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1. % &

1927 412 Fanconi (XD AN & H KRG 2 R & 32 nep Bl 2 ) CTRidl L7z 23, LI RO
FEBI DA 3M5E & | Fanconi i & A4 i Vo #4F Fanconi 13 1) JLIMERIRD , 2) R D FEILA
3) AL 4) IRE £, b) MERERER 4. 6) FIRFEAEN D 72 DM I EZ 1B L7z 2, 1964 4E|Z, Schroeder
5. Fanconi BILOBE Y L SERICEAERBRENLLOND ZEERALE Y, 512, Sasaki HlE.
ZOYEIRFEE N v A b~ A 2 (MC) 72 ED DNA ZBFEANZ K-> T, FLLSINT 52 L 25 L,
AIRBOJFR DY OARR L EECH D Z L 2L LY,

Fanconi & MO BFIZHBWTIL, EMALOIE), I EHERBIEGERE (MDS) LA R L
O M IESC R V- R 7 EOFEE = S 0FT 28E R Em <. Al T TR ARRERTH -T2,
AIELTHRT LTI, S M i 2y, iR a0 Mg imE 26 L CHE— 1B OB T& 21BRIETH
%o T RIBIRERE NG DRy o T2 R Mg R —72 EOREE R —2 6 O RIFEE M st b . &
WL, BHTEORERIC LD | RBACIEREAE W LT\ 5 ¥ 9 Fanconi &ifiid, BELIRD
No71-0, EEABINRBREZ SR T RATERIFZEIZ D72 BER TV AERIImO TZ L, Lo
T, DRECHINIFAET HRBRBGHEETEONZT — 22 b L ICHEMZEMEEEZTTO. b
23E D Fanconi & MO BTk LEIRF R Cle bR SN DZIET A R T4 VBB LT B OEE & 72
2Ok, EIMmEHRBAE T 5 Fanconi BILIZEBWTIX, AIERBICEHARBEASIHEN A BN D Z &M
£ . B AT A28 7= > Tk Fanconi & L BE OBMERERICE MR ICHENT 5 DONEE LU,

2. 2 W

1) BB

Pt RORZEMEZE R, 1) EITHEILMERED . 2) MDS CHIMFE~DOBIT, 3) FERAGHE., 4) [
RO RS E T D MRERTH D,

2) DWrHE

Bkt & LT, D RmERED, 2) BIEOGEILAE, 3) Hikark, 4 BH K, 5) MEEEANE
L bR OMN, TORBIILART, HMERBD DA T, £OMOERIERR AN 2NV EE L H D,
Fio, WK AR FEATT 5 2 L7 < DS RAMEH 2 WIZETE 2z IIERE T2 28 bbb, &
2T, BRBOZ TAR B ZHEZHTT 2 DI TH 2, NERLHFEYIRIE L AmAERRER M
BEITH L TR, 2l E i Essiiiz ks 2220, Fanconi Bl ZBRIVT 2 0ERH 5, £iz, FHE
FHIZBWT, BHFEACRE, fa AR T O R RO D FE A3 7 b LT a0, MDS <0 H 1L
DIRFRRIE T 38 BE D AN D BT DT BT b AR B A B e AR MEgS 7Bk &

BIR5SVERH S,
NEOMmMERRBES — BFHAE
BEHAZIE D E T
RAGML Y o SER D Ye o (R BT 2 M 3R BR
FANCD2 D ) 2 % F L& R
A\ 4
\ 4 A\ 4 A 4
o> B8N «— BETH - THRIERSCH B » IEH
FANCD2 & J . % F Ak LERHRIEDOEEEROIIX, KE
DEE BRAEZEAD I TYL RT3 ER - FANCD2
DE ) 2 EFF A EHER v
v F AlIEER
FALLT
BixT2H

X1 gHo70—Fv¥—Fk
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3) BRI (R D
BRMEFAERRMAM THWSA TV D EREITHE > T, EEEZ MR 2,

®1. EEESHE(ER 16 FEEIE)

stage 1 w0t JE TRELISE

stage 2 HhEEIE PATo 2B LA L& 7
MEARMER 60,000/ 1 1 A
I ER 1,000/ u 1 At
I/ NER 50, 000/ 1 1

stage 3 LR HAE LR o 2B UL BT U, 8722 R gk i 2 /38 L 9%
MARMER 60,000/ 1 1 A5
Ik 1,000/ 1 1 Aif
17Nk 50, 000/ 1 1 AT

stage 4 B OE LUITo 2 8B L B4
MARMER 20,000/ 1 1 A
I ER 500/ 1 1 Al
I/ 7 20, 000/ u 1 A

stage b I HIE HFHER 200/ p 1 RIS A T, AT 1AL E&-7
AR L ER 20, 000/ 1 1 AT
I/ 20, 000/ u 1 A

