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BEEMEHARRERRE . 4 ZORENRF OBSI X o TEMMO 2L - HEIEAMEE S AT
WA % ST HEEHORITH 2, BEEEFOMGELIXIUIXEMMIROAIZE EE LW
O MBRIE 1T 2 TR AR, WIERTE X E ORIt R ZHED 2 L%,

PLMBRIEA % & T BB EMASEEME & LT 7 7 > a2 =#Ifl (Fanconi anemia; FA). Ja KM
{b R 4%E (Dyskeratosis congenita; DKC), ¥ 28y N~< ¥+ X4 7 & > RIEWERE (Shwachman-Diamond
syndrome ; SDS)., ¥ 7 YV VJE#EH#E (Pearson syndrome; PS) 23E1 5 i CTH D, H—RIE D A D IR
WAEETE2HDOLELT, XA TEY R 77 v 2 77 &Il (Diamond Blackfan anemia ; DBA).
HE Jo R 5 BRI AME (severe congenital neutropenia ; SCN). 46 KM B A% TR ER M il /N I A il
(congenital amegakaryocytic thrombocytopenia ; CAMT) % E3& £ 5,

[FfEE MANRE A DR R 1L 2 2 O MERIEAZIZELTH 2 DD, FASRLDKC D & 5 ki
EL L OBMREIHESEENL LT VI LMD D, EBURROMALEMEGVHD X = RFE A
DI O L3 RN D H 5 120,

ENZNOEEBORHEHFE L. BHAROHEERE & RFEE, MOBRIEOF L IRE L&
MARIEAE O EIG % E S 2D 5,

EMMEBIEI 11> — EBlaEEHTEERHE (B2

I. WREE

D YENT BT BB SRR SIE RO FESE X, b SHE O E W FA % DBA THIA: 100 5 A4
72D S AR TH D, FEMFERIES~10AIZE &% 25, DKC DFIESE IZE - TIEHA 100 5 A Y
ZDIAEVWOLRTED, WTNOFHE LMD THRRERTH 2720, B RABOFREZIGIZL
12X A KT A IFTFEEL LW,

Z W AE 13, DBA. SDS. CAMT. PSIZBWVWTIZIF LA EDOHITHRBIZDMI S L2 55, FAR
DKC I3 BHREOFIERI B2 TH Y. HE2WVWITEHALORKIER IO Rrb2kans 2
tbdH 2,

BKITARTAVYONGE L TEREIT—E LIZERTED 2 DIXH#ETH 25, FASLDKC % EFf
(RS B A ORE DSEEL LR WIR AR IZ B\ T, [RIREE A A A o 3 513 R HIRY 12 40 7% R i
WWIRE S NS Z L5~ KINTH 2, JBREHEHAIEMREIC B VT O EHAE O EEE 2GR
HECTH), EEEIHEAREEDN L HBOREELH VLN L, Tz, HERPUHT 2 EIEE
DEERT,

®1. BAEFTRMEN GEGH BT LERE) OBEESE

REE

HE

PREE

FREAE

BE

EHIE T o FHER <
200/pL

1Bk < 500/pL

IFHRER < 1000/ L

IFHER < 1000/ L

I/ < 2 X 10%/pL

/MR < 5 < 10%/pL

/MR < 5 < 10%/pL

HEARIMER < 2 x 10l

HEARIMBR < 6 X 10%/uL

HERIMEk < 6 X 10%/uL
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I. BEOE

1. AMIKED & & - TEREBRADEREICE T 5 BIEBL

B HLA B A HLASE2 3 Bt

BAERRMEM

R GNR GNR GNR

rPEEE GNR/S* GNR GNR

<% HiE S Cco Cco
TFE / R EE S S Cco
BEHENRAEREE/ A MK

RA S S Cco
RAEB/ A IfiL5 S S S
B —RiR D H D MEKHAE

TR ~ P GNR GNR GNR
HETHDHHI~#D I B Cco Cco Cco
12037z v
/5 FE THL~#3 D D S S CO
B ED 1 OENHTZT

S: standard of care

Co: clinical option

Dev: developmental

GNR: generally not recommend

A — I IR E R T D B
BEEELTH LW

S CTH D, R L CEMT S
— R3O 5w

* 10/ 2L _E D FA 13 EE T H HLA —E(f@ME R 7 — 230 USRS

1)

2)

3)

2.

