LT ) VERAREES (ALAST)
DNLMEFHIS hay FUTHRE X0 B R
T NVEFIORE. # 38 B HAZTEYFE
& - % 88 EI B ALEFES KRS (2015 4 12 A,
).

TR, ARBET, &FHFF, HLFHE.
v hD ALAS1 FIERRZHFAESICBITHI Fa R
U7 CLPX (ATP &ML VNI BT v 7 4 —
NE—Y) O%E|. % 38 EHASFEMFES -
% 88 [ H R LS KRS (2015 4 12 A, #7).
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FRHT)

BF3EE S : Congenital dyserythropoietic anemia (CDA) 1. ZERANIIRILERFZHILIZIE
REENRH Y, BEORIGHE M, EHELE X OBEE~T I o~ b=V 250 KB
THD, 6%, CDA IZBETHHMAITEICERNLE LN TWVWDHDOHLT, AL TOEEITH
LINZENTW Do Tz, ARV T, TBEIZBIT A CDA OEREBZEEL., 20
TS ER DWEEOREN, IDIEENRIBEEORBORE LR AMEEITI,

A. BIREH

Congenital dyserythropoietic anemia (CDA) I,
SRR MECRHIBICRBRE RSV | BIEOTR
JEMERE M, EHELL L OREENE mw b—
AERHEOIMBREBECTHD, BBETIE, ZhET
CDA DEREN+SEREINTE T, BAEICKT
% CDA OEREZHLNIIL, ZWEEDORHKYL, &b
WITERIGRIEORBEOER R 2WEE21TH 2
L BHIE D,

B. WFREFIE

SERFTERE (£78) »3LARTTT - 72 CDA O2EHE
ESEBIERLERAEREZ T DD EEBIC, PR
BEFZE~OWH S, RS ERRET 5, D
RMEEFREOCHL LT, FAERBE, —B/NER
E. MRNEIER EIZbFRRBEEVMIIC L DER
BTV, EORAEFOERIIED D,

(fw B~ DELRE)
REOEARL 25 AA/NRILIK - BAFRDIRE
BEFEL LT, ¥2REEEZERTAREINT
WD, £z, WEICET OMEERIL. REMEE
ThHHIEMEOHRT 2 BRNMERKRR. BEF2
WricBd 2 mEELIL. REERER THLLHE
RETENTNAR SN TV D,

C. WroiR

SEEE (£8) BLENT->72 CDA O2EH
BEBEBIGERLYEFIC L, PREETZH~OH
7. BIREMR EAEE L, £z, RAEREZS
DAREBPEREDNDEBEERNID oI, X
BET DL bICTREERE (AEBRFE, 2K
IEERR) 72 b NCEET2E (BERKFE) ~
DB\AEFEONT T2, BEFRECKHRY—7 =
VI & BRI 2 ST ERITC. CDA S O%E
BIOFREME DS HIBA L= A0, YR BB T O
oD, BEFEREANLIRELTHA T
AV DYETEAT o Tz, FHEZWIEF IR THET
BT,

D. E£

AEEFFEDO Y R — k&I, RFLTOD CDA DFEH]
NE, BEEZIToTEREDN, BMOBETEE 2
DEBNIBD TR, MOMBEBRELBRZINT
WAIEBI S Db T R b, Bl&kE, FMk
RAE -HENPMETH D L RFZAFRD CDA IHED
THTH LT TR, BRMORE & £ 5 " Retk
LHY, BEHEREEED THRFDPLETH D,

E. &R

B EO CDA OEROIERERIERLE ., L v
BIEERBT A0, SELHE, FEALETH
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SRR E
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BE S RS PR IE OB HEBAE

WrEsHE

INRIER (BB RFERERTE i FEARE LA 20T/ N

AR #iR)

WRES
BRI, B BER T DR EBEER -
B D RER B Ch B, T T

1BEE L Ui M MinB s —o
BIALE D iR E—EDRERILR VY,

Hill%h R 2 il U 7= AR &

: ESEE R ERBAE (Severe congenital neutropenia, SCN)
BB CORLBEE
10 FEEU EOBEEEFBRE SN TV DA,
ROk, KRR E bIhFFER= T X & —E#{nT (ELANE) OZEREZK 5% RO TS, 1R’
IREIETH DM,
4B, YFRHZ COPEIBHE TEMZO>WTHRET D,
mif& 4 B, FEMmE 3 Bl CHMEY — A I2FIEREER, aTlE
ATG Z W, 1 BITREMOAEREEZBD T, o 6 flik, I8
DD, performance score 100% TEFAETF L T 5, EF R, BERBHE CAEE L,
BBRIFTHD, GVHD (2B L Tidak, Bre biz
IX. SCN %#ED7-BHMEEFEICEDNTHY | SRITRECLHE

(S 2 s

A% B> b O BEAEM B RRGLAE D K18

Rp— Y —ZD@IR, B

L Flu, CY, Mel, TBI,
BEXATH2HHFET DS

BEERQROLDIFIR LN T, FE

FMER L 2Dl HEEDRFNEETH D,
A. BB WTIRE 21T 2 T,
%o R M4 F B 70 JE  ( Severe congenital
neutropenia, SCN) (%, @ME4FHEkED. BB  B. EH
TOREHEE - BRHERCORAEE, £HREH LY TIEFDO—EZE 1ITRT, FEiE. 20106 19