1 EER AR ERE I & 13 m A 2 AL B s LB b & e,
2 ZOSFEITTRL 10(1998) TR E ST 5 BEE A ELT-b D TH S,

4) W7o —F vy —h (¥1)

Fanconi B Z 8-> 7=5E12i%. REM YU > 7 8k % UV T mitomycin C (MMC) <° diepoxybutane
(DEB) 7 & DNA ZEAGA 2 U U 7= Yot ARIBr AsR R & 35 2 7 9, IEH ORI & Le T E D Y th (R & |
FTORRET D LB LN D YEMRZENFHRN & S5, DBEIZEBVTIL SRL 72 EOMAE ST
HEMATEETH D, F7o. FANCD2 FEMITHTT DU Z AV, U= AZ T ry METE/ X F
{bZ2ERT D HEL AT ) —= 0 7iEE LTHIERL TV D,

FROR7 Y —=2 7ETIE, U /3BT reversion 24 2 U7 EEHE LT3 ((RRIRLE A
7)) T DITHEEMER O E R EER 23495, Z ORI 100 H & 72 0 OYaRKBIZHR 721 T, B
BRI T L OO A 7T ARG ENBHD (SRLTIE (777 LR —h) L LTHE
FTIURIRA L THRE L TND) . Z DA OBWHIT IR RERRHE I 2 O 72 Y R G BR 23 B
L 72 %, £72 Fanconi & IMLIA O YRR L EMEIEGERE 2 85519 2 _EICHIlROE AL Ba 2l a H
Tbhs,

5) R (& 2)

BHAECHEGTIE 2R & T 5 e RIS M ARSEGEREICIL, £ 212”77 L 912, 1) Dyskeratosis
congenita, 2) Schwachman-Diamond JEf&#E, 3) Congenital amegakaryocytic thrombocytopenia, 4)
Pearson SEMEREZR ENFN LTS, WTivh, FiERBTIEH 503, TIVEILO GG D R0 C i
BARETd 5, i, ERRIZHITREIC O W T, T RXTRKEBFRRESNTZZ 0D, 1R
REOEIANET & &I, B r2lrb el o T D, —F, ROKRRLEMEERE LT, &
FEFL R, BN AR E SN S HSE,. Bloom JEMERE, Nijmegen JEMERE/R ENM BN TV D,
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R2 EXMBEFRMEM

FA DKC SDS CAMT Pearson
S >1000 >225 >300 >45 >60
BEEA AR XL85%, AD, AR AR AR, XL sporadic
E{Es 1 16 ¥ DKC1 (Xq28) SBDS (7ql1) c-mpl (1p34) mt DNA

Ay

VRIS WER 7.6 7% 5~15 ji% 4 71 H 9 A 6 1 H
S 75% 100% 60% 40% Hi
i Bk 90% 10 % F TIZ 50%  4fF P ERIsD 95%  40% BRI A
MDS/AML ~DFA4T >14% 0. 4~1. 3% 5~33% 5% 0%
FE 7% 8~12% 0% 0% 0%
YRR ZEN H B EH B E%
Ttk A 30 OMETIZSMARL B4 35 5%  3IMETI0%ARL 3% TIZ 80N ST
FA : Fanconi anemia DKC : Dyskeratosis congenita SDS : Schwachman—Diamond syndrome
MMC : mitomycin C CAMT : Congenital amegakaryocytic thrombocytopenia
DEB : diepoxybutane AR : autosomal recessive AD : autosomal dominant XL : X-linked

3. B’E

1) FAAEE

H AN IMIR S O 2FERGRT — 2 1 LUE, DREOFEMF AT 5~10 AT, 142100 5 A7
D5 NRIETHD Y, ZORTIE, WL ORE L IZFFERECTH D, FhOELEOBEEE &
HZENG, ZOF v ) THEIX, 200~300 A2 1T ANEHEESND,

