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JRFEMESRIEARANE 1T I 300 M EOBRE LD D BEIEORE CIRIEMMIIEAEIC X 2GR BT
5o FIMREARIE L, FHREBICL o URRSRL ), ZREMEZRIRERDEL S, /20 F
BALRTWERER, BUREZME R IRED H D IBHFEEIIREIC X o TRZ 5, Gl
ZEMHT 2. ZOREOHEBETH F 2. BYIERL S HHE OIBHRL TB 2+ 1247w, Eifee
W4T ) R Z B3 T LI T3 2 B D 5, NEOBEWSLENOEERREYS 2 5 &, Wt
OEHRE 2D F FENOEBITIGHT 2 Z LIFEL L v, A, F5REOEN O MBI
WHEHET 2 D40 TERILL ODBMeEMT ILEDID 5, BIHEORIEZROF M H
BLRETH D WMEREOIRRE, M REOIREE, X 2 ) X & OFHliSE 2 8 BAT WG & UE -
ERLTWL ZEBRUITH 2, BEMMIIEAE LT D 7201213, RIS RAE & & MR AEE
T 2T GHENBETH 5, ITNOLDT— X EHIT, TELRFEEIT, »OoRBPNITIEFE O
REBETHERI TS 2 L D ITRHHIS 2B D 2, [FIRFIZ, BAREICBI S 2 Mz G L. hoEE
FHLERETEE T 2RE L L ORENDH D, I ZITIRRT 2 EMMIEBE T A R 74 i3, HLF
T, INnFTOENOER LM OEHR (BF 12 ESID/EBMT : http:/esid.org/layout/set/print/Working -
Parties/Inborn—Errors—Working—Party-IEWP/Resources/UPDATED!-EBMT-ESID-GUIDELINES-
FOR-HAEMATOPOIETIC-STEM-CELL-TRANSPLANTATION-FOR-PD) % & L LT, HED
WO EFIRDUIISCTHER L 72 b DTH 5, [FHEeHEET21:00H ETSEREHTH Y, bl
HEEBET 2D TREL, &, BHIGILTWL FETH 5,
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[FHRERBEALEICHT S EMMRBECHHEXUEER

JEFMEIER R VT 3 2 S A IRAE 1L, R RIERSER B RICE 2 2 BYYESCEIHE L L
TOEE., HOREBER, RIERELS, avro— VvEREEE L2 ZEXRTFRINIGHITHEDE R
5, EIMAMEALIE, JRFBEERERSRE IS T 2RREETH 2 4%, BHEIHEDFET 2 0E D
D, FIEOEMAMEBMSRII LIz & LTH, FEEMAERSED T XCTOMBEIMERT 2017 Tl %
WEEDDH D, FEBOWREL X CHEMEL 72 LT, MELFTEE N TE2LEND D, BN IZEGYE
RLEHEDD 2 &, BHREMETLCLZ ), BHMARETHIUL, BAET 240, BRI & 7
HNZEE L, SR E T, TS 2 BTRGERCAIHES L WX D12, H2 VIRV,
MR 3 2 72 DITERFEWVERLIMBETH 5,

IS AR AR O AOHE I 1E, SMAEBMEZERE T280MEL. FBERIZX2EMMEL 2D
5, BAERTALE OEBIUZ D W TIE, FEREE O BIHREZ OB e, HaRkEE I & oA 0HE 2 E &
TOREND D, HEMEFIERSE CIEIBMITLEL?Z K TH THROAEELARETH 2 Z L 13%
WS, ZOGABHIIEMEEDRIESE LN T W L35V, BYYEL EOSIHET ®IT. BAIZTH
FE DA DA BE T B 2 HERLHMAIE LT Z bR W EEZ LN BEEITIE, BHERTLEZ 832
BVWTEMMEBHEEZIT ) 2 L PRBOTLOIZBETH 2HELD LTV, £, TRETRIT:
{2tk GBS ) v oSIEZ S0F L 7ol 2 &), Sl 4 HBE o LR R b BAERTLE OEIR O 7: &
WEEZRTTH L, £FNITIE, BRETHLHATTSE 2720, EMBHMIELY XV TOEWFE XY
An% BT Z EDEE NS, Busulfan (BU) 05 I12B L T, #WBRiE S5 5 X iR ERIEIC X
% target BU ZJFHI & 3 2 (BRI T HE IO W T O WE b | W ERBRIRSE SRR

GVHD FBhiE E LCid, ZEARIZIZHEROHIRIIZ X 225, —RI0ICIZ. MTX 2S5 HENR W X
5 T# % (Short term MTX + TAC % &),

BHitA OFHMEEE & LTt EEEDFMEl, ¥ 2V X2 0RE, BHEAOHEDHMEARETH 2,
JFEFRMERERSIETIZ, 2RO DHAZREMEMIZHEL TV 2R EIZR S, —HELX AT %
BEL, LIELSHEFF OS2 LTH, BT L HIER THRFBRESEIMICHRF TS 2 L3RS Ztuw,

DU RSP AR R 12 3 2 38 A Al 1R O BRI 2 S A B E B 2 3R 3 %,

1. RA§Mm (BH) hoHMmMBkLES £ U, Lineage BD F X U X LRI
HLA mismatch DBAED 4. HLA DA A b1 & o TIFFCMIZ X 2 HLA-Flow 237 E T H
%, HLA match DA TIX, FMEo M (THIME., B, NKAE, B8R <% ik
LT, ¥ XY RXLEEIT D0

2. RBEZFHFTME
DU EHBYUTOHEZ 7 r 0 —F 2%,
) Y NERY 74 v b 1 CD3. CD4. CD8. CD19. CD16/56. HLA-DR/CD3. CD45RA/CD3
NK{EH:. PHA/ConA 12 & 2V ¥ RIFEBRILIE

3. WSERMFELR
Bt 1 EE2BECRE LY 7 F VBRI TH 2HE. A VIV Y F I I FUERL ED
BRIzIX, BEfERT L B 12 2 B R O R EYUAM 2 E L, FEVURELER TN,

1. 2122V Tid, #% < L dDay 60, Day 180, 14EH, 24EH. 34EH CT 21T 5. (Lineage T
EDX XY XL OHEEFEDOMNEDRIE : T4 K74 YEAR)

E7o, MBS OHERZ T TR, MECHRE - WrEE O R, 054, mEMT &2
T oMb ML ENT e T — A PUEEBRBETH 5, SEER L TV 2 BAEILEITIZ, BU X & OIS
HOETICHESBEET2EANZELLOLDHL27:, TNFNOEEOREITIIEC TBMEA X v 7 [
THaoiciEm L. FMROBREEID AnT: L OIS EZRINL, B - KE~FH LA EHE 5
REDD 5, FIEICERTHE, BTREZFNNIIT O WFRFITOW TR, BIERE 4 ik

2
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DROENTWE D, MFZET L2 THS I,

INLDT — X RLBARRERIC X 2HRIZ. TERRUMOBHELEE L W LESH L, &
. BUZR E2FRICERMPREOE=2Y) Y 7 bEBELFE LR L7, TELRIHFEML T —
ZUEDLRBETH B,
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XEREBEERSRBETLES KU JAK3 RIBIE
I. /REE

XOHGHHERE S A RE A SNE (X-SCID) &, XEEHZHELER T & 0. THME, NKHIR KBS
5 Z LR E T 5, BAIIIGEERBIMIZIEEHTHANOBMTRO LN 20E 70 7 ) VLRI
RIBLTWS, X-SCIDDJFEHIZ, XPtk Fizca— Fa3nTwWai@E s vy <#HOBETFREITX 5,
L <k, IL2 v+ 7% — (R). IL-4R. IL-7R. IL-9R. IL-15R. IL-21R DERDTTH D
ZOBRBEFIZBOVT, N0V A b A UREBRITEIEL v, JAKIKIBEIX, @7 v <8
DODY T F MEIEITIED T TH Y, JAKIHRIET 2 Z LTk o CHBEL ~ < $HBERE L 0w,
& > TJAK3 KHESE X X-SCID & [A] CEfR % B9 %, JAK3 KIERE X H R EERSHEBLEERT & 5,
WIAZ L TH IL-TREEBED RIRIT & o TTHINEMU A EE S 4, IL-15SREZBED KIRIZ X - TNKHH
UMb EES D, £, BHIBGIZERMME RO b2, BiifgiEIEEI T, Zh
IZIL-4R L IL2IRORIEHLHEHTH 2 L SN TV S, BHIFUKEBE T intrinsic ITRBE 2 H 2 L v
X, EMAEBHOBHATLE2E 2 2 LT, TOFEINILELR D B,

II. fER

WE, BB AUWIC, BYSEZ#H DR T, H2VEEEBPELR Z T2 L2FETH 2, K
ERYRE, BMETH, BE., REENARLESRLNG, ¥4 b AT O VA =2 —FEY
AFA AT =F TTIVANAGETLDHEEMBEZ BT 2 LD %L L, BCGHAEIX
BCGRFEZHRL Z L, BOEMII L 258 b D25, uXVANAY 7 F Y bEIERGYEL B 2§, H
Htk, BHEO THIKE B VI2#1T L (Maternal engraftment) ., JA#iFH O ALBE AL IE 270 & D 7 FIRE
TEIZTZEDD D,

. REFRR

BMIfEFEIE S 272, KM Y v sBREUX. &3 LI L L, KMIMY v By 72 v Mg
iz 0. THRO RIEDIED bid, NKHIIE D RIBT 2 2 L 23% s, NKMISIER ITFEET
2HHDH LD THEEIMBLETH 5, %7z, Maternal engraftment 235 1L, THIIEEL DA »3sEHE T
B WEHEND LD T, FRIBETH 5, Maternal engraftment DA, A€ ) — THIFELTEMEALT
M2 L ML TWa 2 LT H D EMEMFISH THER T E 5, Mfl XAR THIERIZS O K
HOWERTE 2 Z EH% WV, Tk, MY 1 XILEMMREAERIIZEE T 2, BRTo THIES L
D Z 5 LWz d, KIEIMD, T cell receptor excision circles (TRECs) 23K#E3 %, TRECs D E& M
PCRICKX ZARHMBLHFERA 7 ) —= v 7B ciTonTH ) HARRHOBW. B X R
HWRIZFS L TWd, ERNTRREBERZ ) —=> 73 fTbi Tk,