FA CTI3B b S8 B ERE & FRAEAR RIE BN O 851 258 U WEERI S & % 25, RA THEFE T 2K
ReERBEE 2 D EAITIX, HLAAR—ZFEME K F —EF 250 CHISEHEE T 5,

RAEB * HIJE TIIALFEE L SRR CORB LT TS Lz, HLAL JUEA—EUm i
K —. HLA —3(~HLA1 JURA—ZFEMA K F — L IE MBI ML OB b & & THIL & $ 5,
AR — 1T HLA — A E—EIRTH 2 05, REEEETH2ELRIT 27: 9. FATIZE

Qe fRIEsMEiRER T, DKCTIET AT RAZ )V —=v 7% {75 ZEBLEF LWV,

H—Rif 0L MIKED % & - EEEETRASEREICE T 2 BIEBEN

FIMBCR DY S 2 EIEE DD EIED 5 WIIREIETH 2 Z LITMZ T, UTOWT &

THDLT D,
#1) MLOWBHFHEDE TH 5 5, ARITH o THRYOBHME SN TH 2 Hifn, HERGERL L

#2)

#3)

T, BREFEESSBHRER EOGHEISBT LML VAIBRERA 70/ FZET 28545, B
EERZITYZ7u0aARY) v (CyA) ILKET 25AK L,

ABERH & B3 2 HERYYE & AE 3 % 2>, £ @ Granulocyte—colony stimulating factor (G-CSF)
G- DIEGYIE D F B 1A AT R 2 BE A BRIEAME

SHEW L 7 & T RICE D 2 iR % 23 2 i/ IMRIEAME,
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. #rHEARY —ADEER

INROBAEEE 2 XNFIT, KM & 5 R E 2 125 #1912 LS L 72 Buropean Group
for Blood and Marrow Transplantation (EBMT) & Center for International Blood and Marrow Transplant
Research (CIBMTR) 2* 5 O #id Tid, R MLEMIEAERE 3B BER AR & LB L T, #EHAIICE
HITEMGVHD OBE M E <, EFERDL > Tz, 72, EBMTIZ & 2 7956l DFA T § 2%
MARIEREAE D BAE T H . R IMEHI I T2 GVHD O, K254 QM OIMIL L 72 &k
HFTHdIZEIWRENTWDY, 18 GVHD I FA 125\ T O R LB o F9E & 5 By
MEE2ZEHHMENTE DY, DKC Td A ICHHERE T LEErERIc e T 22807,
I QBB T ERMIIE Y — X & UTREMEHIIZ# T 2 xS TH2 I, 7z, FAILHT S
93 {5l 0 JE MAFIEHF ML O IRE Tlk. 3FEEFRITA0 £ 5% T, FER D 31% HUBRGLIE, 21 % HVEER
&b JEMARE MEBAL L IR L CERNEIHEOBE S <. o RRiAB o Ty n,
OB TIIBMBlOHMELDBICE L2200, BAMIEY — 2 OBIZHEETD 2 23, Kl
MR 12 35 1 2 18 GVHD O3 hn= FEMARMEHF MAAE 1C 35 1) 2 JEGYE., A& A2 OHHNITR
RBRENZTHRE TR % BRETIRAEREEHA2EE 1IN T 2B SIS MEO Ry —2 &
LTk, BRZ&EIRT 5 2 EEE LW,