2) HREE - T

[EBS Fanconi & M FLTIE, 1982 {ELIK, b2k @ Fanconi &l BE & *HRIZZF D HIREIZ OV TR
BRI RIRE 2 B 27> CWnd, THICED E, 10 E TIZ 80%., 40 i E TIZ 90% D HBE I,
BARBRMREMAZRIET 5, BHEEEOSMS ., Flnl & HIZHEM L, 30 5 E TIZ 20%., 40 5% £ TIZ
30% DA MDS e A MK ICFEART 5, [FARIC., 40 B TIZ 28% D B I IETEE 2 RIET 5, FIE 10
15 EBRDOEFERIT, FNTEN85%. 63% Th-o7- Y, bREO/NEMEESOEFH TlE, B
JEB 30 B D 10 FAEMFHRIT 63% TH 7= Y,

4. JREA - KR

Fanconi & MITBISHICZERRER TH Y | BIfEE TIZ 16 OBELER 03 [EE T\ 5, FANCDI,
FANCJ, FANCN IZZF N FNFEEMEAN AEIEF D BRCA2, BRIP1, PALB2 L [R—TdHh V., ~FT oKL
FA ZFIE L7V DS, FRRMEILB A D U A7 &R,
Fanconi & fl. (FANZIZEIGHNCER DO 7 V—T0NEENTEY . BFEICE VT 16 B (A, B, C,
D1,D2,E,F, G 1,J,L,M,N, O, P, QDA EIE T (7= & 21X AREDBEIETIE “FANCA” L IFE[EIL D) 23]
EIN TV, BT s R R LRGN 2 R (BREOALEMESYE) , ARED e b 5 (60-70%)
ThH, CHE GHEOMET 80 LA DD, FAERIL, LoEHA & BFHAIEH L -S> DNA
B OBEICE < 0 TR (FARE) (X2) 2k L., &Sm0 Ers, 8 AMHIC EE R
HTE 2 R LT 5D, FABEMGFOHIZiE, BRCA2, PALB2, BRIP1, RAD51C 72 & D X 9 I F IR A
XL, XPF O XX 7 VAT RBREEEICEHET 28 LTHRESNTWEZHLONREEND, &
T, DNAZEGZ BT AN+ E LCT B R 7T RBEH STV 5,

FA DT DI EE, NRECE T AERNIE, ARG FA L B0 | /NEENCEMELG 2 A0 57 &%
L FPHRARETHD W, 2, reversion (2 X DAHIIEEY A 7 1B IR EOBIE/LSC H IREMR & B
L FEEROEN E EHIROBSENEEND P,



DNAZEHEIZ &K D
BEIA—IDEL

\4

| s EtE L |

v

XILT7—EIZED
RO UM

v

[ satmmzonaias | ~
~

<

o

\
| zoLAFrREEE | %IN

v

| ERMs A EY |

5. ERAER
D Affak (&3)

S

TN -

\

/\

Fanconi BIiZEOEM T A R

BETHRAERSIVELEEER

FANCA, B, C,E, F, G, L, MEFARBS EE B %
ELFAATERREAT) AIZIRTEL T,
FANCLESIE ST 1 =k kY, FANCD2/I
(ID)EEEMNLEXF b (Ub)EN D,

Ub-ID2IZ#EE T HXYIL7—HEFANID
iz, 4 DD XL T7—ESNMI1A, XPF
(FANCQ), MUS81, SLX1A\EI#RICRE 555,
SLX4(FANCP)IEBR=EFE#HEE TS 25
EH (scaffold) &L THEIL,

ZERDIKHDNATHZHE L TRIGR
HBRRYAT—EICLDHERLE, EI5H
SDNADBREEBENTHNS,

BRCA2 (FANCD1), PALB2 (FANCN),
BRIP1 (FANCJ), RAD51C (FANCO)I%
COEEREIZRE 5T 5,

X2 FARRERDEMHIEEDNAREDEBEETIL

Fanconi # I OEFREIT, S THA OGIFFEEZ & b7 50, B HERFTIBRHLIRVIES
25%1X EMFET B, RO, café-au-lait BED X 5 72 ZJED GRS, KK, ERORHEBEREAK,
SR Db L AL B AT TH D 1 1Y,

% 3. Fanconi BMIc#bh b AR OIEE

SR FEOE HAR
&R 40% 79%
iR 40% 71%
e - B 35% 54%
e

Hi 25% 8%

o 2%
SR 23% 13%
/RS 20% 10%
B - R 20% 15%
B, #EnE 10% 16%
TRIED % ? %
ll:‘ ° HFﬁ 6% 16%
HLE 5% 13%
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2) EMEEOADF (F4, 5)