IV. 2k
RIEMY v RBRY Ty MENT TR EED 2 &3 TE 3, 7u—H¥ A4 b X—X—%Huwi:Bilia#
HOIE T v < HFEH O RIEZ MR L. BETHRECZH ZHEES %,

V. EMmMiBEBEE TOER

Z OBEBILE MM 2 B2ITODERD 5, R0 7Y YO TRV, M 1egG
DO b7 7% EOICHERT 2 (700mg/dL 2L L), BCG 7% & DHEH = & LME v 4 v A, HE.
Sa—FVAFR - AUV F R EORYIEDE L TN, BYYEITHEE L TV 25AITITPTER<
v A VRF), FEBEA L &I & 2R 2 QB IZEETITT 5. AT L GEIMMIRBAE O i 217 5
BCG % #f L T\ 234, BCGRYYENEIELT 22 L b H 5, BCGREYMEDIE Z o TV WIS
bHDH, WTHUZLTH, INHZ EDTFREEHAIR G BBETH 2, hB, ZOHA, EiliEmsm
BITTEEITHRIZREDIER LT 5 F THHRA ikt 3 2 LB L D 2 GBHEBR 6 0 ARREM 1),




XEHEEE SR/ ENE B UIAKS TIEIE

’ JSHCT monograph Vol.52 EMAIABIES 1T RS 1> — [FRMEEBEFEE ‘

VI. &MmiffaiEs

X-SCID. JAK3 RIBFETIE, B L7 ER L3 v, 7e72 L, FrICHLIREIE DI, KRR
ML Z 22 L 3H 2D THEESVLETH 5, HLA—EU#% K 7 — (MRD) 2» 5 Oi&E I AMIEREAE Tl
BARILE 21T 0 THREBESHE TS 2, 2054, Btz LA vy FHE
DEETHo>TH, 0% EOEHZT, MlEEREDA L LT, HEREORESHFTE 2,
75, HLA —3Ufs K+ — BTk, BAETLEZ L TS 5 it ZoRE IR 6 s
25, WHERZOEFEITBEERO NS, S VEERE 0 7 ) VR EETLZZEIIE D, BREG
BEHLROENDEZEIPLEFEDOQOLMMETLTL 5, BHEBILEZIT - 1254 Td EIMITITXE
WTHIBEAMEBEAME T L CLE OB o5, Lo, BREARMIEO X XY XA 8RB WEHEIZIE,
THIOMCIZRIAMICEGE T 2 2 E i s hTwd, Blb, BHEEILEZ{ToTCTE27215%1<
O MERR BT 234 %5 U725 28, B Mg oM ARETH 2 Z LAURE TV B Y,
7272 UBRYGRE DS EIE . BRI HIBOME 0% o (0148 23T 20 35 A1T . JRYIE DIRIR 21T\ 70 28 & A
HILE 23, TSR ITREMICBMEEZTT ),

1. HLA—3REME K+ —

HLA—ZAlE% FF—L 32854, GVHDHEEZ D2 WZ EXHoNT WS, ZOMEIX
O 2»TETWY, £72, HLA—3 K F—CToOBM Tk, MMM R 10 2 M 5E 2 EE L <
TWIZLEBHILNTWS, o TC, HLA—[AE%E R+ — L 3254, @, BHATLEY T,
GVHD PHHIESELZWESNTWE, HEWIFEWGVHD FHTHoTH 5,

2. HLAZBS—3umi K +—

SCID Tl&, EAMIZIEM2EB Z DIz v, BIs, GVHD AMHIZHLA 25—3 L TW 3541213,
FAEHTIZHLAD L T L TH RF—L a0 1E25, ZoHe+4F 2T, MKk FF—0HLA
ERFOHLAZ KR T 22 EHVEHEETH 5,

3. EBwmEiE

X-SCID & & FJAK3 KIEE Cld, EfMEBME TS 2 BRI LRI ER 6 v, 12
A DL 12 B H DA I ERE b - T 2WEeEL D 5, o T, MBEITHEY %X K F =250 70w
L, B, EENLBEEZT) 2 81tk 5, HLARE—HBR W, MEFN2ER—HETRF—
L D1Ba, TELRIJGVHD AAIE—EHS ¥ 5,

4, FEMiFERE K —

WHEIL, FEMAGEHE K — I3 L v, o R F =R TE WA T, 2oBiiE TORE
Mo 256 (IHAEERIIRDMS WG A L E)ITIE RF—L LTERTSE 5,

INLD R F—DHERTETVWEHEITE, NToBH 2T LS 2 28T VSBHEEIIARRETH
2, NZ7UBKTIE, GVHDEL LT, ¥Y2Zu7 22773 FEHVWLHER, Fr—flgo
CD45RABBMETHIIE 2 FR  HiEER EBE S AT wWa 5, BEICEMNTH Y. 22 TREKRT 3,

BEORESRWGAIZ, BHBTLEZ U CBAEZIT O 2. ZORBEMEEZELFE L T, £E%R3
AL EDRIZE L TIT I,

FARBTALE @ Fi:12 oW Tid, ESID Tld. MAC 25 RIC £ T, IBAWRRABL SN TWS, Bl
BIALE 72 LT THIIIHRESRIME 3 2 2 & 2 F B 34U, BAERTLE O B iE, WMERE o RIfE 233
RCTHh 2, BHZEOBEMMILO X 2 ) XL %25 MRS 2 2 L AMIEEREOHRICERETH L Z &
FEETLIDLELRDH DY,

JEA G5 O [E SV SR SRERRE I B 3 2 3RAFSE ] BEAT 2009 1IN L Te A R A &~
http://pidj.rcai.riken.jp/medical_guideline100625.html
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Tl BHRTLE OIBEEEBEZFE L T, WHEARELTRE I 2 7.OITHE L, TELET
BWBHRTLE 2B INT 2L W) EZ KL LTE), BHBETIEZ, COEZ22BET2HLT
5o ZAUTED WL E E OBINE % LN TR 3 (X-SCID-JAK3 BAHRTALE -1 38 & F X-SCID-
JAK3 BHERTALE -2) .

X-SCID-JAK3 RABIEBHERIALE -1

-9 -8 -7 -6 -5 -4 -3 -2

BU LILd L
FLU o [ o [ [ o
BU
BU (BHESE) 0 — Al SRIEIT &5 5.

*® = %52 (mg/kg)

9kg A 1.0

9kg DL L 16kg i 1.2

16kg A | 23kg AR 1.1

23kg #8 34kg DU T 1.0

34kg 8 0.8

1Bl % 2 [ 02 CRdEnE L. —H 4B, 2 HHKRE 3 5, FOBIRNIRS 3 5, HHIT%E - &
S5HERIRIXE TR LIELS&RET 52 L,

T& %R D BU Target 1T 9 Bl d o TBU OiBRIX G 2T WIMLHIRE ZHIZE L. BU®D AUC % 25
~35mg/Lx hiZE&ET %,

FLU

1181 30mg/m* % — H 1 1] 1 B 001 CAIEHES 2. 6 HIE 5 %55 180mg/m>
FEHIINEE - B EFERZRNLE LT TR LIELIRE T 52 &,

LB ETEELEXI AT ERTEIHELDH L LMESINTVEYA, F A ) XL MEWVEER
L2583 H 25, WIHIZLTHIBEEAE L SO AERORIE /TS 5,

KIZ, FLU + L-PAM IZ & %5, X-SCID-JAK3 KRIBSERBARRIALE —1 [FAR ICEEWEARRILE 1C X 25
HEERUTITRTY,

X-SCID-JAK3 RIBFEBAERIALE -2

-7 -6 -5 -4 -3
FLU [ [ o o o
L-PAM o ®
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FLU
118]30mg/m* % —H 18] 1 Kl 221 TRTAFHES 20 5 HIA 5 2558 150mg/m’,

L-PAM
70mg/m’* % 1 H 1 [\l A{i##FE, 2 HHE @ 2% 5-& 140mg/m’,

I0EVWX XY XL EHIETHSE. LT X-SCID-JAK3 BHEpiALE -3 % v % (ESID/ EBMT ®
7a bk a— VBIZHY), 3OoOBMERILEFEIZE L T, BRI AERROMEO Iz R
DEWHLIHE S T ARIHTH 5,

X-SCID-JAK3 RIEEBMERIILE -3

-9 -8 -7 -6 -5 -4 -3 -2
BU N e A A 2 2 2
FLU [ o L L

BU

BU Target #17 9, Hi®d o TBU OB G 2T WILHIRE ZHE S 2, BUD AUCIE 55~ 65mg/L
xhIZERET %,

FLU

45mg/m’ = —H 18] 1 K[ 2 1 T RA#ES 2, 4 HH 5 21%5& 180mg/m’,
(L. MPGEISHH & LTkl H&30mg/m?, 6 HH)

GVHD T bl
CsA + short MTX % WM EZFK506 + short MTX, CsA + mPSL 7t & K 9 —2)& U T &M% TEINT 5,

MTX 10mg/m’ iv day 1
7mg/m? iv day 3, 6
FK506 0.02mg/Kg/day TRt cDIV
MmAEE 10ng/mLET#E

VI. BiEROMER - EHOFHEER

O S B 7 a 7 ) YT A L. 5 IgG 278 % L T 500mg/dL A L % #ERF©
E2X0THNTHRE 70 7Y YAFRIFHIEFEETH 225, X D EWIILE IgGE % Mifs 3 2 BB
2B DREHD H 5,

@V URERY TRy MENT, ) YSERSIECRIS, RE T a 7)) VLR T E O RIERE DR A IIFE
fili. 3 & UMifE Lineage Z & @ X X U X AENT % EHI AT ORI 205 -6 247 5 o

@ EIMAIBAER O BRI AOHE DM, iz sva —< v A4 VRIZ X 2., o RYyE, FiE.
HOMEEEOREOEREEF = v 7 LTV, ZOEETEINN O —< TS VALK HE Y
FELLRLTWVEVDLNTWVWS, BHROKEREIZ X o TiE, WB WS LEGYELHE., Aok
BB L2 RIET 2 AREM: 3D D . 2 DFH BRI TH 2,
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VIL
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SE R

Antoine C, Miiller S, Cant A, et al. Long—term survival and transplantation of haemopoietic stem
cells for immunodeficiencies: report of the European experience 1968-1999. Lancet 361: 553-560,
2003.