O EREM T RRAYE O KR & R & 9 D BRI E B
R TH D, 2015 FEORFEMARE R DRFTHE
TiX, BMBEEEOCFICHFRERBAIEL LT
SCN1 25 SCNb £ T, BEELFIZL - THES
T3, G-CSF #AI OB B2 X 0 BRYEICXT LT
DEMTHITBEWICHEINTZN, E#HO G-CSF
BEIZLVERERBEAREREREE (MDS) CAaEFHME
HIME (AML) ~OHERIK 30%IHE I T
5, ITETIHRIGEE L L OEMEMBEBENITD
D REGIOBEERHEML TV 5,

UL, EmBMEEHEICEIT S RF—Y—20D
BN, B, sILBEZSICOWTORET—E

TRV, RFEFIOEFETIL, BREBEN, JEHK
BERIRTLEIZ b 5, b {ﬂﬁﬂ’ﬁﬁfﬁéﬂ’m‘o’ N
BERIBEIZES TV RNWERTH D, 56, LS
REEIRRE THIAT L7z SCN ESI O FIEE BRIz

i (FRE 45%) T, EF 2 2R\ TC ELANEE R
BT o 7o, &F CEEMBEREZ KRR L T,
27T G-CSF IZ L AIREPITON TV, BiE Y —
ZILEBEE A L HLA — SO MmgE N —72 341,
HLA —% D FMmGE K+ —2% 2 41, HLA1 JER—
OIEMEE FF—» 18 Th-o7-, FILEIL. fE
IR Z R RIRICHEE T X 2 BHIEWHEN L U 2
CEIZIRL, Flu, CY, Mel, ATG., TBI ZfEH L
7o ME O AR LS4k, HLA —E ok
R —Tik ATG 2R LTV o 7z23, ER 3
DEIICREXAT LRBHHZRBHT-H ATG 23
B LW Uiz, ER TR, UANVABREERL
TATG % 1/4 BETHER L,

C. IR LBE
=R 2IIBHEERE T, EM 1613, 2FI4EFL



7223, HLA —Eif&E N H—0iER 3, 4 TILiRE
XFRAT Lo DIZ DLI 2489 iR L., JEF] 3 13%
ELIIRAF AT, EF 4 1XIZTREF A TREL
2o TS, FFHREMESEII S THY . SRS
R BB EERB LTV, JEF 71, B
RO, WMLk & bICFFAREN S 1t
DN, BHIEMRTH -7 2 L ITETLE O E I A
Tt eEx bk, EF 413, EERTATG b
+oEER LN, BET A TRELE 722 L3
MR E T Dol Z EREE LWL EE
R BTz, RIEICEIT DEEFICE L CITRTLE TO
MR Z RS 2 & RS FTRE 2 SR
T+ong&bdZ LA Sz, W OERFIZES
L T% GVHD (38 | perfromance status100% T
BHIEFLTND Z L, BTLE, fdiiais s
BLEBHERED THLZEERLTNDE LD LA
bz,

D. /&

mi& 4 Fl, FEMmZ 3 FICBAE Y — XL, 2655
ZEA LISt R A R RR & L72RilE (Flu,
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FRRLDOTHoT, 5%, RESIERMER EEE
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#1. EH—E

Case Case Case Case Case Case Case
1 2 3 4 5 6 7
Age(yr) 2y7m 19y 2y8m 4y 2ylm Ty 2y8m
Sex male female male male male male female
Etiology ELANE unknown ELANE ELANE ELANE ELANE ELANE
. Skin,
Pre-transpalant . . Lung . . . .
pneumonia cellulitis pneumonia pneumonia pneumonia Perianal
status abcess
abcess
Duration of 13 17 3 3 8 1 1
G-CSF therapy months years months years months month year
Soure BM BM BM BM BM BM BM
urce
(MUD) (MRD) (MRD) (MRD) (MMUD) (MRD) (MUD)
7/8
HLA disparity 8/8 8/8 8/8 8/8 DR 8/8 6/6
NCC 2.9 3.7 5.1 1.7 7.0 4.6 1.9
(><108 kg) R . . . . . .
Tul Flu 100 Flu 125
Flu 125 Flu 125 Flu 195 Flu 125 Flu 100 u 10 u
Conditio-ni CY 100 CY 160 CY 120 CY 125 CY 200 CY 180 CY 140
nditio-nin
°re ljn nl € | LpAM 70 LoaMoo | Lpameo | LPAMT70 | LPAMoo | LPAMS90 | LPAM 90
gime TBI 3 B 3 TBLS TBI 3.6 TBI 3.6 TBI 3.6 TBI 3
ALG 60 ATG 10 ATG 12 ATG 10 ATG 2.5
* 2. BHE/GR
Case Case Case Case Case Case Case
1 2 3 4 5 6 7
E ft- Reiecti
nera Day 24 Day 20 Day 14 Day 20 Day 14 Day 14 eection
ment (55 days)
Chi B B
Hmerism 100 100 Mixed Mixed 100 100 -
(%) (90%)
DLI — e 4 15 - e 2
Acute Skin
GVHD grade I B
Chronic
GVHD B
EBV-LPD
Infecti — — — — - —
ection (day 48)
outcome Alive Alive Alive Alive Alive Alive Alive
PS (%) 100 100 100 100 100 100
Follow-up Second
. 8.5y 7.5y 7.3y 3.5y ly 2m .
duration transplantation
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