FEMEESEIL, Fanconi BIMICA BN AR ERLAGIHETH D, MDS LA MBE~DOERDIZ), BHEA
RO RIE ., I ARHEIR O R B 2 RIS BRI O A DR A~ 5415, Fanconi & MLIZ A & 4L 5 BEMEE
BEOAPHZ DN T, BOlAFFE @S A Fe X | MCKIZEB W T, RAEFI D 15~20%IZ MiRIEEE D, 5~10%
WCEBEO SN ME SN TS ¥ 1919 s oFEH T, MRIEEOADEA 33%., [EIEOA O
R 10.4%IZH Bz W, BEREITBHO A EICEDL O3, B, BEFRD 1~39 % & FHFEHIC
% < FIE L Tz,

# 5 121%. Fanconi EMIZHA LD EHEONR 230, T CIIREERENE D, FligES
X, BARAEFR LT OFEH EBEEND D | FRESAICIX, peliosis, adenoma, carcinoma [Z43%H &
2}’1/5 15)O

F 4. Fanconi BIIZH I+ 2 EHEEDSHEE

e Alter'™ Kutler® Rosenberg!® S
il 1927-2001 1982-2001 2000 1986-2010
JEFIEK 1301 754 145 96
FERHIE 5% 220 (17%) 219 (24%) 44 (30%) 86 (90%)
B/ & 1.23 1.05 1.10 1.00
T2 BT IR AR i A 7 (0-48) NA 5 (0-45) 4.4 (0-24)
(i) R JE FREAE )
SRR
BBl A BUEERE (%) 205 (16%) 100 (13%) 32 (22%) 32 (33%)
& T (%) 68 (5%) 67 (9%) 13 (9%) 10 (10. 4%)

% 5. Fanconi EMIcH 5N HEREDODMNIR GEFIE)

BRAL B otk AR Fln (P 5fE)
SAEAD 13 13 26 28
iE 1 8 9 27
EA=E - 3 3 25
Jil%] 2 4 6 3
WAPR 25 3 3 6 3

2 & 1 5 6 30
A= - 4 4 37
JHfigk 20 14 44 13
fiti 3 0 3 29
USRI 1 1 2 1

H 2 0 2 28
N 0 1 1 21
H 0 1 1 7
iz 0 1 1 0.3
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6. BEIE

1) #im

BRMEFARBRMEE M & FROEHETRMGT 5, ~EZ a B flIL, 6g/dl ZHERFT 2 Z LR
Thorh, BRIERSCHEOEEEICK > THIET 5, f/ MU, 5,000/ w 0&HERFT 2 2 LN
F LW, HIER A 22T P BB L MG LI, @R 2 22 b7,

2) 1 I K+

I ERELAS 500/ p 0L F CTIYMED B PENR A BN HEITIE. G-CSF DG HLEE TS, BRrE0s
PO L ol ) 2AaRA = F U ORZNRITUZ B LY 2uRf =F 2% 5452 L ik
Wb,

3) HpEiks

Fanconi & MiLi%, #HIlE L ~L COREEICHEDS EMERE TH O | @ mbiREORITHGF T2
VW, EARMEFRLE L, KEROBEICBNT, A THLIM, BIRIT R L2, B
PRI RE S 72 EORIWEH N H U (#ik3 2 X 5 IE s OBGE OB ZH E WO HEL H
HZOTY FOHRGOFEITERICHMT S, L Lans, Lo RBEICE D Esmagit g 5 1) 7-5
A BEIE S L TREENBEIC R V0T W, —EOFRICET 5 £ TRAREFLVE OG5
RALDIFZEEEZ NS, DRETHEMATE.R, BHE(EFRLVECRAIE LTAT  mrRbdd,
ZF—id, BHALER R EORIWER &7 < RIEIZ O AR EEZ BNDHD, HHRRIZOWTE
EF o WEITA LN, BIEREAT A ROBAILET S,

4) EMmEMIRRERE (&6, 7)