Cavazzana—Calvo M, Carlier F, Le Deist F et al. Long—term T—cell reconstitution after hematopoietic
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CD3 delta Ri&fE
. JREE
(D3®mﬁﬁﬁ@\T%@@KE?5ﬁ§ BAiJE > NKHIfL O MRE S IEF RO O N X A 7

(T-NK+B+SCID) Of 7 HIFES RERLIETH 5, HHROEZHETER % £ 5, CD3 deltadd s
RIFETLZEITEoT, THIlAVE 742 =R L, THISHMRN TR L 22w, FAIMIZIZ THE
JaidiBd ot v, Bl BRI TRIEFIIIE2STELE L T 2 3k $HIIsEIca s 2 ik 5,
FRR D3 REE U T 20w 5 08 XGHBHFIE A RIS A BE R JAK3 RIBIE & B 5,

II. fER

TS RIS 2 720, BHIEEGREASIE LT BT 5 (XEHEEE SRR RIES X N JAK3 KR
SEDIHZI) .

. REMRR

KA IZ THIIZ IR bt v, BAIE 3 & 'NKAIREIZIEH 1T & 5, BAllIE O ke
intrinsic [ZIZIEH TH 2 23, THIEAIRIES 2 72 BHIE b Hpe-¢ 37, HukmEAl w@eﬂachK
EHEERETH 5,

IV. &2
RIGIMD Y vV RERY 7T v MENT TR EED 2 &3 TE % (T-BHNK+H), % B, IL-7 o RIENE &
ETH T-BINK+ DERBA % & 5, HEEDMNILELRTHREIZX 5,

V. EMmARZEE TOEE
XOHHBEFEME A RBEASIE R X FJAK3 KIEJE & A 12 B YYE & HE DR E B X CRRYYE D FFh

4 =

2179,

VI. EMmfmfaiEE
WAL DIEGNE $ R CTBABI L E R IS B T S Twa Y, CD3 delta KIBJE IXEN Tl
IRRLPMES L TOL WV, EPWNODCD3 delta RIBFERFH 2 13, FIERE L & HAEBERICZETS 1,
AR 1 BT, BAERTALERE L CEMMBMEZ Z 1 T b, 23U X o THEEIMITISMEE o
AE. TRMESUIERE. NKIGHEW b EE L7225, THIFED I3 & A &1 R F — H R 0 S EA Tl i 23 B9 5if
L7z, WbW 3 peripheral expansion i2& 2 b DTH Y, MIRTHLL 7z DX T T T, RIH
. MM SRIZRE D EIE AT TH D . S LR LI THIIEEDEA LTz, BikoMiRTo X
ANV XL ZYEESELOITIE, BHEBILEZT) 2LEOLNL DLEEZLNSEY, ZHIEER
F —2SHLA —H([FETd Ak TH %, NK+ SCID DRiALE % L TOBHEHE D X X Y X 1 23NK-SCID
IR L TR W & W ) Hassan 5 OGO TH FAIEOFERL L S TWE Y, . ZOHEAT
iNKmmﬁE%@% EZXHLTW3 Z &DIX-SCID % Jak3 KIBJE & 7% - TH D, NKAMIE L
W53 2 AREME S H 2 2 L O BMRTLE S DETH D LEZ R E L 5,
7220, BYYELEDHEIC X o THEE OIREEDS, BAERTALE T 2 b Mk wWiiE, BaIBHETL
B2 LT R > =g (HLA —3FEd 2 Wi i) 2B 208055 %,
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CD3 delta RiEEBAERTILE -1

-7 -6 -5 -4 -3 -2

BU Vedd Ll

FLU o o o o [ o
BU
BU (BHESE) 0 —FI 5 RIET & 3 5.

*® = %52 (mg/kg)

9kg A Ji 1.0

9kg DL _L 16kg i 1.2

l6kg L F23kg DU 1.1

23kg i 34kg LI F 1.0

34kgith 0.8

1[5 % 2 REfE] 221 C Rt L, —H4 B, 2 HREG 3 2, FOEIRNIKS 3 2, BHRE - &
S5HERIRMIXE TR LIELSZRET 52 &,

BU Target B A[RE L&, Hid o TBUDRBRKE 2T WILHIRE ZHlE L. BUD AUC % 25~
35mg/Lx h iZERET %,

FLU
1[E130mg/m* % —H 18] 1 g 2 1) T it 3 %, 6 HIH ; 2855 180mg/m’
SEHFE - RETHFEZRANLE T TR LIELS&RET D2 L,

XKz, FLU + L-PAM (2 X 5. CD3 delta RIBFEBAEBITALE 1 [FAE T & 2 72 BB LE 12 X
L HEERRT %,

CD3 delta RIBFEBAERIALE -2

-7 -6 -5 -4 -3
FLU [ [ L L o
L-PAM [ ®

FLU
1[E30mg/m* % —H 18] 1 g 2 1) T it 3 %, 5 HIH ; 2855 150mg/m’,

L-PAM
70mg/m’* % 1 H 1 [\l A{##FHE, 2 HH @ &% 55 140mg/m’

IDBEBVX XY XL EZHIETH A, LT OCD3 delta KIBIEZHEBTLE -3 % H W 2 (ESID/ EBMT
O 7a ba—vBIZHYS),
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CD3 delta RIBEBHERTLE -3

-9 -8 -7 -6 -5 -4 -3 -2
BU N R 2 2 2 2 R
FLU o o [ [

BU

BU Target %17 9, Bl d o TBU OB G 2TWIMHIEE ZE T 5, BUD AUC %55~ 65mg/L
Xh&:%ﬁ%j—éo

FLU

45mg/m* % —H 1 [\ 1 K 21 CTRFEFHES 2, 4 HIH 5 &% 5-& 180mg/m’,
({HU. fEBRPEIGHEH & LTt 1 H&E30mg/m? 6 HIH)

GVHD YV
CsA + short MTX & % WIZFK506 + short MTX, CsA + mPSL 7 & K> — 126 U TR CTFEINT 5,

MTX 10mg/m? iv day 1
7mg/m’ iv day 3, 6
FK506 0.02mg/Kg/day TRt cDIV
mAEE 10ng/mL I

VI. BiEgOMER - RPNVFHEER

@O E MMM b %7 a 7Y VT2 it L. Mg IgGEH 7 % L T 500mg/dL YA _E 2 ffEFF T
E5L)THNEHRE T 0 7 ) YHFITHFIEFBETH 2 45, & 0 @ IfiE [gGE 2 #EFF 9 2 2%
DD BB H B,

@ V)Y SERY Ty MENT, ) Y SERGFECRIS, RET m 7)) v EARE % E O RIEBE DR G IIET
fii. 3 & OHAE Lineage Z & @ % 2 V) X LigHT % AR ITAT ORI 25l 217 5 6

@ & A IR TR O R & HHE O FHl, FHCEGYE, . HORBERBEOREOFEEL F = v
7 LTS, BHBZEORZEIREBIZE o TE, WH WS LEGIESC T, B OEER L &2 RE
TR D D £ OFHlBRBETH 5,

VIl. 2%k
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Wiskott-Aldrich fiEf&&#
I. /REE

WASPERF D EBEIZX 5o TBZ 2 XHEEHZHELEEETH D BEBMEITHKIET 5, L LM
DTENITXPOERNECORBEIZL > TEEAT o BEAKRTORIET 2 2 EBERI ATV S,
WASP LiEAT2EHTHDIWIPORIBIZE > THMO TEHITHRZ 2 Z £ BHE SN TV B D5,
ZOGEHREELIEEENAE L 2,

II. fER
RGN, M/MREA . BRAEHRZ 23 F ML 55, WASPHEETEETH I/MIEYOAEET 2
Y& 03 Y . X-linked thrombocytopenia (XLT) EFHENT W2, BEREESMFHLE LTUTO DL D 5,

2521 (XLT) @ mAVRES D &

7522 (XLT) : MMRRD +BE—BMEDIRE + BERRRE

2 5 23 (WAS) © M/IMRIEA + R D IEZ and/ or R {EMHREE

27 2 24 (WAS) : M/MGEA + iR R + REM EERRE

75 25 (WAS) : MM/MREA+38Z and/ or RIEMRERREIE+ BCREEED 2 VW IEEEESOEH

Wiskott-Aldrich SEERE (WAS) TR II/IMIIEA T & 2 HIMAEIR 2SR b A 605 2 & 23% <,
BT HMRIMED%  AbN5, FRGEMICE L TId, MBERES 7 FYBREZ Stk a2hEHE, i
%, BTIBEREERIET S, VA NVAREF IR L TH BREYEEZET 2, 213 HIRME « IGEE
JETH 5, HORBHERSLREMBEE, [gABRELZEH T 22 L1H 5, EBBV A VAHHOE
MY v SEL EOEMEE AT 22 LD S,

. REMR

MMRENZ BT /WLUT D Z & 3% v, MRS A X DA % - T D MPV (mean platelet
volume) 2MET L T2, THIIIHEEDIE T 2580 b, NKIEFHEBET S 201540 < v, ik
[gGIEIZIEFHH TDH 2 2 L DL VHINFRTUREARIZIET T 256D H 5, IFHEROEERIZMET
35,

3

IV. kR
VR IMEIRAGE & DR BNEETH S, 70 —F A b A =X —ZHWTHIIEHN O WASPEH
DOFB RN, BIETHRE CHEEZHT %,

V. EniflEgtiEE TCoE®E

ZOEBTIZ, M/MRIBADIZ X ZHINP, HBBAL EITX o TRV LEREIHEETH 5 Z L 23%
<. EIMAMERRAE DI & 2B TH 5, 1BH 1L regimen related toxicity (RRT) #F & L T, 1%
D ETBMEIT ). ZOM. HMMCERIYEINT 2RI EECTH 5, BHOKEZRL Tk S
BOBETH 5, MAMIEATS T 2169 & LRI IZEE T LW,

