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1. EF—E

Case 1 b 3 4 5 6 7-1 7-2 8 9 10
1st 1st ist 1st 1st 1st 1st 2nd 2nd 2nd 2nd
Age(yr) 2y7m 19y 2y8m 4y 2ylm 7y 2y8m  3ylOm 8y 9y Sy
Sex male female male male male male female male female male
Etiology ELANE unknown ELANE ELANE ELANE ELANE ELANE ELANE ELANE ELANE
Pre- pneumonia  cellulitis Lung pneumonia pneumonia pneumonia Skin, Otits media, Subcutane- cellulitis
transpalant abcess Perianal pneumonia  ous abcess
status abcess
Duration of 13 17 3 3 8 i 1 8 - 8
G-CSF months years months years months month year years months
therapy
Source
(Bone MUD MRD MRD MRD MMUD MRD MUD MUD MMUD MRD MMUD
Marrow)
HLA 8/8 8/8 8/8 8/8 7/8 8/8 6/6 8/8 7/8 8/8 7/8
disparity DR A DR
NCC 2.9 3.7 5.1 1.7 7.0 4.6 1.9 3.1 3.4 10.9 8.47
(% 10%/kg)
Conditio-ning Flu 125 Flu 125 Flu 125 Flu 125 Flu 100 Flu 100 Flu 125 Flu 125 Flu 125 Flu 100 Flu 100
regimen CY 100 CY 160 CY 120 CY:125 CY 200 CY 180 CY 140 CY 140 CY 140 CY 160 CY 160
LPAM 70 LPAM 90 LPAM S0 LPAM 70 LPAM 90 LPAM 90 LPAM 90 LPAM LPAM 90 LPAM 90 LPAM 90
TBI 3 TBI 3 TBI3 TBI 3.6 TBI 3.6 TBI 3.6 TBI 3 90 TBI 3 TBI3 TBI3
ALG 60 ATG 10 ATG 12 ATG 10 ATG 2.5 TBI 3 ATG 10 ATG 12 ATG 12
ATG 10
* 2. BRMEGOYIEIBE
3 3 9 0
Age 2y8m 10m 3y9m 15m
Source BM CB CB BM
(MUD) (MMUD) (MRD) (MMUD)
HLA disparity 6/6 5/6,A 8/8 6/8, C.DR
NCC 1.9 0.7 0.49 1
(% 10%/kg)
Conditioning Flu 125 BU 16 CY 100 Flu 125
regimen CY 140 Cy 120 Flu 120 LPAM 140
LPAM 90 Flu 120 TBI3 TBI 2
TBI 3 ALG 40 ATG 5
ATG 2.5
Post transplant 55 days 72 days 14 days One year
day of rejection after
mixed
chimerism
DLI 4 0 3 0
(times)

— 108 —




3. BERHR

Engraft Day 24 Day 20 Day 14 Day 20 Day 14 Day 14 Day 22 Day 16 Day 14 Day 19
-ment
Chimerism 100 100 Mixed Mixed 100 100 100 100 100 100

(%) (90%)

DL = - 4 15 - — 4 - - -~
Acute Skin — — — — — Skin Skin — Skin
GVHD grade [ grade I grade I grade 1

Chronic — — — — — — Limited — — —
GVHD
Infection - - - - EBV-LPD - - - - EBV-LPD
(day48) (day40)
outcome Alive Alive Alive Alive Alive Alive Alive Alive Alive Alive
PS (%) 100 100 100 100 100 100 100 100 100 100
Follow-up 8.5y 7.5y 7.3y 3.5y 1y 2m 4.5y 6.3y 2.3y 2y
duration
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SABEE O QOL A b, A TFRIEIZEETH D,
F DIZDARMFRETIIARIETOZE - BETA KT A
MERE BRI LT B,

B. H5HEE

ARBOMAEIC L VERESNZEHERN R =2 ®
YYRITA RTAVRIZEDE, KETORE - 2
WA T A 2B LT,

(wEEE ~DERE)
AT E bR LETALOTIERARNZD,
BHmEOEEITFICMLIEL L,

C. WFaeksER
2014 FEEEIZZMI N A RT A >, 2015 EEICRIE
HARTA VEER LT, BETA RTA 2R

ERAR

£, BHMBRRERMZ A LARBRIEIC
U, B BEFERR BRI RTALE 1 (IR MR E T FE LB
RREEMEBHE T, BEERAIHEL B LT
W5,

D. £%£

AEBIIARM T E ENTEN, FAEOR
F LHICREFINEM L CE T, BRMICERL
RT VW - EEESEOERICEY . AT
® SDS OWrERM EL, LVE OBENEM
PWiEZITHZ ENHFEINS, AEBRIX. LR
X VR ERBANC LB SR, SN R E L X
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SERERPHROND, £, AR ERBET S &,
EMMEBEEZIT> CHLTRIIRETH D, AL
THER LA RT A4 03, RRBBREODELIT
IBEDOEFR RS 720 . QOL A k., FHRO%EIC
HETBHEEZLND,

Flz. SEMER U7 BBEFERIERRTLE O A $hiE
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MBI A R TX DAREMELND 5,

— 111 —



E. #5i

Shwachman-Diamond SEEREDZEr « ZEN A K
FAVERER LT, RAA RTA4 R0 FEBO
AFNZIB T 20, IBERROM EIcFS5STEH e
Ezbhb,
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H31T, 681-684.