Fanconi B flLOBHIZ & - T, BIRFRClE, @i EHIRRBAE O Z 3 ME— 1523 BIfF T & 2IRIRIETH
%, W BAERTLE TITON D BB OREY 7 0 7 3 27 7 2 FO®E TlX, BB R
WAt THOEDY 717 4 A7 7 I K& RPTHRE R OO H R e piaRiE L LTHOWLRT
T UL, RIS &2 & B ERTIRRE & IR OIS LI o722 L g 202
a7 3 A7 7 2 REABRGICEDBMEFTEORELRALN TS 2 % BhbdEis & 725 BED
95, HLA —E[ffe R —2 G oA MERITES, RE R T —000BE B 2R b TE2D, &m0
AEBEARE L AN GVHD D72 D43 BRI E O T o 7e 2, 3 —a v 7 L—7THEEH L
69 BDOIEMAZ R —0 b OBMEMEDL. T0 3FELEFRILIB% TH-72, FEARRKNFE LTI, 1)
ZEOHRFIEOFIE, 2) BMERF—, 3) BEDOYA R AT T 4 VAFURERGETHD Z &, 4)
EARLAR LT DBGERG T S Y, & ZANKITIZ > T Fanconi BMLOBEITH L, 7L
2T e G e BAERTER BT SR~ L7722 2 % A TOMETH, ZLE T E2E
ToRTIBIEEE TR S 7= Fanconi B8F 0 5 6 HLA —8fiufg K —72 6 OBAETIL 7 fh 7 B 417
T RS HLA R —Eiifz 72 E OREE R —2 6 OB TS 27 Bt 26 B34 (FE T & fisd THER
TARBEMENS N TN D Y LUTF, L O OB E OB SO CHESRE S 2 B 5% 1~ T,
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% 6. Fanconi BM(cxd 2RIETHBIEDAERE
Tt BRI Y — FIRGY GVHD TB5  JEGIER  F HEie AEGVHD BMGVHD 2T3AEAETER
% O-IVE®% % %)
Seattle?®  HLA —% cY CYA/MTX 9 8 (4-19) 0 22 0 89
[Al e B B
Paris'? HLA —%X CY/TAL CYA 50 11 (4-26) 6 55 70 59
[Fl e B B
Brazil? HLA —%X CY CYA/MTX 10 7 (421 0 13 7 88
[Fl e & 86
Ttaly®® HLA —3% cyY CYA/MTX 27 6 (2-13) 8 36 13 81
[Fl B CY/TAI or TBI CYA
Minnesota? HLA —%X Flu/CY/ATG  CYA/MP 11 NA 0 0 0 100
FIfEEBE - B4y i T ffERR 2
EBMT'® JEIMBE KF—/  CV/TAI or TBIZATG  CYA/MTX 69 11 (4-37) 20 43 43 33
HLA A —Fifnfg ) — CYA/MP
CYA
+T bR
Minnesota® FEiifg K7 — Flu/CY/ATG/TBI  CYA/MP 41 NA 2 19 16 52
B - IS i T MfEbR 2
Japan?”  HLA —%k CY/TAT or TBI/ATG  CYA/MTX 8 8 (5-24) 25 12 38 100
EEREEE Flu/CY/ATG CYA/MTX 7 6 (1-15) 0 0 0 100
Japan®  FEIMfE RF—/  Flu/CY/ATG/TAI FK/MTX 27 8 (2-28) 4 11 31 96
HLA R—Eiffg R — (TBI) =MMF

R -

EBMT : European Group for Blood and Marrow Transplantation,
irradiation, TBI : total body irradiation
methotrexate, FK : tacrolimus, MMF :

% 7 Fanconi BN HEE R

ATG : antithymocyte globulin,
mycophenolate mofetil, MP :

CY : cyclophosphamide, TAI : thoraco—abdominal
CYA : cyclosporine, MTX :

methylprednisolone, Flu : fludarabine

1. BARBRMHEn
Stage 1 (% JiE)
Stage II (FH454E)

SIS

10 pEAST ClrIfim@izs, 10 L LT

HLA — g K — 23\ R B Al

Stage Il (R°X°EIE)
Stage IV, V (FEJE : fxHEJE)

HLA —Eiffg R F— 23\ R B Al
HLAL JEAR—Fciffgx K9 —.