VI. EmfffRBiEE

Z OB TIZ, BU Z & OB REEABRERTLTE (Myeloablative conditioning: MAC) % JifT L 724
FITHEME ST L) BAXATITL o2 T2EIERE VI L, BEX X 7 O TIIBHIRIC
HOMEERBOEMHENMERITEVWI EESNTEY, BEX X 7 LHIE L BMBERTH
2P, BE IR E, 4RI OB EIT O, R —Ik. HLA—Zuia# K -7 —. HLA —Z3Ef
BEH R —, Bl R —wWIndEIS E %5, ENEESTHOHE TIE. SEREHFLEDNTII%
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TH Y. HLA —EFEIM#% N — OB S HLA —EUlifk K - — OB I IEE L TH D, BUZHWT:
BAERTLE, HLA—3F F —, BHRERI4BU T TH 5 2 L 3BMEESRWETFTH 5 &l
HEh Tz, BU + CY BULOBARRILE, R#12BU + FLUI80mg (+ ATG) & ESID/EBMT 7’1 b
a—VELTRASNTWEHDOTHYY, ENTHREEXI AT EZERL TVWEIEBEH LD, 5
BIBZBRA SN BHIEINT2dbDEEZ NS, R LUFHENIEHOEAE. HLA—EFARE» 5 0%
FEDEE X ATG IV, BU + L-PAM (140mg/m?) 12 & 2 BAHRTALE d EER 1T TE D, 5
XA TRERLLTVAREME D IEM S LTV 225, AR REMIZENDH 202 L ) PITOVWTD
FhamIE T T VR W,

ESID/EBMT Tld. BUX CY OHEAIBEH M 2 FE L. BU + FLUIZ X 2 BHEHTALE %2 W 24123
HWzTWwd, ZOFA FI4 vEBELTIE, ZOBU + FLUZ AW HEZHET 2,

-10 -9 -8 -7 -6 -5 -4 -3 -2
ATG [
BU R 2 A R N N N N A 2 2 2
FLU [ L L L

ATG

[ MM DS, ATGIZHE S L v, HLA—E[FA» 5 OBHEOEE. ATGIZEA L 7w,
HRANTOATGDO EZHFESBIFEMICIIARHETH D, EF I L OREHRIETH 525, 2 2T,
2.5mg/kg T —[l% 53 24l Z5l#H L T\ 5,

BU
BU (B30 OB RE T £ ¥ 5.

*® = %52 (mg/kg)
9kg A Ji 1.0

9kg DL _L 16kg i 1.2
16kg B | 23kg DL F 11

23kg # 34kg LA 1.0
34kg 8 0.8

BUh@a%ﬁﬁo%%OTBU@ﬁ%&ﬁ%ﬁmm¢%§%w$?éoBU@AUCM$~ﬁmgm
hiZERETS %,

FLU

45mg/m* % 1 H 18] 1 KffE] 2 1 C Rt 3 2, 4 HRH 5 2155 180mg/m’s
({HU. fEBRPEIGHERE & LTt 1 HE30mg/m? 6 HIH)

fli, MORICTHREEXF AT VEREINZZLELDH D, FIZAPILZEMY v RJEORED T
. G AR AEHT ﬂz?f&&f»ﬁbﬂf WB Rl T, BEX A T ERS N EALALND
X5Ths, BAEIIZ

O BU 6.5mg/kg  + FLUJSOnghn2«+ TBI 4Gy
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@ FLU 150mg/m> + CPM 120mg/Kg + TBI 4Gy

LETHEEXIRAIMERSN TS, WTFHIZLTHRICIZ L 2BMEEEIZEE & L TMAC &
HEBLTRSZWE I TH Y, FBL2¥ X7 ZERTE 2 HEMEIMEL % 2 7:9, RIC OREFUTIEH] Z
ETHEIGE T RERT 2RMEDRD 5,

GVHD Yl
CsA + short MTX & % WIZFK506 + short MTX, CsA+mPSL 7t & K —12)6 U TR TEINT 5,

MTX 10mg/m? iv day 1
7mg/m’ iv day 3, 6
FK506 0.02mg/Kg/day THRitA cDIV
MmAEE 10ng/mL I

VI. BigEoMER - FENVFEMEER

@ Y v RERY TRy MENT, VY SEREELRIS, REZ 0 7 VEAREE S D RIEEDREH
il % FERERT12AT 5 o

@ TBEXATELEMTETVI0 LR T 5, 72, Lineage T L DX 2 Y X LENT % EHRIIZIT W
FHI0 225l 247 5 o

@ EEXF AT EERTETCORVEA, W THIUIDLIZI TV, BKMLTEEF A TERITED
%, DLIZ X 5 GVHD BIEDfEM2sH 2 7: &, ez +oER L, @Y7,

@ xA) XLOREICHDL LT, IgABIER HOREER, KBALOBRMBKO o, ST,
JR. BOPUHEHIE %17, EBY A VATHRMEOHERR ITIER T %,

=m0
=

VIl. %3¢k

1. Ozsahin H, Cavazzana-Calvo M, Notarangelo LD, Schulz A, Thrasher AJ, Mazzolari E, Slatter MA,
Le Deist F, Blanche S, Veys P, Fasth A, Bredius R, Sedlacek P, Wulffraat N, Ortega J, Heilmann C,
O'Meara A, Wachowiak J, Kalwak K, Matthes—Martin S, Gungor T, Ikinciogullari A, Landais P, Cant
Al, Friedrich W, Fischer A. Long-term outcome following hematopoietic stem—cell transplantation
in Wiskott-Aldrich syndrome: collaborative study of the European Society for Immunodeficiencies
and European Group for Blood and Marrow Transplantation. Blood 2008 Jan 1;111 (1) :439-445.

2. Ochs HD, Filipovich AH, Veys P, Cowan MJ, Kapoor N. Wiskott-Aldrich syndrome: diagnosis,
clinical and laboratory manifestations, and treatment. Biol Blood Marrow Transplant. 2009 Jan;15 (1
Suppl) :84-90.

3. Kobayashi R, Ariga T, Nonoyama S, Kanegane H, Tsuchiya S, Morio T, Yabe H, Nagatoshi Y,
Kawa K, Tabuchi K, Tsuchida M, Miyawaki T, Kato S. Outcome in patients with Wiskott-Aldrich
syndrome following stem cell transplantation: an analysis of 57 patients in Japan. Br J] Haematol.
2006 Nov;135 (3) :362-366.

4. http://esid.org/Working—Parties/Inborn—Errors—Working—Party-IEWP/Resources/UPDATED!-
EBMT-ESID-GUIDELINES-FOR-HAEMATOPOIETIC-STEM-CELL-TRANSPLANTATION-
FOR-PI

5. Koga Y, Takada H, Suminoe A, Ohga S, Hara T. Successful treatment of non-Hodgkin's lymphoma
using R-CHOP in a patient with Wiskott-Aldrich syndrome followed by a reduced-intensity stem
cell transplant. Pediatr Transplant. 2014 Sep;18 (6) :E208-11.
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X-linked thrombocytopenia

I. Jmie

Wiskott-Aldrich it 8 & [ U  WASPIE R F AR B FEH TH 2 2 KB TdH 2, X-linked
thrombocytopenia (XLT) TIZWAS TA LB EIRD 5 &, ZFREEMLKEEO LKLV, ZTNET
XLT 1230 U CEMAMEBH 21T ) RS2 EI IOV THR SN T ST, BHOBEIGIZOoWTIE, JE
B Z LI+ DEET 2ED D 25, SREMMIOBAG] 2s85 3 2 WREtE 23 2 (k) Vs

II. fER
MM B X FF Ik 2 BIMER S FZETH 2, BEORZEZHEI DD XLTIZED 5,

. #REMRR
MR B & O 2 U S HILE 2580 2, MIMRY A X 2R3 MPV IMEEZ & 2,

IV. 2Zkr
oM M/ A M B & OSBRI BT E TH 2, SN (XEHEBMBEER) O H 2 M/
PREDYE. ZOBEBREZEED,

©

V. EMiBRBIEE TOER

HEMAE 2R U TR EEARIITORER R 24T 5 . im0 a v ba — vrREETH 254121, &
MANERHE 2 & S AFED3H 5, Oshima b VD IZ & 2 &, EWI O XLT B Tl mmasiEz 2
JHEFNZ 2461 TH D . BHIMACIZ X > TBIEZZ T T\, Z0 5 B 2HNI AT I RN Hi
303 T B BHEAICUNE T, 0 241X EMEGVHD IZHE D 7 R RV X )V A JEYLE 2356 K &
LToTWd, D D200NIAEFLTEB) QOL bHELZWEMEEI N TS, ¥ XY XAIZBL TR
1% R E95% U ED RF =% X ) RLDERS L TWD,

i, JEBMG O RMRERE A 2 &, 75% O BE PN M., PREER Hfi 2 o EERYYE., BA
S, VRS 2 FRE L Tl D . EIMMAEAEIIRAEE L L OREORNK E L2 EE2 b
%, INLOHEETTHERE L CBMIEILEIRET D,

VI. EMmimpRBiEE
ARG, Wiskott-AldrichJEMEREE M U HEZ VWS, BL2X XA 72 HET I EFEAITH 3,

-10 -9 -8 -7 -6 -5 -4 -3 -2
ATG [
BU N A R N N A A R 2
FLU o L L L

ATG

BRI D% E. ATGIZRE L v, HLA—H[@E2 6 0B OSE. ATGIZAVWZ W, HAR
ANTDATG O EEHRGEIZIERIIZAPTH D, FEf T L OFEDBETDH 505, T 2 TlE, 2.5mg/
kg % 1 [ 5.3 26 Z5L# L T %,
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BU

BU Target %17 9, B d o TBU OB G 2T WIMHIEE ZE T 5, BUD AUC %55~ 65mg/L
X h &:E&%j—éo

FLU

45mg/m* % 1 H 1 [\ 1 K 21 CRFEFHES 2, 4 HIH ; £1%5-& 180mg/m’
({HU. fEBRPEIGHEE & LTt 1 H&E30mg/m? 6 HIH)

GVHD YV
CsA + short MTX & % WIZFK506 + short MTX, CsA+ mPSL7: & K —I12)6 U TR CTEINT 5,

MTX 10mg/m? iv day 1
7mg/m’ iv day 3, 6
FK506 0.02mg/Kg/day TRt cDIV
MmAEE 10ng/mL I

VI. Blig#oMESR - EENFHEER

D Vv RERY Ty MENT. U YOSERSIEALRIS, ES 0 7)) ViEAR Y & O RIEREOMRAN
filfi & FERFIIIZAT D 6

@ RBEXATEZEKTE TCVWILEMERT 5, 72, Lineage T & DX X Y X AN % EHIIZ/T W
FHBW 23 247 D o

@ FBEXFATEZERTETCVRVWEE, AR THILUEDLI ZITV., RN LELEX X TERIZED
%, DLIIZ & 2 GVHD RIED G A D 2 720, Bz +oEE L, @75,

@ X2 ) XLDORBITHDL LT, [gABIESC HOMERE, KBAORHBZM oo, EHNIZ, ¥
JR. HOHURREZ1TWv. EBY A VAPl OHER ITIER T %,

=
!