2) PEEREER, FRUEEEth, &IFE5LF0. B A ARES
K FEEBEMEEE U — X No.21 MR iEfE#E
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2013 1 A 20 B 31T, 24-27.
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1. # 8

Shwachman-Diamond JEBEEEIL. 1964 42 Shwachman HIZ XK > THIO TRRdl SNz, D WARE,
AL, BRAELZFH LT HIFLRAEREEDELGERE L 2EREEHAEEFRHETHS D, H‘Iﬁlﬁgﬁ%
O, BREE. FEEELEREMHELZHE Z b2 <, FHERMEFRERM L O EHEND LR 2%
IE LTV ERMBR TV 23,

B TIHBIMCHEATE EE L DN TR, BANBME - DAFSFRDETEFEOL RIZHEV, KIEMRE
BT ARAERBE Y, R THLREFANEMT 2ERAIZH 5, 2004 412 Boocock H I 7 FRE LD
FHBEGCTHAEREON 90% T, M7 INVERZEZIL TV Lx@EL, SDS OEFEMEEETFLLT
SBDS L4 L1~ 9, SBDS iZ VU R Y —AAERKIZEE L TEY 907 Diamond-Blackfan &1fi 72 S DB BER
2%, VRY - L2HEEBEGFORFICL-TRIAZ 0D, SBDS BRIZE D VR Y — LERBRENFHRE
WEELTWALEEZ LTS,

AIEIZFE S BHAE, BHERREFERER L OBMEEEEME B Mok U CdE MRS E S RIGRI 2 1R
LA, WEEBHERBIZIARERTH Y, ITFEOBHEEOERIC L U RIFINHRE SN TWDE D, KiE/L B
FIEIIRIZHESLE N TV,

Shwachman-Diamond fEEE IR DRE TH D7D, BIHFRIBEREICL 2T R 30, KED
EMRDa 2o RCESSEENRTA R4 NTESNT, BRI FIA U EIER LT

2. 2 W
1) FEEELE

Shwachman-Diamond JEEREIL, B DWERE & EMAREIC LD MEKED 2 £ L T2 FREESHEER
RRKUEEHEARIETHD V), BREE, FEES ﬁﬂﬁ%%@ﬂ@%@ﬁ% S Z %L FRRBEIER
BB L ORMEHIMER MR 2 FME LTV 29, RAEERE & 2 S BE O 90%2 SBDS Bm+OM 7T Y
NEERBOHOND 9,

2) WY

Shwachman-Diamond JEEEE(SDS) D2 (SERR 26 EE{ERR)
1. BRERRTR & LTIk, FHERkE2EEE L-mEkEd, BHETH., BERBRZRD
2. BHA2ERD. UTO—2L L& T,

1) #Ext# 1500/l RFEHOFHERBD (FXRBD B WOITEBHER ; < &b 3 » AMKRT 2 E)
2) MERFEAKTICELA2MmMEED (B, W/ &ED . RiEkiEd ; 272 ed 3 - ARKRT 2 E)
3. BASWARELZRD, UTO— 2 L&,

1) BB R RE

AR T hY TV ) — U EE
0 ETIE
3Ll L TR T X T — BRI

2) HEifg (BEE. CT. MRD T/MUSELWIEIOZWKEEZED 5,

3) FEHAEE oMM (72 FefUNE)
4. BENSWAREEBEHAEORRE E R o MERB LR T2, &Y
5. LLTFOBTRMAHIVIEHEIEMENHET,

1) —EHUCRIEERE & ZW SNT-FENR W5,

2) BRAYR

3) ITERE

4) ERBIEFEE B L7 MCV & (7277 LIBM-PHRERBEIZ L AMOBERIC L 57220)
5) ~EJuvtFEE

6) FHfRETHIMLA, ﬁ%i%ﬁf@ﬁ Ytk BED 5> b—oLl EICE YT 5,

7) SBDSL_{E%W%%:W7’ UNIZERD 5,

6. BENCBELTIE, 1. 2BLOBIZE - TARIEEZR V., 41K o THOEBREZRI L, 512k > T2l%r
é%&:hﬁ%iﬁ%@kﬁ‘éo
E1)

A WAR R L BN A 515 Pearson JEFERESC Fanconi & il 72 & DO Fe RYEE SRR IEREE,
BRURHELE & W o AN WA R DIFIR & 72 DM OKBEERIZK T 5,
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3) HEIEESE (R 1)