HLA —Er~HLA1 FEAR—E I 1%

RF =20 OBz & D THs & 5,

2. BRERPBUEGH - BILR

- RA HE AR BIERIMICHE U 528, B 7 B RO Y (IR RE TR L8 2 £ 2 JE B ClIk
HLA —Euiffs R —. HLA —#3EMiE R —%2 & THEET 5,

- RAEB + A IR

HLAL FEAR—FK ik R —. HLA —E~HLAL JER—E MG R —2 6 0B b

GOTHGET D, EMTPEPETDDTRRE L PHERENSH]TILHLA2, 3 EAR—
B RF—nboBit ZET 5,
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(1) haEmffE > — A
R Y — AR AN E R % VD, Fanconi &IMIZ % T 5 & MR A% O —RFEHF X, 184
GVHD 23K & 22 fERRIA+CTd 5 DT, 18 GVHD DOFAE U A 7 H3 @ WO AR RY ML AR AE 1358 L 22w °Y,
FAEBREDY A7 P EOIE MR B & B CIHERE L 2,
(2) BhE I
Fanconi & IMAHE TIE, 10 L B2/ 5 & MEERE~OBITHEEN &£ 5 2 & @M GVHD o4 (f 4
EbmEmEDLZ b, HEEGES TORIEM ZRE 10~15 a2 B FERmO B &35, £72,
AR BYEE M CIERLm Bk s 00 BE BE I i URHERFI 258841 L, MDS otk H s 12 e L 72354012
B ORI OEER LI L 72D,
(3) BAHRAIALIE, GVHD TPk
HARRMEZ & MDS 0tk B M 2R U 72356 & CIIBMERTLES° GVHD TRH1EIT R 5, MDS
OHTHIFEROEE Z Eb /WA R (RA) F TIHEARNEMEE M & R CarvE sz Ay, PRAR
7R IFEREENN A £E O RISPER N (RAEB) LAREIXAWE A s & R URiLE 2 VWb, F7-. HLA —E (R K
F— 5 OBAE & R R —0 6 OB T b RIS RTLE S GVHD FREEIT A 2 Tnd, BIED
B %R 8 IZRT, GVHD PRH & LCid, HLA —E[RIFERAE Cid. 10 AR D% 4 CyA (1. bmg/ke
X2/R)DHA, 10l ETCIXEMAY FLX®— 1 (day 112 10 mg/nt, day 3, 6127 mg/ni) 24
AL B R F—0boBETIZZ 72 ) L% (0.02-0.03mg/kg/H) 1A Y FLFt—F (day 1
12 15 mg/nt, day 3, 6, 111210 mg/nt) ZHEHT 5,

% 8 Fanconi BMmIZxtd B BIERTALE %

BARBRMER MR ZOVRA
HLA —#[lfig K J— RERF—
Flu 25mg/nt X 6days Flu 25mg/ni X 6days
CY 10mg/kg X 4days CY 10mg/kg X 4days
ATG 1.2bmg/kg X 4days ATG 1. 25mg/kg X 4days
TLI/TAI 3Gy (4y#i721)
RAEB 35 L OVEME 1

Flu 26mg/nt X 6days
CY 10mg/kg X 4days
ATG 1. 25mg/kg X 4days
TBI  4.5Gy (3435

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

7. FIER - MREZE

DMEO Fanconi A MAE X, /NNEMIEFEDOREEBBERESCHENEHEMNTE S T, BFEFERE
BOHES, BEOBYGHEN S Z b Tns, LA L, Fanconi &lfiLiL, /NNEIZEA 72 ER TIE722
< VFFICIEIE SO ETEE O A 02 E O BRIEZH ST DIZITR A & & O TR BEGR Y AT AR Y
BEThAHH, LWMERETIIFEHTEORIENE WD, BHEOFEICEHLHT, b hEr—< A
WAT I F v DEFRENEID DD, 7IVE T B 2EBEANERIEDORRRIC LV | EifEDRIE % F5
B LB PRI L OImEBOIICEEN S LN D0, ZORMTHIIARH T, 5% OMRHIRE
ThD,

SE IR

1. Fanconi G: Familiare infantile perniziosaartige anamie ( pernizioses blutbild und
konstitution ) Jahrbuch Kinderheik 117: 257-280, 1927
2. Fanconi G: Familial constitutional panmyelopathy, Fanconi’ s anemia. 1. Clinical
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aspects. Semin Hematol 4: 233-240, 1967

3. Schroeder TM, Anchutz F, Knopp A : Spontane chromosomenaberrationen bei familiarer
panmyelopathie. Humangenetik 1: 194-196, 1964

4. Sasaki MS, Tonomura A: A high susceptibility of Fanconi’ s anemia to chromosome breakage
by DNA cross—lingking agents. Cancer Res 33: 1829-1836, 1973