Vil. &%k
1. Oshima K, Imai K, Albert MH, Bittner TC, Strauss G, Filipovich AH, Morio T, Kapoor N, Dalal
J, Schultz KR, Casper JT, Notarangelo LD, Ochs HD, Nonoyama S. Hematopoietic Stem Cell

Transplantation for X-Linked Thrombocytopenia With Mutations in the WAS gene. J Clin
Immunol. 2015 Jan;35 (1) :15-21.
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T8 15 P ZFRETE
I. /REE

12k P EERERE 1, PP ERDTEMEIRFE OBEAICEE ZNADPH 4 ¥ ¥ X — ¥ 3 RIBT 2 HEEATH 2,
FHREROIEMRBICL Z2RESTE WO, 127 —XIBEE IR L CHREEMEZET 5, KK
JBIETF & LT, CYBB. CYBA. NCFI. NCF2, NCF47z EDfiis s hCwd, b DBEETIE. IF
YRR FEEAITE D 2 NADPH A ¥ ¥ X — ¥ HEEREZER T 20FTH 5. gpl™™, p22rher, pd7mes,
po7M p40P T a2 — R LTW2, ENTIECYBBEETERIZE>TEZZ2HD00%EER 5D
®bH%\WV, CYBBEMETIIXPME Lica—FEnTE), Mo4BEFIEROAELIIa—FEn
TW3, fitoT, BHRIFEEIXBERIZEZ W, 7, EHEREBEARED 7z, BE 70 RIE 2578 IE
L. AFEZER T2 EEZLR TV,

. fER

HO, %2 AL T WE X2 7 —YBHE2RE TSRV O, 7RYKERCKBHE. €7F 7R ED
JRYYE 2 HAEL T 20 RRICHFIRE 7 L OB IRE 2 T2 L, JIEAIRRIC DR TH 2, 7 AR
XNARH VYR EOERBYIER, BN BCGIRYYE 7t EPIEIRYYE » HIEML LTV, £
7. RIEMER R (CGD colitis) A0S 241 d 47 < v,

. REMR
BRI QTR RELEGEIMET « RIET 25, 8%, DHR-123 VWi 7u—H% 4 b X=X —IT X
DIRATIT & o TR EEAREDIR T 2iEE T 2,

IvV. 2k
DHR-123Z w7z 70 —% A F A =X =2 X 21EMBZFEAREOIRT 2R L, 35it70—%
A b A =2 %HWTgp9lphox &t & DFMIEAGEZ TV, BIEFHRE T ZHEES %,

V. EMiAREBEE TOER

WEREL Stk o T, BPREEEPFOMBLTEBL, 7, HBEFRA v & —7 =0y - Tr<#
502 & > TRYYEDEERL T2+ M7 OBELD 5, BETFHE L TOPHEA L LTIESTEH +
A FT7aFy—vuBE I HVLND,

T ARV X ) A EGYE IFHHEMETH O . B O AR I E R T 5, RIEMRER ORI
DI DIZAT O A RRREMHFE2FHe S22 258 00EE. DREMESEEL, PROIRRLE L
o AVE—=T7zuy s Trv=HE5IEFBMI~2»r A0 FicidFiELTEH L,

VI. EMmiffRBiEsE

5 G DS R W A LB AR AE 21T 5 02 & D I AREETH 2 Z L DL LW,
EIMHIEA % 21 31280 2 2 CTQOL d RWIREETEFE L TV aHlH H 5, i, mOIFEE
EFEZLNTERI T, KB ITEEBYIE O EIIEML 720 . REMBEE L LOAIEEZBZ T
ZEHHY, EMMEBHOEEEZELTWE I ITERESRETH 5, BEBREFORCERTH -
To, BREENKESCRL L2 E0D 5, EIMAMRBHEZZ I T Wl T, 276 & gL
T, W5 2ITBYYERKIEMEIGE R L L0034 . EROEMETLTWS MY,
BHGEICOFHEIZ, HFEATIRUToX 2 IcEz615,

1) BAEEYYE % KB 3 2,

2) BIEMHEER PG TH 2,

3) HLA —Bufiifs % 72 13 IEIMBEBHAL K > — 230 2,

WEIMAMIAE 2 2 2 ERICOoVWTIE, BHES CRERN LT -2 B8Z L, 15 ETIi3i
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L CBAEME T § 2 720, BALEIE2 & D »O¥IW 2 B2/ 5 BEXDH 5,

S IMUASAE I ZIEG B3 2 S BEME S TR S TV Wi d, #ISZHEEICEE T 20EL D
%, MACIZ X 2 BABIALE 3B X (FATG OfER I & o T IMBHITH RIFZFEZ BTV HE D
%53)0

P2 AT IEAE T3NS & CTIZBRYYE 2R DR L CTH D . BRI S Mg 2575 b L T w3 72
O, EBERENOREDT:DIZH ATGOFHIHER SN S,

ENCiE. RIC (CGDRBMIRIALE -1) 12 X 2 BMBIAEIML TH D, RufEsHBonTwd, 72
72U, FIZHLA—Z[FRTIE, XV XL2MEF 350 A 505, #I Tl Treosulfan % FIW 7z
HETOBME b IEML TWwa Y,

CGD BAERTALE -1

-7 -6 -5 -4 -3 -2
TBI [
ATG ) ] o @
FLU o o o ) @
cY o ] o [
L-PAM ®
TBI
3~4 Gy
ATG

1 H1H2.5~3.0mg/kg % 4 HiH, Btk D GVHD FHICERITH 2 L [T, AFHRED R
HHETH ZAREH IR S LT W B,

FLU
25mg/m* % 1 H 1[5] 1 B[] 22 1 CRiEHES 2, 5 HRH ; %5 & 125mg/m’,

CcYy
30 ~40mg/kg % 1 H 1 BI#% 5, 4 HIH,

L-PAM
90mg/m* % 1 H 115, 1 H DA,

75 . ESID/EBMT Tld. BUZHLE L7 BMHBTLE I HRE S A TWw 5, 20144FE0HEITL 5 &,
BU (AUC 45-65 mg/L x h) + FLU +ATG (+ alemtuzumab : HLA —EFEMGEMBMEOHE D A) D
BARRITALE ©, BH2EROSEGFRIY., THAEFLRI% ZEK L., MVF 2 ) XLABHERINT
WY, ZAUTHY T 2 BAERTLE % DU I2R 3 (CGD B RTLE -2),

ZD20DBIMEHIED &L LBRWEMEIELNDE D2 IZBEANTS 5,

18
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CGD BH#ERILE -2

-7 -6 -5 -4 -3 -2
ATG O ® ®

BU R N N N 2 R 2 2 2
FLU o [ ] [

ATG
1 H 1[7]2.5mg/kg % 3 HIH,

BU

BU Target 17 9. Hid o TBU OB G 2T WILHIRE ZHE T 2,
BUDAUCIEMATD X S ITERET %,

6 % AT © 65-70mg/L x ho

63 A Lk 1 55~65mg/Lx h,

(7272 L. SCHR7 Tld. ERICBIRZ%T < 45~65mg/Lxh & LTW3,)

FLU

45mg/m* % 1 H 1[0 1 K 21 CTRFEFHHES 2, 4 HIH ; £1%5-& 180mg/m’
({HU. fEBRPSEIGHEHE & LTt 1 HE30mg/m? 6 HIH)

GVHD TV
CsA + short MTX & % WIZFK506 + short MTX, CsA + mPSL 7 & K —I12)6 U TR TEINT 5,

MTX 10mg/m? iv day 1
7mg/m’ iv day 3, 6
FK506 0.02mg/Kg/day TRt cDIV
mAEE 10ng/mL I

VI. BlEROMER - EHNVFHEER

D XAV RXLD60% U TIETT 2 &5 Thiud, GEslH 29Ik L, DLISE % %83 2 5%
235557, DLIZE R+ —RKMIMTHIIE2 ~5 x 100 /kg 2 LB L. ¥ X Y XA DREZ B L XA
5, 1~2x10"/kgET&$ %, DLIZHE S GVHDIZIE+ 0 BB LSLETH 5, EMERFISH 7
ElE X A ) X LOFHIl THWT WS HEMSANT, TDSHiE G E 2w T, EERES>T% 7 a—
FA M A =R =TT 2 HEICL > THOEMRL X X ) XL O AHEETH 5,

QBIBLOFAY ZLDIETFTOWENEL LN VB, 2 Y XA5~10% T Tl s Iz X
2GRN Z 2 REME A B ). BT 2 F R T 5, B0 RIERLHEIGIZOWTIE+
DT —Z DLW,

V. &% XXk
1. Cole T, Pearce MS, Cant AJ, Cale CM, Goldblatt D, Gennery AR. Clinical outcome in children

with chronic granulomatous disease managed conservatively or with hematopoietic stem cell

19



1E/2IN 5 REIE

JSHCT monograph Vol.52 EMAIABIES 1T RS 1> — [FRMEEBEFEE

transplantation. J Allergy Clin Immunol. 2013 Nov;132 (5) :1150-5. doi: 10.1016/j.jaci.2013.05.031.
Epub 2013 Jul 16.

Cole T, McKendrick F, Titman P, Cant AJ, Pearce MS, Cale CM, Goldblatt D, Gennery AR. Health
related quality of life and emotional health in children with chronic granulomatous disease: a
comparison of those managed conservatively with those that have undergone haematopoietic stem
cell transplant. J Clin Immunol. 2013 Jan;33 (1) :8-13.

Tewari P, Martin PL, Mendizabal A, Parikh SH, Page KM, Driscoll TA, Malech HL, Kurtzberg J,
Prasad VK.Biol. Myeloablative transplantation using either cord blood or bone marrow leads to
immune recovery, high long-term donor chimerism and excellent survival in chronic granulomatous
disease. Blood Marrow Transplant. 2012 Sep;18 (9) :1368-77.