HARBRMRMICE LT3R RMEFAETBEME L O BEESEE AV CHES 5,

AHE TIHBEA WA I L D IERITFEH D LR DI oNWETHZ E0NEL, £HTFRICKLBEET SO
. BT E0RE L EHMAERBIEERH - POLR~OBITCH D, BHALOEEEICOVWTIL. BATRE
MEMOBREESBRENCHEL D, o, BHMBEBUEFER? L AMBICBITT 5 L, EBICTRRRTHD
2, BIEEZFIE L7HE, KROBEETHDL T2,

&1 EEESFECER 16 £EEIE)

stage 1 B E Tk

stage 2 HEEE UTo 2EmBUEZR-7
MEARMER  60,000/pl 5
GFHER 1,000/pl £
/MR 50,000/ul i

stage 3 ROREE UTO 2HEBL AR L, EHNARMERENLE LEE TS
M8 7R Bk 60,000/l i
iR Ek 1,000/pl K18
N 50,000/pl i

stage4 ~ E JE LUToO2EB L EanTd
MARMER 20,000/l K
IR ER 500/l i
/AR 20,000/l R

stage 5 i EfE BFHER 200/pl RIS AT, LLFO 1EE L EA2w2T
AR i Bk 20,000/p1 K
/R 20,000/pl K1

E1 EHMRREREIL & 13E A 2 B EoOWMm S SHER E & 2T,
2 ZOSFEIITRL 10(1998)FEEICRE SN b B SEEEIELZLDTH D,

4) ZHOT7o—Fr—kr (K1)

SDS g\l
!
BHAE, BEASWAEDOFHE
FRIRFT R FIERE, REPTROMRE
| B B D&
SBDS & Ax- b7

!
w7 UNERS Y ==SDS HEH

H1 ZHOJO—Fv—k
5) &Rzl

FRMEHERSERS L LT Fanconi B, ERMATEE, ©7 Y VERLREZ2ENT D, &Kil.
FRBOFRBEFBRAEINTEY, BETFEHPARLERoTVD, THLENLDOREOHMELZRT,
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A. Fanconi &1

DNA & RBZ B L U-LafEolEitt 2385 81, EITHEALERELD . MDS EME~DBIT, FiK
. BESAOEFEZFEETIMBERTHD, RAKFLEE GBafklfEss) 2_0L, MMC 72&0
DNA SHFZEBERAI TR L T2 & | A EOEDOHERL T U7 MEEZ B OB R REENBIEIN D,
Fanconi & MEETFOEEIRBDOHND,

B. ERMAMTLE : A TIINOERE, NENANE, FEOBRILEL L bR ), TuATREZHERT
HHSREDBEENRE Z LN TRY ., DKCI, TERC, TERT., NOP10, NHP2, TINF2 /¢ ¥ DEMLELETFRR
D)o TWND, KM Y L REROTr AT RERET D L. ERLERESEOOND, REEENA, B
BICRUEGERE, BEEME B IR DI RHEE 72 2 A Lo 0,

C. ©7 Y EGR  $FFEMAN & A DWA 22 EEE T2, UNKBAEZ &7 L, RFHRR, BHF
BCRATRAIIAPNIC R R ER 2580, BRIREFERDPSEHFEET D, I b= NI T DNADRKZRD D,

3. & ¥
1) FAEHE

Bk >k Tl Fanconi & Ifil. Diamond-Blackfan & M2 R\ T KB BIR SIEBERE . BEME L 76,000
ANZ 1T ANEHEEZNTND 8, BVBETRHIVHELINTWANR, NECKTIRMEORE Y &2
SNBFREML TETNB,

2) BRE - T#

HIIGECIIAS RN B TR, GFPERBDCROMN 5, TRIIERPE LD EWET LI 1%
VN, BHIIEERE LB EOTRIITRRTH D, SBDS BIoFEROTEELBKRER, EEE, T&LOH
EIXA LTIV 9, BEDCEMEEORIE Y A 7 OEMITHE STV 10,

4. RHA - JRE

SBDS EHIZ U AR Y —ADARS RNA ORFHIEE2&EIZ L T\W5 98, SR FEDFRKEE LT SBDS
BEFOERIZEIY, EFRSBDS EANROL bR RY, VAV —LAOBRBANREEIND Z L BHEERO
12&%E 2 HILTW5, Diamond-Blackfan i 7e EOFHAES ., VAR Y — LABEERFOEFIZE > T
BZAZENS, VRY—ADORENEHAEOTRRERERVELIZLBMLNA TN D,