5. de la Fuente J, Reiss S, McCloy M, Vulliamy T, Roberts IA, Rahemtulla A, Dokal I: Non-TBI
stem cell transplantation protocol for Fanconi anaemia using HLA-compatible sibling and
unrelated donors. Bone Marrow Transplant 32: 653-656, 2003

6. Yabe H, Inoue H, Matsumoto M, Hamanoue S, Koike T, Ishiguro H, Koike H, Suzuki K, Kato
S, Kojima S, Tsuchida M, Mori T, Adachi S, Tsuji K, Koike K, Morimoto A, Sako M, Yabe
M: Allogeneic haematopoietic cell transplantation from alternative donors with a
conditioning regimen of low dose irradiation, fludarabine and cyclophosphamide in Fanconi
anemia. Br J Haematol 134: 208-212, 2006

7. NEBD BARICET o/NRRRPEMEEAA BRI OBUR.  H/MLSES 220 53-62, 2008

8. Kulter DI, Singh B, Satagopan J, Batish SD, Berwick M, Giampietro PF, HanenbergH, Auerbach
AD: A 20-year perspective on the International Fanconi Anemia Registry. Blood 101:
1249-1256, 2003

9. %ﬁfﬁ«%& X5, By IRtE, JBIEEE. FKILU#— : Fancni I ORERA- _KFHERS.  H/M
23817 554-556, 2003

10.D’ Andrea AD. Susceptibility pathways in Fanconi’s anemia and breast cancer. N Engl J
Med. 362:1909-1019, 2010

11”—[?2’:2 /J\Eaj Egzlilgélu- Fanconi Eﬁll@ %ﬁﬁ % D) %H: Euur_‘lﬁl?rﬁ 50:5387546,
2009

12.Soulier J, Leblanc T, Larghero J, Dastot H, Shimamura A, Guardiola P, Esperou H, Ferry
C, Jubert C, Feugeas JP, Henri A, Toubert A, Socie G, Baruchel A, Sogaix F. D’ Andrea
AD, Gluckman E: Related Aarticles, Links Abstract Detection of somatic mosaicism and
classification of Fanconi anemia patients by analysis of the FA/BRCS pathway. Blood 105:
1329-1336, 2005

13. KE 1L 5 0 Fanconi EILOZWr &1,  H/PEEE116: 1205-1212, 2012

14.Shimamura A, Alter BP: Pathophysiology and management of inherited bone marrow failure
syndromes. Blood reviews 24: 101-122, 2010

15.Alter BP: Cancer in Fanconi anemia, 1927-2001. Cancer 2003; 97: 425-440.

16.Rosenberg PS, Greene MH, Alter BP: Cancer incidence in persons with Fanconi anemia. Blood
101: 822-826, 2003

17.Shahidi N, Diamond L: Testosterone—induced remission in aplastic anemia of both acquired
and congenital types. Further observations in 24 cases. N Engl J Med264: 953-967, 1961

18.Guardiola P, Pasquini R, Dokal I, Ortega JJ, van Weel-Sipman M, Marsh JC, Ball SE, Locatelli

P, Vemyler\l C, Skinner R, Ljungman P, Miniero R, Shaw PJ, Souilllet G, Michallet M, Bekassy
AN, Krivan G, Di Bartolomeo P, Heilmann C, Zanesco I, Cahn JY, Arcese W, Bacigalupo A,
Gluckman E: Outcome of 69 allogeneic stem cell transplantations for Fanconi anemia using
HLA-matched unrelated donors: a study on behalf of the European Group for Blood and Marrow
Transplantation. Blood 95: 422-429, 2000

19.Socie G, Devergie A, Girinski T, Piel G, Ribaud P, Esperou H, Parquet N, Maarek 0, Noguera
MH, Richard P, Brison 0, Gluckman E: Transplantation for Fanconi’ s anaemia: long—term
follow—up of fifty patients transplanted from a sibling donor after low—dose
cyclophosphamide and thoraco—abdominal irradiation for conditioning. Br JHaematol 193:
249-255, 1998

20.Socie G, Henry—Amar M, Cosset JM, Devergie A, Girinsky T, Gluckman E : Increased incidence
of solid malignant tumors after bone marrow transplntation for severe aplastic anemia.
Blood 78: 277-279, 1991