Morillo-Gutierrez B, Beier R, Rao K, Burroughs L, Schulz A, Ewins AM, Gibson B, Sedlacek
P, Krol L, Strahm B, Zaidman I, Kalwak K, Talano JA, Woolfrey A, Fraser C, Meyts I, Miiller
I, Wachowiak J, Bernardo ME, Veys P, Sykora KW, Gennery AR, Slatter M. Treosulfan based
conditioning for allogeneic HSCT in children with chronic granulomatous disease: a multicentre
experience. Blood. 2016 May 23. pii: blood-2016-03-704015. [Epub ahead of print]

Giingor T, Teira P, Slatter M, Stussi G, Stepensky P, Moshous D, Vermont C, Ahmad I, Shaw
PJ, Telles da Cunha JM, Schlegel PG, Hough R, Fasth A, Kentouche K, Gruhn B, Fernandes JF,
Lachance S, Bredius R, Resnick 1B, Belohradsky BH, Gennery A, Fischer A, Gaspar HB, Schanz
U, Seger R, Rentsch K, Veys P, Haddad E, Albert MH, Hassan M; Inborn Errors Working Party
of the European Society for Blood and Marrow Transplantation. Reduced-intensity conditioning
and HLA-matched haemopoietic stem—cell transplantation in patients with chronic granulomatous
disease: a prospective multicentre study. Lancet. 2014 Feb 1;383 (9915) :436-48.

Bjorgvinsdottir H, Ding C, Pech N, Gifford MA, Li LL, Dinauer MC. Retroviral-mediated gene
transfer of gp91phox into bone marrow cells rescues defect in host defense against Aspergillus
fumigatus in murine X-linked chronic granulomatous disease. Blood. 1997 Jan 1;89 (1) :41-8.
Chollet-Martin S, Lopez A, Gaud C, Henry D, Stos B, El Benna J, Chedevile G, Gendrel D,
Gougerot-Pocidalo MA, Grandchamp B, Gérard B. Severe X-linked chronic granulomatous disease
in two unrelated females. Eur J Pediatr. 2007 Feb;166 (2) :153-9.

Gennery A. Recent advances in treatment of severe primary immunodeficiencies. F1000Res. 2015
Dec 16:4.
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BRI ME
I. &

FRE S RYEIF R ERIEAME 13, ELANE BAR 7 HAXTEG TR EOERIZ X 5 TE Z 2K L
HERIEARECTH %, ELANEBEFREIZL 20O HmDHE L. ENTIZT5~80%% L&, Yk
BEEERE & 5, HAXIBETREIZ L 2D DiF. Kostmann i & X, ENTIE15~20% %
HEOTEY., HWROESHBEEREZ L 2, HAXIIZI Fa vy RY Z7HBEICRBLTEBY, 78—
VAEHIELTWS,

II. fER

AT LIFHFIRBAD DA LN, 20X 2G5BT R E T2, FLRBRE» S B RG
fE. BEA. BT RGERGWE, %, ILFEPHIRE 7 & ORI EGRE % [)AE U, R I ERE R E &
%%, HAXDERT FRAIT X 2 BIE S KM R ERIAME I F BRI A DL Fm s piviR2eny 52
W FEAEB SRR, AR 2805 2 2 L 23% W, PRI E NS ¥ 2 7o o Ic BRI
G-CSF 2Mii ] & L2354 . MDS/AML 23F%E L 37\,

. #R&ERR
RAYM DO IFHERIIDE L <A LTH D BH200/pL R CTH 5 AT HIRPIFIRER D 880
VHbZ 5o BT, BIEHEER S HEERO B CORREF 0RO b 2,

V. &2
RMMEF FREREL D FH L WD, B & R 7B BEFT R/ - B8R Al Id O AR TR IZ L o THW
L. BETFRELBHICEHETDH 5,

V. EmifEBiEE ToEE

BHIZDM L, BYSEX T3 2 2 EPEBETH 5, STARGSBEETFH I X SHHS A2,
G-CSFHEGIZ & o TIHHERBZIEMS € 5 2 L 5HHE & XL o 72 A%, BRI LHKR 512 X o TMDS/
AMLOFIED Y 27 B3 EF$ 272, EIHMBHEORHZ2ER L Lo L TWBEDBD 5,

VI. EMmiffRBiEsE

GCSFIZX o TIHFHFERBUIZ D 2EE > bu—VHREL B ) RIS WREL o TS T2, L
L. G-CSFp#s 154 T o BUiE 12 & 238115, G-CSF 8ug/kg/day LT CTHFHER¥2188/uL ML |
PHROZENTEZEY) A7 EBEHTIES5%., G-CSFHE- R 8nug/kg/day Z#8 2 T b IFFRBRE 232188
PRTCLVEY AZBETIZI% TH D EHE s Twd, 7. MDS/AML O HIE L, 1KY X2
BETIS%, BIVAZEETH%LEL->TEY, TR6DHAETOEE L CERMOBEIL X $ 2
DEHH BV, EYYED a2 >~ b o — VSRR E° MDS/AML 2 FIES 2 U 2 7 23 ni4, Sl
OB OIS & 7025 LE 2 5 2 555 W Z &1z, BRYYE ORRE R IFhERBOHER 12 X > TEiD
WG % # 2 2ERH 5,

20154Ed Fioredda 5 D212 & 2 & 136 OBAlL D 3ELAFRITY% EMEShTVWBY,
ZFITE D&, 10ARTHECTOBAE & FHLA —3 K — (i & FFMiFxICEREL L) OBELT
BBREIo T LMESNTWS, 7277 L., AV GVHD OFIE 13 HLA —BUfifk K+ — 2MEHE TH -
720 F 120 BAEBETLE IZMAC 23% { . MAC & RIC & O CEMBMEICERZ I T2 o 12, Bk
IZMDS/AML TH > Td, WRFEIAREEIEZLVEVIERTH - 72, EANTIE, BHERZE
JESE 12 HE 1 72 RIC 12 & 2 B BERAEH 23% W\,

B A CIX B R OBE BB WATREME DD 22, ISR AR & s B Al < 13 B A Al
EHE L TIRWHBEME DR S T v B,
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SCNBAERTALE -1

-7 -6 -5 -4 -3 -2
TBI o

ATG o o o [

FLU o ] o ) [
cY o ] ] [

L-PAM ®
TBI

3~4Gy
ATG

1 H1[H25~3.0mg/kg %4 HiH, Wil Eosa. ATGIZER L v, HLA—EFd2 5 0%
FDOHE. ATG IR L 7w,

FLU
25mg/m* % 1 H 18] 1 B[] 221 CRiEE S 2, 5 HRH ; %5 & 125mg/m’,

CYy
30 ~40mg/kg % 1 H 1 [EI#% 5, 4 HIH,

L-PAM
90mg/m* % 1 H 1[E[#% 5., 1 HD A,

SCNBHERTALE -2
BU + FLU (+ ATG) I & 2 BHERTALIE 12 X 2 & AR HEN] 3 2 Tw 5,

-10 -9 -8 -7 -6 -5 -4 -3 -2
ATG [
BU N R R R R R R R R X R 2
FLU o [ L L

ATG
1 H1[E2.5mg/kg % 1 HiH, PHEFMBMOLGE. ATGIEMHEMH L 2w, HLA—[FAE 5 OB DY
A ATGIFER L v,

BU
BU Target #1795, Bid - TBU DB S T WILHIRE ZE S 2,
BUDAUCIEMATD X S ITERET %,
6 1% AT © 65-70mg/L x ho
6% 2L L ¢ 55~ 65mg/L x h.
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HDWIE, ERICERZC45~65mg/LxhTH BW,

FLU

45mg/m* % 1 H 1[0 1 K21 CTHRFEFHES 2, 4 HIH ; £1%5-& 180mg/m’
({HU. fEBPEIGHEAE & LTt 1 HE30mg/m? 6 HIH)

GVHD Yl
CsA + short MTX & % WIZFK506 + short MTX, CsA+mPSL 7t & K —12)6 U TR TEINT 5,

MTX 10mg/m? iv day 1
7mg/m’ iv day 3, 6
FK506 0.02mg/Kg/day THRitA cDIV
MmAEE 10ng/mL I

VI. BiE2OME R « EEIRFTEIE B
BHRAMEOX A ZLDF 2 v 7 2T, AV IZLBMETFTLTL 2% THNIEDLIZIT O,

VII. &% 3#Ek

1. Rosenberg PS, Zeidler C, Bolyard AA, Alter BP, Bonilla MA, Boxer LA, Dror Y, Kinsey S, Link
DC, Newburger PE, Shimamura A, Welte K, Dale DC. Stable long—term risk of leukaemia in patients
with severe congenital neutropenia maintained on G-CSF therapy. Br J Haematol. 2010 Jul;150 (2) :
196-9.

2. Fioredda F, Iacobelli S, van Biezen A, Gaspar B, Ancliff P, Donadieu J et al. Stem cell

transplantation in severe congenital neutropenia: an analysis from the European Society for Blood
and Marrow Transplantation. Blood. 2015 Oct 15;126 (16) :1885-92.
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CDA40 ligand RI&fE
. JREE

m@MF@ﬁi BHIEOWRED 7 7 A AL v FREERFERLE LIIFETH D, HigMIE, 1K
IgG MAE. (RIgA MAE Z R & 3 2, 1 [gMAEERE DY 40% CD40 ligand RIBFETH D . XH#HEHE
MEEE A% L 5, CD40 ligand IZIEPEAL U 7 THERICFBLL TH 0. THINOBRE 12 EE &R E %
RIZLTWS, 207, ZOBEETIE, WEREARSREITINZ T, MEERERALETE L, HER
PEREIE DGR % & 5,

II. fER

B v=7a7) VIUEIZX > CHERGYEZRE LTV, /0, =2 —EVYRAF AR - fuV=
FHRZEBZILRLTVWIED ZOBEEBORETH S, THEZEILLTL, LIFLIFZ ) Z7hARY
DY LADOBEEBFERE LD, 7 ) L ARY VY WG, LA RPITELE S 129, b
DIRFEHEDIAMNZ, BRI~V AT A VA KE < FREZ T A VA, A AT YA VA vy
B TARVENA, CANTTARIE, 72V 7 avy I AL EDOREGIEIZD DELL TV,

. REMR

B IgMIMAE, K1gGIMAE, RIgAMIEZ R T 5, 7272 L, —HOEETIE, BT LD XD Lk
I B IgMIIE & 1370 5 WD THEESBETDH 5,

IV. EEHr

Mg IgG&AE, IgA{KfH, IgMEETH UL Z DFEB O WM E WV, FIEE S DWICEETH 5,
CD40 ligand IF7EMEAL THIKICHIL L T2 0T, THIIEZ in vitro TIEMAL L 7:f%i1c, 7o —3 A b
A — & —TCD40 ligand DFBL 2R L, BB FIRE CHEZK T 2,