V. BHEmiE

1. Z7>a=&Mm(FA)

FAIZX 3 2 )3 o3& A1 FO A AR 13 HLA — BRI SIS AE © o0 B AL |2 SO #RH B0 B 4 (TAD
500cGy &7 a7 % A7 7 3 F(CY)200 mg/kg % F W 72 B ALE TIXBHBIHEIE 1L 80% 1T R A TE7,
ZD%, T ENMLAINOERZMEEEE L TCY %5 mg/ke/ H. 4 HiIZHET 2 2 &£ THLA—#
FfafRH O 762326447 LY. Farzin &2 © 356 O #Hi%5 T TAI 400 cGy. CY 20 mg/kg 3 &k Fv
<PLTHINE 7 v 7Y  (horse ATG) & D #Hl A4 A € T (54 D monosomy 7. MDS, CMMoL < HLA
A= EFF—Tix3 51zifb). 10FEFEII% & W) REIE LTV D,

CY ZHh & LTZATLE THIIRE 2 8 < ila b fTbh T D, 77 Y v bIdHLA —3Ullf%
RF =55 OB T, CY % BHEMIZ200 mg/kg 2> 5 100 mg/kg IZJFE L. & 51280 mg/kg & 60 mg/
kg THELL 72 7 — & 235 S 1721, 80 mg/kg %35 L 72 7THI Tk &l 2345 L 4B s EHIEF, 60
mg/kg TG L722301TIZ 7 0 —F VG EE LD 201 2RV 21012344 L, 2260123 RBIAEF L
THH., FEEM EOEMGVHD D&MD 60 mg/kg Bt TH L o720 & HITA3HNTRER 2 LR L 72
W TH 3% DEFRT, FHABERED I HITHEBE CRET S f, BRI 46T b 241X
B TR S iz,

7NV EZ Y (Flu) iZb 23 EIT BT 2000 412 BHERKF S A7z 23, FARBRERMEIM Y > 88k % v
7zin vitro D PRSI AE T, EFARE LABEOHE L MR I STV I LWRENY, FAR
T b reduced-intensity conditioning (RIC) ® key drug & 7% - 7z, HLA —3X[FEfERIFEAE TIX Flu 150
~ 180 mg/m’. CY 40 mg/kg 3 & OF ATG O IEIHFHIILIE T 7HIH 7HI 3B LT L. BRI % i 0345
L, &5z, JEMAk R > —LHLAR—BUfk K > — %2 ERE FF—BiicswTd, HLA—
KIS OBIALE IZTAI 30\ L 4.5 Gy 2Nz T27Hl A0 L, B ImBAE O 14 % B < 2641
DRI CEZ L T96.3% £ VI AFERMIE LN TV LY, KETIE Wagner 512 & D, 784
DO HLA —Z % &8 98l FA FH 1263 2 RIMBBAIT B W T, Fluz & O HILE & & F 2 OATLE
EDHIAPT L bTz, FHIROEF T, Fut ETHILE L & L WAILETZNZ189%. 69%
(p=0.02). I/MRDOEE D FEEEIZT4%. 23% (p<0.001) & Fluft CEITH D, 3EEGFRD FAEEIC
52%. 13% & Fluff CRAIF 2 A& 2315 5 T W07z (p<0.001)e £ X ) 7 225 12 64H O FA 1T T 25
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REAE 258 & 190 31410 HLA —BUAafMB M, 26 O FEMARBEA, 760 HLA A —BUiF B Al
T, SEEAEBFERIZZNENGT%. 40%. 69% TH o 7205, FEIMMBHAL D 1998 4ELLHT & MIFETE N ZE
710%. 72% (p<0.05) & AEGFENM L7, Flux FUHILE, & F L WITLE L OAEFROHELT
X, ZNZ086%. 59% (p<0.05) & FlufEBRITEN TV,