21.Deeg HJ, Socie G, Schoch G, Henry—Amar M, Witherspoon RP, Devergie A, Sullivan KM, Gluckman
E, Storb R: Malignancies after marrow transplantation for aplastic anemia after Fanconi
anemia: a joint Seattle and Paris analysis of results in 700 patients. Blood 87: 386-392,

10



Fanconi BMZEOESMHT A N

1996

22.Flowers ME, Zanis J, Pasquini R, Deeg HJ, Ribeiro R, Longton G, Mederios CR, Doney K,
Sanders J, Bryant J, Storb R: Marrow transplantation for Fanconi anemia: Conditioning
with reduced doses of cyclophosphamide without radiation. Br J Haematol 92: 699-706,
1996

23.de Medeios CR, Zanis—Neto J, Pasquini R: Bone marrow transplantation for patients with
Fanconi anemia : reduced doses of cyclophosphamide without irradiation as conditioning
Bone Marrow Transplant 24: 849-852, 1999

24.Davies SM, Khan S, Wagner JE, Arthun DC, Auerbach AD, Ramsay NK, Weisdorf DJ: Unrelated
donor bone marrow transplantation for Fanconi anemia. Bone Marrow Transplant 17: 43-47,
1996

25.Locatelli F, Zecca M, Pession A, et al. The outcome of children with Fanconi anemia given
hematopoietic stem cell transplantation and the influence of fludarabine in the
conditioning regimen: a report from the Italian pediatric group. Haematologica 92:
1381-1388, 2007

26.Yabe M, Yabe H, Hamanoue S, Inoue H, Matsumoto M, Koike T, Ishiguro H, Morimoto T, Arakawa
S, Ohshima T, Masukawa A, Miyachi H, Yamashita T, Kato S: In vitro effect of fludarabine,
cyclophosphamide, and cytosine arabinoside on chromosome breakage in Fanconi anemia
patients: Relevance to stem cell transplantation. Int J Hematol 85: 354-361, 2007

27.Yabe M, Takashi S, Morimoto T, Koike T, Takakura H, Tsukamoto H, Muroi K, Oshima K, Asami
K, Takata M, Yamashita T, Kato, S, Yabe H: Matched sibling donor stemcel transplantation
for Fanconi anemia patients with T-cell somatic mosaicism. Pediatr Transplant 16: 340-345,
2012

28.Dufour C, Rondelli R, Locatelli F, Miano M, Di Girolamo G, Bacigalupo A, Messina C, Porta
F, Balduzzi A, Iorio AP, Buket E, Madon E, Pession A, Dinni G, Di Bartolomeo P: Stem cell
transplantation from HLA-matched related donor for Fanconi’ s anaemia: a retrospective
review of the multicentric Italian experience on behalf of AIEOP-GITMO. Br J Haematol
112: 796-805, 2001

29.Tan PL, Wagner JE, Auerbach AD, Defor TE, Slungaard A, MacMillan ML: Successful
engraftment without radiation after fludarabine—based regimen in Fanconi anemia patients
undergoing genotypically identical donor hematopoietic cell transplantation. Pedatr
Blood Cancer 46:630-636, 2006

30.Wagner JE, Eapen M, MacMillan ML, Harris RE, Pasquini R, Boulad F, Zhang MJ, Auerbach
AD: Unrelated donor bone marrow transplantation for the treatment of Fanconi anemia. Blood
109:2256-2262, 2007

31.Champlin RE, Schmitz N, Horowitz MM, Chapuis B, Chopra R, Cornelissen JJ, Gale RP, Goldman
JM, Loberiza FR Jr, Hertenstein B, Klein JP, Montserrat E, Zhang MJ, Ringden O, Tomany
SC, Rowlings PA, Van Hoef ME, Gratwohl A: Blood stem cells compared with bone marrow as
a source of hematopoietic cells for allogeneic transplantation. IBMTR Histocompatibility
and Stem Cell Sources Working Committee and the European Group for Blood and Marrow
Transplantation (EBMT). Blood 95: 3702-3709, 2000

32.Rubinstein P, Carrier C, Scaradavou A, Kurtzberg J, Adamson J, Migliaccio AR, Berkowitz
RL, Cabbad M, Dobrila NL, Taylor PE, Rosenfield RE, Stevens CE: Outcomes among 562
recipients of placental- blood transplants from unrelated donors. N Engl J Med 339:
1565-1577, 1998

11