V. EmfREBEE ToEHR

BHjizZ2i L, 7 a 7 ) YORMRGT EILE > TRYYEZ P32 2 E8EETH S, 7V b
ARV IV AR =2 —EVAF A, BE., KHEY A VAR EDRBRYYEDESHEE CTRO L, Bk
EEAALTLE D, TORBYIENE, THOIBLETDH 5, 1gGOMFAIXIgG D ~ 7 7 {H% 700mg/
ALY B2t 2 XD 1T MR EIT Y 2V 7 AR OV LEEE TS 27012, SRAKIZE
RO DDOEHW D, ﬁ%@ FINY =X —=FPWHEK T LW E23% <, BEEMRAKE LTIX
HuZw, Ry b2 5 PerFhd2HELHEETH S, —a—EVAFARIZ Y L FARY VT A
@%%?%@t@k\ﬂéﬂ%i0&7an74//®WW%ﬁ5%Eﬁb&

VI. EMmiffRBiEsE

ZOBETI, BEZ7o 7)) YOMITIT L 2IRENDEIXERTH 57243, I —0a v XL HAKIC
BOWTHHTHIE L, FHRARTH 2 Z LRI, EMMIEBHOBIETHLLEEZLND
X2, FORMEICET2HME LI ZTWE LY, END 564 d CD40 ligand KIEAE B #H D%
TRANTAERY, 204 o5E MM 2 321 T, S %2 2 7 b5 72274 D 10 7%
TOAEFRIZO68%., 4058 TOEFRIT28% L&, EIMMIPBIEE2 T - BE DL hatlF
KIIE o1z, SHITSHEATTBMEZ T 12 BEOMFAGFRIL, 6 L TBMEERZ I EBH X
D bEDo Tz, BHHIENTIGAE, BYES L CAIHEIC X > TH A4 OIESREE £ U, BHRE
WWHEBELTWL LD EEZLNS, AL, ZOBERTREMMEBMORFEEZRL ZWVWE D ITER
BRETH 5, ENEFORETIX, RICIZX 2BMEOEERITTH 44 TH D, MiFBU+CY
DMACIZ & 2BHIZ & 2AEERIZI8HIFISHITH o 720 7273 L. SR TIE, RICTH 33
BIDBEZEL TOLEITHOER L T DEND 5, BEEEND 254101, BHEFTLE L LT
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RIC ZEIRT 2,

CDAOL BHERTALE -1
R E D o WA ITEIRT 5,
JE#RPEE RO b N 2513488 3 5 CD4OL B AHATALE 2 & %\ X CD40L FAE AT ALIE -3 % 38 R

¥ 2,
BU + CY

-9 -8 -7 -6 -5 -4 -3 -2
BU N R R A N Y R 2 2 2
cY o L ] [
BU

BU Target 17 9 - Hid - TBU DRI G 2T WILHIRE ZHIE S 2,
BU Target 0SHJBE X H5 A, Bl d o TBU QBRI G 2T WIILHIRE ZllE L, EWHREIZB T 5P
P FRYREE % 600 ~ 900 ng/ml 12§ E L e 5 B2 E LTS T 5,

CcYy
50mg/kg % 1 H 1012 K] T fifi, 4 HIH (&5F200mg/kg),

CDA40OL BHERIALE -2

2—u v XTI, CY DDOFHEEDEEM 2% LT, RIC(BU+FLU) 2#E LT3, ZOER
WS 2ENTOBU + FLU O EKITD 0D, S51% 2 OBMRTLEE M 2 T < AJREE =V D
DEEZLND, TOFA RIAVERETH, BHRHEEILVHAEOBMATLEL LTE, 205
HEEHERE S 2,

-10 -9 -8 -7 -6 -5 -4 -3 -2
ATG [
BU N A R N N A A R 2
FLU [ L L L

ATG

s B DA, ATG IS L 7w, HLA—Z[F» 5 OBMEOEE. ATGIZEA L 72w,
HARANTDOATG D EFHE LS EIZIEMEIZIZARPTH D, EH T E DD NETH 525, T 2 TlE.
2.5mg/kg % 1 [E1#% 53 2l & FLH L T 5,

BU
BU Target %17 9, B d o TBU OFEKRG 2TWIMHIEE ZJE T 5, BUD AUC %55~ 65mg/L
X h &:E&%j—éo

FLU

45mg/m* % 1 H 1 [\ 1 K 21 CRFEFHES 2, 4 HIH ; £1%5-& 180mg/m’
({HU. fEBRPEIGHEHE & LTt 1 H&E30mg/m? 6 HH)

25



CD40 ligand Z#E1E

’ JSHCT monograph Vol.52 EMAIABIES 1T RS 1> — [FRMEEBEFEE

CD40OL BHERIALE -3
[ SapE IR RYYE 8 3 234 : FLU + L-PAM + Low-dose TBI IZ & 2 B HlBTALE,,

TBI 3 Gy )

FLU

L-PAM o ®

-8 -7 -6 -5 -4 -3 -2 -1

TBI
3 Gy

FLU
30mg/m® % 1 H 18] 1 R[] 22 1) T RifiéfiE 9 2, 5 HH @ 2855 150mg/m’

L-PAM

70mg/m* % 1 H 1 B S#HFE, 2 HfH @ &% 55 140mg/m’,

GVHD YV
CsA + short MTX & % WEFK506 + short MTX, CsA + mPSL 7t & K+ —I2)& U C & HiE% CTiERT 5,

MTX 10mg/m’ iv day 1
7mg/m? iv day 3, 6
FK506 0.02mg/Kg/day THata cDIV
M AEE 10ng/mL AT

VI. BlE#ROMES - EHVFHEEER

D XAV RXL260% L TIETT 2 &5 ThiuX, GEslH zHik L, DLISE % % 5E 3 2 H%E
23 5, DLIE K — KM THIIE2 ~5x 10°/kg 2 HBIA L, ¥ XV R L DIREEHER L A5,
1~2x10"/kgETL T 5, DLIIZHED GVHD 1T T HIEREBBETDH %,

QBHEEZEDOX A ALDETOWESROENLVGA, ¥ AV ALI0% AT CTRERERIZLZE
JRYMEDTE Z ZWREMEDSE L KD EFEZ LN TWE Y, T LBRTHPMEL %25, HBIEO
FEIEIZOVTIE T — X 25700,

VIl. 2%k
1.

Gennery AR, Khawaja K, Veys P, Bredius RG, Notarangelo LD, Mazzolari E, Fischer A, Landais
P, Cavazzana—Calvo M, Friedrich W, Fasth A, Wulffraat NM, Matthes—Martin S, Bensoussan D,
Bordigoni P, Lange A, Pagliuca A, Andolina M, Cant AJ, Davies EG. Treatment of CD40 ligand
deficiency by hematopoietic stem cell transplantation: a survey of the European experience, 1993—
2002. Blood. 2004 Feb 1;103 (3) :1152-7.

Allewelt H, Martin PL, Szabolcs P, Chao N, Buckley R, Parikh S. Hematopoietic Stem Cell
Transplantation for CD40 Ligand Deficiency: Single Institution Experience. Pediatr Blood Cancer.
2015 Dec;62 (12) :2216-22.
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Mitsui—Sekinaka K, Imai K, Sato H3, Tomizawa D, Kajiwara M, Nagasawa M, Morio T, Nonoyama
S. Clinical features and hematopoietic stem cell transplantations for CD40 ligand deficiency in
Japan. J Allergy Clin Immunol. 2015 Oct;136 (4) :1018-24.

de Saint Basile G, Tabone MD, Durandy A, Phan F, Fischer A, Le Deist F. CD40 ligand expression
deficiency in a female carrier of the X-linked hyper-IgM syndrome as a result of X chromosome
lionization. Eur J Immunol. 1999 Jan;29 (1) :367-73.

Hollenbaugh D, Wu LH, Ochs HD, Nonoyama S, Grosmaire LS, Ledbetter JA, Noelle RJ, Hill H,
Aruffo A. The random inactivation of the X chromosome carrying the defective gene responsible for
X-linked hyper IgM syndrome (X-HIM) in female carriers of HIGM1. J Clin Invest. 1994 Aug;94
(2):616-22.
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%”?ﬁ‘ﬁ'li]ﬂlﬁ'é’ﬁ'ﬁ \) 2 )\ EKIE
;-._II:.\

%%ﬁ%‘lﬁﬁuﬂ%ﬁﬁ'lﬁ Y VONEHERERAE (FHL) 13, MERE AN Y v $HHBERE (HLH) % Mi— o F3A
ETDEFEMRERSETH Y, BESHITHMLATWS, BERAHO 1B 2RE, 2~58 T
JR KBRS T D€ S T w3 (PRFI/UNCI13D/STX11/STXBP2), TN 6 DB TF23a— KT 52EH
X, ETHMEEEEMICEET 2EATH D, NKARESLMIEEEETHROBEREZ KL, &
BEOIEMHAL R L RE LRSI A A YIEZ &7 L. HLHERIES %,

II. Tﬁ

LIRIICHIET 2 2 LT EA LT HD 55, IAERRIBIEG D H 5, FE MEZZEL, R
Ifﬂfjf{ﬁﬁ’)\f“\ DIC 12 5 HIiEIR, ﬁlﬁﬂfﬁ(#ﬁﬁohéo LIFL XM 80 EZ 29 5,

. REMRR
:,\,%iﬁut@mﬂ%ﬁf) (Hb<9.0 g/dL : #4310 g/dL. MM <1075 /pL. #FHER <1000 /L)
HY. BHE. P, VY RECIMIRERBLS LS Wb, mHEIRIG (221K >265 mg/dL). &7 4
U 2 7 v dE (<150 mg/dL) NK#HH@{EI&OJ{RT/ME HY, ME7 =V F v, AEEIL2%%
WD L5 (2724 >500ng/mL, >2400 U/mL) %7 &

IV. 2t

HLH#%# 2 L, NKIFHOET RIBIZX o Tl fEbN b, FHL3-5® Tk, fMuERE CD107a
(LAMP-1) BT 12 X 2 NKifE BRI BB IR N 23 ® 5, FCM & Fl W7z Perforlnga H F BT <
Western blottingfik & % Perforin, Munc13-4, Muncl18-2, Syntaxinll!Z & ) & H &I FEAM % 17 W,
BEFDMICEVEEST 2, TNLOBAXKBENERTHoTdH, BAMBEEYRIZ X 2 FHL b 71
ERReR ﬂ’%a‘éo