FA 123 S 2 BAERTALE & L CTid, CY 20 mg/kg ® % Wik 60 mg/kg % Hulr & LTZHIALE &, Fluz &
CRTILE, BEHRIEE 2 & CHiLE O W e @RS 2 20580 & & 2 23, MFE Bz BT
IS OHILE D AT bIT WS, 9401 % NG 2 N0 OFTLEIC X 2 iz L 72 & 2 5,
CY 60 mg/kg#£13 CY 20 mg/kgHE & D H 104EAFR M EIF T (91% vs 82%; p=0.035). BRI %
EORTLE XA RTAE X D S ARICI0EEFRIEFRTDH D (76% vs 91%; p=0.005). Fluz &
T RTALE 13 95.2% DIk b EN T EGFRIE STV (p=0.034) 17, #EimE L TIE. CY 60 mg/kg %
AWTZHTLE X AEFER TEAT WD OO I EEENE 5 O H35 < (20% vs 5.6%; p=0.049). CY
20 mg/kg IZFlu Z N 2 7o BT E xR b EAT W, £01%, 7 7 ¥ XD 5 ldclonal evolution %
L WFA 12X 9 2 HLA A MAGE B IZ B W T, Flu 90 mg/m2, CY 40 mg/kg O BiALE CTHH#E (16
B & B\ IR L (400) 2R L. 20 TAE £ TI5% HAFH & v S ERTEHE D s S 1t
B, LAEIZBWTHCY DFEEGRIZFIu & DA ALY T mgkg AV LNTWS AW Hfl
MEEMEZ I E Lo TH 6T, U URERLEEZ LN D, FEMBBEHBEIC IV T BSIRIRS
BIALE L IERATRTALE & DI IZT LTI 53, Minnesota D 7' Vv — 723300 cGy 2* 5 150cGy ~D
R ZHA 0, G OB X VKRS ATWB Y, KED S ITHSHRIBS 28 . Flu. CY.
ATG. I1ZBu%iBinL. HLAMAIEIMD 2 W Id HLA JEE A 4%/ FEIMA K+ — 25 THlERE D 2
Wi CD34 B HEAMIE IR 2 17w, E1FERIZ80%. 108431 0 /N BB 204 T 1% 26 4 445 34
7 e b RS i,

Clonal evolution % f£ 9 FAIZ 3\ Tlt, CIBMTR % 5 etk B4 544, MDS454l, &M [ i
14 DFH 13BN 3 2 FMEBE S S . 14E, 3FEB X OSFAGFRIZNZN64%. 58%.
55% T, PEREER & MDS/2MRIE O SFEAEFRIZZNZN6T%, 43% L. ZNLOHTHE
HAEGMEOND Z ERENT, 77V AL EHITIEIH 2D DD, FLAGIZ & 2{b2EHE
& MR C 6 il 6 Bl 03 FfRAFE LT 3 L S e,

2. 94 7EVEF TS5y o7 7>EIM(DBA)

DBA OEFEDHE—ERNIFREIBEEATa 4 FTH Y., H80% DHITHEEhS 25, BEILL 5 2D
20% T, 40% F AT 04 FORHRKE52LEET L7015 20RIERORERD D, o 40%
I 3 X OFk¥ v — MRBICIREFEEICR 2%, 2T 04 FIBRICRIIE 2 A 70 4 REREMEOF)
IZBWT, FF—o5HRA7u4 FORERIZX Z2EIVERA 28 L <, EMARERE B S
%, Diamond-Blackfan Anemia Registry (DBAR) 12 & % 365l O &5 Tl%, B SEAFRITHLA
—HFAEHEBETT2.7% TH o Tz 5, REFF —BRIZTBWTIX19.1%I12E EE D (p=0.01). HEI
BARIE R TH - 722, EFOEEOAEEM LD % 3, International Bone Marrow Registry IBMTR)
12X 261 Bl OHETT D 3EAFRITHLA —HFANMBAETT76% . R FFH—BHiT39% L ShTw
22, WFNOHE DR R F —BHOBREIRRETH 205, R K- —BAifIL TBI & D RiLE
%<, W LB COBMMIEVWE VSR 35 5, HANRMKESFERBEAEMZE
B&I2X 2 190loE Tk, 66lo HLA —(FAuMBAE. 760 O IEmBE MR, 36 oIEfiEs X
O 2B o A IAEAR, 16 O KA MR 238 £ ., JEMBIEF LD > & 26 »34EH S . 1
FNFAEBRICCT, KR MMM D 14 H 38T LT 25, JEMAE 76 % & BB 13 613 20 234
FLTWE®, ¥4 TIEDBA KT 2 EMGHEALICEE CTH 2 25, GVHD OHIH 2 RAF 7 b 23FE T
iE, A% R > — L AEOBMEE Z IREL 5 5, 4 4V 7 56 HLABEAF (164)). HLA#AIEM
& (14 61) OBMERARL 23S & A, 286 THAE 2B TRIKD SHEAFELRDIT44%. M F F — Bl
TH69.9% & W) FAEAIF LN TH D, 107K T20004E LU O FAHAG] TG MER TV 1227,
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DBA 12X 3 5 BT ALIE 13 Bu 7 & O BRI RN T LE S0 CTH o 7225, miETIEADEH 5
RISTCTORIFI A SN B LI L o7,