AFEBRE D CD34 B EHMMITIL, Fas 2N L7 R b=V ZARTTHE L TWE Z ERH|E S, EilaT
XA OFIREIE N M BRI DFRIRTH D Z L BRIB I TS 11, Hela fil2 T siRNA # v SBDS % / &
7 XL ThH, MEENTLET S Z &L RHE I TND 1219,

F 72, SBDS EANMIESHOBEOMHEERCRET S Z EBMEEINT, SBDS OXFIZLY ., Hifass
DREFCREMENEZ D5 Z BRI, HEEROREEOEED, SDS BEIIBIT HFHALLH MIRRIE
DHBICEE L TWAH I EIRBEINTWND 19,

5. BEERIEMR

BRI SN WEE I X AEHELZ S BETH, FEENAERSH Y, FHERIBDO LTS
ETRSHPNDZENZ, FHERBANC LV ERREEVEL, Eif, /IMRBDRA LI, wllzET 5
BEbLHDH, WEENREOBBREY, BERLIKAONDIERTH D, HEE, BHBRZEE, TR
. WEFOREOHEESE 29,

15~30% DEE S AWEHRTREER, ARERET S, BILFEBEDO Y X7 i%, BRALEICHS
10 fEEWZ ERMBNTND 29,

BEADWMARIZE D, EXZI D, EXI VK EVWSTBEBEEHEZ I VARRALND Z ENH B 29,

6. ZEB IO ru—7 v TRORKRE
1) Mk

W 1E, CBC, MCV, R A7, BIMERSHE, #RRMERE, ~E/ v F, BEEZHRET D, £
7. EBEER, BEAEREITV., B, REKRFOFELITMT 5,

Txu—7T7 v 7L LTI, MERPEE L TWAEEITIE, 3-6 22AEIZ CBC 27§ 5, KERKSE, Hin
B, BARBLEWVoSERBAE NS EIZE CBC #HET 2,
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BREZER, BRARIT. BWRER L OmMERAED LI2BEIT 5, MERBLE L TV HIRETOEHRR
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2179,

2) FRh
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FEKOREL LT e e B VBRI EZRES D,
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Ty RaZFroPRIZBLTIET —4BZ2 L, PEHTRIERH -T2 ETI53HMEITH D0, bbb EFESE
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a. 2
AA/NRMIE - DAFESEATRBMEEN - MDS ZESFRZECid, WHO 23 (2008 ) &S\ T
/MR MDS OZEd Tl T\ b, MDS 1, BHOEER. FEROEE, HWEFRICESWTRZET 5, —
J7. SDS BEDOEHTIE, BEORERIILIILIERD b, BERSCRAKERENLALLNLRN L HEHIC
EY AMLIZBITLRWEERH D, SDS BEBHORAERERE L LTi(79. del(20) 2 L < FBH b 503,
INHITERICHEET A Z b D 1910, SDS 2B D MDS OZEOBEERNERIZOWVWTIXZI DX ) s
ZEET5H, SDS TiXH 30% DERN, AMBEERIET D EEX BN TWAD, SDS Tix AML & RiET 5%
ANEL, FTH M6 BE,
b. 1R
MDS izxt LT, EMMESHENTHON 5, BHERTO AML B LEEIEDOBERIC OV TR STV
Y,
AML izt U T{ESFRIEIRZE O a > b — VB RGERDH I, BE TN T CEMEERTAZ &
TR P, BHICEAIEEREHNEOY 273550, BHICELMBESITS,
c. 1M AR BAE
EARBEOEINT., BRI L 2EERMEKES . MDS (RAEB), AML ThH 5, SDSIZx§ 5iE
MAEBREIC DWW T, DEFITOHRENITLA LD, BED L ZARLE. GVHD FHhiELZ &t 5E
BT HERT D OIIREETH D, EELRMERB IR 2 BHE TIXAEFERN 80%., MDS/AML %3
LM T 30~40% & BHERISIC X 0 BEIZ R > TW5 9, SDS B Clx. EEL BRI, B, OF
PEZII U & T BBEREE 1, A% R4L, GVHD &\ o b EiiEers Mg LA 8HER L v
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DRFTNEENTWS, FDH, i4E reduced intensity conditioning (RIC) % A4LE & L THW BN
BB STV S 1919)

2) BENSWERE, H&E

SDS L ZMSNIEHENER ST, KEEEETEELZRG TS, SDS BF CORBRMATOMFITERR
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BEZHFBENETITON TV BICHLEL LT, REEMRELIFHGK S HEICIE, MOREERN W RET D,

3) BFRY

BERRECE BRIV X BB ERITEE B, IR Z 508, BEARHIBRA L, FINNSLBIZRDZ L0355,
BEHBRESEITRRENRS Y . +oRKE, BEEYZ I UoBRIZ L S FEERITV., RERERA S TRITH
T F3I0 D, AV T ADETREITD,
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