V. EMmMiRBEEL TOER

HLH % #3572 . HLH 2004 protocol % 2% 12 VP16, DEX. CyA % f\» 72 B E A Bk
1T 90 BIEAPHINIZX L TIEMTX S HDC O #liiE % TS AR 1217 5 . HLH ZiHH b S 2 724213
CyA %kt L. VP16, DEX DRI %% 512 & D) HLH OFR % T8 L. &1l Ab o #eiE % 17
20,

VI. &MmiffaiEs

HLH 25 fi# UREE, 0 & MMM 2 £ U <. MiEHE £ 72 13 JE Mk i A Al % B A
JFELTHWS?Y, MACIZ X 2 BAEIZIE BB BN D 7: O WRBRGE 23R 2w, FHL ® 74 ;tRIC
WX BBMIZ L D 34EAEGFRIOWM L EWE L2, BEX AT TH20% U EDX X ) X L5035 HUR
HLHIZFHBR L W7z, RICV Y X YRS Y, FIERICEE O %, FEEZET 285 R

X, BILE & L CBUDKE MRS AT, 7, £ OEFICHIRBIIBME L2710, TS
LZRJTBIZH#ET 2 Z LI LW, 207, Fluizhnz, AR TH->THMELZHWIZRIC VY
AV T 9, HLHZHHEI T 270 VP16 B & O, BB OGS IZATG D5 %2175, FHE D
AL O CTIXFlu+ MEL £ TBITORIC23E E A ETH D low dose TBI + MEL 120mg/m?> BX
723 EARMEL (180mg/m?®) % Fiu 72 Regimen TOBAE A & W & Dt 35 2 ¥,

FHLEHERTLE -1
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-9 -8 -7 -6 -5 -4 -3 -2

TBI o

ATG o o

VP-16 o o [

FLU [ [ [ [ [

L-PAM o o

TBI
3 Gy

1R TR TBLF T L W\,

ATG
1 H 1[2.5mg/kg % 2 HIH,
JRS A HE Tl ATG IZ W W,

VP16
100mg/m2 % 1 EI IIE]O 3 EIFEﬁo

FLU
30mg/m* % 1 H1[El, 5HMH ; #% 5 & 150mg/m’

L-PAM
70mg/m*% 1 H 1[5l, 2 HRH ; #8#%5-& 140mg/m’,

GVHD FVli
CsA + short MTX & % WIEFK506 + short MTX, CsA + mPSL 7t & K —I2)& U C &/ MiE% TR 5,

VI. BlE#RoMER - EHVFHEEER

@ %AV RLMETT 2 &5 THAUX, SRIEIEIF 2 WAL, DLIEEZ ERT 2 BEHD 2,
DLILIZf S GVHD I+ RIEEIDETH 5,

QBIHZEOX AV XLDETORELRLALVEA, XAV XL10%ATF CIRERBERIZL 2
HLH »FR 3 2 e R 7 27 . CyA= VP16 « DEX T & 2 Bk 2 Hh L. B
W% ¥ 5,

VIl. &% 3¢k

1. Henter JI1, Horne A, Aricé M, et al, HLH-2004: Diagnostic and therapeutic guidelines for
hemophagocytic lymphohistiocytosis. Pediatr Blood Cancer. ;48: 124-131. 2007

2. Nishi M1, Nishimura R, Ohga S, et al, Reduced-intensity conditioning in unrelated donor cord blood
transplantation for familial hemophagocytic lymphohistiocytosis. Am J Hematol. 87: 637-639, 2012.

3. Marsh RA, Vaughn G, Kim MO, et al. Reduced-intensity conditioning significantly improves

survival of patients with hemophagocytic lymphohistiocytosis undergoing allogeneic hematopoietic
cell transplantation. Blood 116:5824-5831, 2010.
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Japan. Pediatr Blood Cancer. ;54: 299-306, 2010
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XGESH) >/ \tETERE iR EE
I. &

XGHEH ) > S HEFHIEERE (X-linked lymphoproliferative syndrome: XLP) 1, IIBRE AN ) > SR
BRAE. BUEAZ Y BAZAE (fulminant infectious mononucleosis), Y ¥ /¥ffE, (K7 >~ 270 7 ) vIiLE
GTEERETIHEETHY ., LITLIE. Epstein-Barr (EB) ¥ A VA JEHIEIT & o T Z b OEFREG A
FHRIND LR LET 5, SAPE I — F T 2 SH2DIABIET H 5 WIEXIAPEHZ I —FF 2
XIAPBEETFOBREITL > TEZ 5, XEHELMEEEBERE & 2,

. 5ER

MIREEM Y > SHHEEERAE (HLH) . BIRER e BAZAE (FIM) . Y Y DS FEFEIRTH 2 25, IE
6. FAESREMEEIM, IO granulomatosis # 235 2 & b H 5, XIAP KIBIE CIIMAE, 285 MR
BHRLNDZD, VU NEFIALNLT WV, MMOTTFHRARAEOBEERTH S EFZ2 LN T W, THE,
AFREFMELTEY, RHZE. BEUEICTNT 2%, fE 7o 7)) v, Eifiagm s &
D, FHROMEIZEBRLTWS LEZ ATV S,

M. ®REFRR
SAP KIBIZ & 254, NKIEHEIZMET L CE D NKTHIfZIERELTWS, X € ) —THlKOmWA
BH NS, XIAP KIEFE TIZMDPHIEIZ L 294 b4 VEAMERLTWS,

Iv. 2
FRRIEIR, KRR 22 1M 2O 5, 7u—F 4 b X —X —THIIEN D SAP 47 % XIAP 2 ¥
DORBZFET %, BILTHRE CHETZHT %,

V. EMfifRBEE TCOEE

HLHTIX., 2B TS 2320 RMICAT o4 FEYZ7uAR) VYAZRBL, BIETH A
F FRY FIZX 2bERTT 50 EBYANVARIZEZ2HLHTIR Y VXY TBENTH 5, 1B
v=7u7 ) VSIS L TREZa 7)) iR R ENIZT ),

VI. EMmiffRBiEsE

XLP CIFEIEDOHLH ZFL R » L RIET 201 b H 2, fiih, HEHBEOKZEZ L > TWTh,
FD%, AHICHLH 2 RIEST 2358 H 5, XLP OWREFIEMMEBETH D, BiiD L 1 2
VIZERLGWI EDBEETH DL, FEALDOXLPEE CILEMMESHEILETH L EEZL Z
2 5, XIAP RABSE D —EBIZEIE DR % & 2 D d H 5, SAP KIEJE TIE. EB U A WV R JRYLE A3
TWEFETBHEZ T T WIEEORTRIE, B EZITREFOHTRID AV L1, 2f)
EMAEEHEABETH 2 L DEZHH2Y, WTFIZL T HEMMEBHEOMEG « Bk X O
Bt 5312 oW T & DIER THHE BT 288 HH 5V, Booth 52 D IZ L 5 L, SAPKIA
FEITN 3 2B MAIEBAEIC X > T81.4% DAEGFRB X FHINEHF L X XA ) AL BB LATVWS, L
»LUHLH % %JE L 7. BE ik, BHBROEGFERIZ0% EETLTWS, BHbilE (MAC F721%
RIC) Y ¥ XJEDADF. EB ¥ A v R &G DB 70 S I3 BAERAE IIZEE L Lo T2 EHRE L T 2,
XIAP RABIEIZ DWW TIE, ZhE COBEMMPBBMOMmE Tk, BHEREIIRIFE T 200, F
IZMAC 12 & 284, HLH ZFJE L T\ BHE TORMEITE N, £ 72, VOD & Jili il OBEEE 235\,
BEOLLXIAPEFZEOHRREERITHE7 AP —v 2DITH#ES, MACIZX 2 RRTIZHE HELTWVWS
bDEEZLND, LEOMEL» L, XLP TIEMAMEBAEIZRICIZ X 2 HILEZERT L2ET
HbEEZD, HLHHEAFLTWAHITIER, 0L a >y ba—VvEfTo TBHMEZIT O LELD 5,
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XLP BHERT L E

XIAP RIBFETIZ Z D FEEZHA WS, SAPRIBIED WG E L), FICHEESIHELH 5 SAP KIBSE
T3 Z OBHRTLE 2383 2 2 L sHERR S s, 2 OBHERILEIZ X 2BEBSENTIEZ WY,

-8 -7 -6 -5 -4 -3 -2 -1
TBI 3 Gy [
FLU [ [ J o o o
L-PAM o [
TBI
3 Gy

1iE AR TIE TBLIZ T H 7\,

FLU
30mg/m’® % 1 H 18] 1 K] 22 CRMEES 2, 5 HH @ 2% 5-& 150mg/m’,

L-PAM
70mg/m* % 1 H 1 [ S #HE. 2 HIH @ 2% 55 140mg/m’

BB HLH 785 (= R F + Lipo-DEX 12 & 2 HLH ¥ Fi %47 9)
KT XTAP KIBSE O %54 1T BHIETE HLH TP %17 5 F2E O b b,

AR F
100 ~ 150mg/m? % Day-11~-912 1 H 1 [al, 255300~ 450mg/m’

Lipo-DEX
Smg (BRATOR, FHIz X U@ EFRE) % Day2, Day4, Day7
72720, = FARY F + Lipo-DEX O HLH 7P 3 & OUBAESAE~ O R IFHER S hTw v,

GVHD 7 Vj
CsA + short MTX & % WIEFK506 + short MTX, CsA + mPSL 7t & K+ —I2)& U C &/ HiE% CTiERT 5,

MTX 10mg/m’ iv day 1
7mg/m? iv day 3, 6
FK506 0.02mg/Kg/day TRt cDIV
MmAEE 10ng/mLEI#E

VI. Blia#oMES - EHNFHEER

D XAV RXL60% U TIETT 2 &5 ThiuX, GBIslH 2z dik L, DLISE % % &3 2 6%
23 5, DLIE K — KM THIIE2~5x 10°/kg 22 HBIA L, ¥ XV XL DREEMER L L A5,
1~2x10"/kg £ TL 9 %, DLIZfED GVHD IZIE T GIERSBETH 5,

QBHEHRDOX AV AL EDREOETETHATES 20200 TIHLATIE LV, XFEMAER
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AL D skewing 12 & - T, IEH XIAPFIIE2310% LT & 7 o 72 XIAP B O ~ 7 u #5414 (&
1) CEE HLH % FE L 721508 S LT Ww 2 0T, BAIfRO X % U X LK T OB oI 8 0 3
IIBEILLEEZLND Y,

VIl. 2% 3k
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