3. ZXRMEALTLE (DKC)

BRI T 21 E LT, BARREEEIN OBEREE DI X 2 PSEQEF I LT, &7
V=7t EQEARLANVE Y DOFREGHERE S TV 5, KL D BEH TR 2 MR = RS 23 A
LMD ZEND LI, MBFNRIEBALNDEETII2~3 A2 ET2H LD D, FLFHEE B
MALZ EDREIVER OREESBETDH 5, FBIE £ 72 I3 RFEREG CI138E MEIEBALASHIE & % 2 23, 18]
O THLEEBTDH 2 1 DHEPNID L B BEMIR A HIALTE O 15 pE 13 2 O fiti & OFhE <2 T PR EE &
RSB K & R ME T, BB K- — 25 OBMIIEO TRETH o 7223, IT4E,
BHEIERBRTALE 25 A b s £ D122 ), Fluz & RilE CIRIEMmBEMBMIC BV T 47
Bl DS S T3 332

CIBMTR 2 &% S 3172 34 B DIEHT TIE. #950% 23145 K - — 20 5 OB T 245 2B B 2 Al Y —
A& LTed5, 428 H DIFHRERA #1373 %, grade I ~1V O &M GVHD £ & U84 GVHD OA40F % %
NEN24%., 37% TI0EEFERIZI0%IZIEE o TWB ¥, 9|0 HLA RNHEA MiGE B D 2 Wi
FEMAFBAL 2 & & 105 2B AHR 4 » H DNITBHBEAIHECHT L, EBFAe06flz o7, *
72 SAELBEDTETHI 6D 5 B, 4FNIIERALDFEH & % > 72, DKC TIEEHIARE A CUE L
ThH. HELL AR P FEE 12365 < JRAEE I X D . IR W s > et 4 2 2 &
3B D, BIALEFBME OB & GVHD O B HETH 5, —EBDH TR 0 2 fFImE" b 17
bNTVWE 2, BRHFRIZOVWTIEARPTD 2, T4E, WRIHERZT 2T 2 DKC Oz, s
TIE %, MEFHRFEPEK TH 2EFIFEH ZEDOTH D, RHITINFR2ERFI 3% W 2 & AR
SNTV, IBFFRIRETE b B OWEIG & % 5 25, % O K 2%hepatopulmonary syndrome T & 2 ¥
BT LR T, PR R S D,

4, ZD0EGCHEHBHALERE

YanNy NIV e XA T E Y FIEBREEE(SDS) 13520 % AR RMEE M 2 5 L. 20~33% 1
MDSH 2 WE 7 u—F Vv REE, 12~25%1F AML ZFAE$ 5%, (LRI & 2 IEHE 2
FFCE 9, BB O A 0IERE L X 5, BRI ETLE CI30< b O 165 BE 1 o 51
FEDE L SEEFRIZE0% EHE STV, Flu, L-PAM % & & RIC O T 741 & D Hif
THRLEHIPEFE LTV EWIRES H Y,

FE S KA IF R BRIEAE (SCN) D 90% 12 G-CSFIZ G d % 25, EHI# 512 & ) MDS/AML ~®D
BAT oINS 2 72, G-CSF RN B 2 W IFAESEHNIZ 36 T i fa A 252N & s 4P, MDS/
AMLBATEI O 11 FlOBAETIE, B ENVETLEZ AWz 1061132 TEE L, SHIAEFEL TW
2500, REFF—BHOIFI TR IFOADIEEL TWDE, bHBETIZISH HETTS 2D, 34
R CERIBENRTLE 2T b T 3 25, WIRIBHE T 12603425 L. 425350 7: 0 1THB
Wiz, 160 23EGFHRTH 5, B FF—BHIZf <1 H BEIIET., sHIF3fICiHEitZzRo
7205, 2B CTEE L, BBMLLO1Hl% &S T8HIHAEFL TWwab, EBMT & Stem Cell
Transplant for Immunodeficiencies in Europe (SCETIDE) O & [AIf##T Tl 19904E~ 2012 4R 12 Al & 11
72 136 B DSENT S . 34EAETFERIT82% ., BHEHEETIZ17% T, 10K OB, THEOBE, B
X CI#%. FEMAF I 220 b FTHLAMEA K —2 6 OBMEE S RIFTH - 124,

P KA S EALERME /IR AME (CAMT) 1349 50 % A3 BT RR % F6IE L. MDS < H LK ~ D AT
bbb, BITHEATOA Ry 7 uZAR) YI3—@0EORIREZRT Z LD D, RIEEE
LE MM T 2, HLA —SFRERIAHE © o b« < JE Mg HE B o RLhfl*, JEif
G S AE D B Eh ] *© . RIST TORRIIHIY bHE S TW 208, DPEHIOHEICL EE>TWVWa,

5
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V. 3ZE&H

1. BiERILE

BARERTILIE 2 D W TIEFA RV ZEFIBICE S WG 25 2 L XV T v, V.
TR L 72 & 912, FA ORBMETLE T HLA — 2R Mg (%) F > — 123 W T IR B L E 25
NTH D, CY 60 mgkgdH %\ idFlu & CY DHFH &2 Hub & L 72 BT RLIE 23 BT 70 Bl 2 X T 5,
FE M AR E BER A CIX MRS & Flu, CY. ATG Z#lAE DB RTLE 2 0 & 2 Do FE Mgk
MBI E THEFAHOEFEE LD T Vb DD, JERIF VY X TH S Flu, CY. ATG T4 7 i
PELNTVWEWI EARENT WS,

Dl b2 GEAEFA I U CHERE S LB RITALE XML F O D TH 2,

BAXTRMEMS LURA
HLA—Z@EkE F F— RERF—
Flu 25 mg/m X 6 days 25 mg/mt X 6 days
CY 10 mg/kg X 4 days 10 mg/kg X 4 days
ATG 1.25 mg/kg X 4days 1.25 mg/kg X 4days
TLI/TAL no 3Gy (2l L)
RAEB & & U2 A %
Flu 25 mg/m X 6 days
CY 10 mg/kg X 4 days
ATG 1.25 mg/kg X 4 days
TBI 4.5 Gy (34r#0)

Flu : fludarabine, CY : cyclophosphamide, ATG : antithymocyte globulin
TAI : thoraco—abdominal irradiation, TLI : total lymphoid irradiation
TBI : total body irradiation

DBA 12X 2 B AERTALIE 134 TH D, TBIZ 10~12 Gy & CY 120~200 mg/kg % T\ 724
<. Bu 16 mg/kg 2> 5 560 mg/m* 12 CY 200 mg/kg Z A 2 72d D %% &, HIMLIEIZIE W IRE O HiALE A
TFonTEsH, EVROBMITEA 2545 ERATLHHER TS WV, L L %5, reduced
intensity conditioning (RIC) IZ2W T & FHHllIZfE S 2 IEFIEDOE S L VO IHBIRTH 5,

DKC 2R3 2 BAHRTLE CTliX, BUTRIRS L@E RO CY (200 mg/kg) »3HiEREE 0 BEELC, Hifi
TRMERE 7o L OB OHEIC O X232 Z 226, FluZ iz CTCY Z¥&E L7z RICIZHIfFE 4 > Tw
%, RICIZX 2B CAEEROERBELWHEIE LN Lo L WO H H 2039, IR RETDI
CEEASLTE Y, MENEEEDD L WRIC DHELIRD bird, R FF—CRDHEEEZ TOK
BHEBH 2Nz TEEMELNTE D, SBROEF OSBRI 15,
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