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1. #
1927 41T Fanconi [IFHEMEDE ML & BRI 2 Fid & 3 2 Wep 5l 2 ¥ Cridl L7=23, LI IEEED
SiE 5 DA 739 X . Fanconi A (FA) & 4 %émt ', $44F Fanconi 1% 1) JLMERID . 2) FIEDEFE
WA, 3) A, 4) KEE, 5) MAMERERE, 6) FIEBENDRDIBWIERMEZIER L7z 2, 1964 4
IZ. Schroeder 5%, FA BE U U RERICEERBERLLENDEZ 2R LE Y, X512, Sasaki b
X, ZOPREGEBER, A Fv A (MC) 728D DNABEBRIIC L > T, ZL#EINT 52 L5235
B, AIEBROFRRNYOARRZERICH D Z & B LI LY, IEICBIT 5Bt oI
(iDM®Eﬁ§E%ﬁﬁﬁkﬁmém mk%@%%ﬁh«@%%@%%ﬁ%%énf%t%

FA BB IZB WL, EMAEOIE), BRI E B BRI REGERE (MDS) oaMEa B A M (acute
md@ﬂw@Mmwm&k@mﬂ@ﬁ%ﬁIL&#hﬁk@l%# EAOFTLHEENE < LN
WO CFHRARRZRIRBTH o=, AR LT, @EmEiaBmmms ., & iR ek mas g2k L C
%~%ﬁ@%ﬁf%5%%%?&5¢+“ﬁﬁﬁﬁﬁﬁ%%hﬁﬂot#m@b% 7o EORER KT —
76 ORI FEE AL & . BAE HiEOERIC L0 | REBAICIRIRE S M E L, — . BEESA
OIREIIREE TR TR AR TH D, FA (X, BRBOTD, BIEAEIERER % & Toni H RTEHRT
ZEIT 7 BHN TV AIFRIIMD TZ LUV, Lo T, bRERHIMIIFIET A EEASRGEREETEHD
NeTF =2k E b EICHEMARMEEA2 T, DAEO FA B I8 LEB S TR BRI NDZ
WROBMBH A REVER LTz, TRIROKE L 720 OIXE MBS TH Y . FA ITB W T, AFRBICE
HRBHEAIHEDR A LND Z ENREL ., BEMATITT 212872 > Tld FA B OBRERER I E itk
AT DONREE LY,

Hll[L

2. # W

1) HEME

DNA B RIEA AR L LR O R L EMEZ S s, 1) EITERLmERE A . 2) MDS <0 AML ~DF
17, 3) KA., 1) BEEDRAOSHEZEME T2 MEEETH 5,

2) Wk

BEERMR L LCix, 1) ek, 2) HEORRLRE. 3) HEREFE., 4 K& E, 5) MHIREERE
LR oM, TORIANIZEET, LMD DA T, TOMOBERIERNALN2WGELH D,
F7o. PLIERED 2364745 Z L 72a< MDS R0 AML & B WIIEEN A ZFIRIERE T2 b H D, &
> T, RBOHR TAREBEMEZWT 2 DIZREETH 5, NESCHFFEMICRIE L FAERBMEE MR
FITXR LT, BN YRkt g B 2 720, FA BT A2 RERXH D, F-, BEHITBWT,
Eﬁ%%ﬁﬁ\%Aﬂ%ﬁf@?IL&#h%ﬂ#h@%%#ﬁ%ﬂt AR0. MDS =2 AML O TBHERGE
HRZ I FE D FRA SO RT3 9 2 8 DO FEMER 2 LN HEIT S AR B A B WY R 2R 2 55 =
ROVENDD,

ITEDBIGFZMOESRIC LY 80% L EOBRE TEEBEGFARESND L) Tz, 2

FEHEZR %HT_rfo

DO BT =Y —

ASERR
1. PLmERWEA
[EB% Fanconi & M B EDIMERR D FEYEIZHE LT, L FOEEOWNTNNERD D
2 ~EZmvr 10g/dl Fi
IF A EREL < 1,000/ 1 1 AT
/R 2 100, 000/ w1 AR
2. ot ILE
3. BRAHE
e BUEOXE - K. ZIEE. BE - o XE
Th: . oFLEE. ko, BB
B m@r INFERE, Ay HE. VEE. %ﬂ@ﬁﬁ K8
PERR © B MRS SNE, (BRI, JRIE PR, /R
T fﬁWﬁT SE. A TE ﬂ&ﬁ%
iR /BERER, RMAE, SLE. BNRE
H . ¥R, SNEGEPASH, mRERE, PHO M
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B RBRR. KB, RERE. KEOE

WHEE - REPAS. + RIS, ST, KJEAEE

D BREBTE. LEFRREKESERE A 0RO E
4. RHE : PBEUL RIXFERHEICE EDO-2SD LT Th D,
5. MERgERERE

B AT AL
- QAR LENE (QARESs) 278 L, MMC 72 & o> DNA SHHIZEME A CALBl 2§ 2 L Qetafk ol
RO T VT MRS 2 FF ORI R R B AR DB SN D,
& vk
UIFORBEENT S,

S RVEAIEAREAE, Schwachman-Diamond JEMERE, Jo KM HEERZERPE M/ IMRIKRAME, Pearson JEERE,
ARV RIE, B S JEE M EE) CFHIE, Bloom SEMEAE, Ni jmegen JEMERE

D BB FHIRRE

1. FABIE O (BlRES T DNA OEEIC@ < 21 @ Fanconi A FLE AN STV D
(FANCA, FANCB, FANCC, FANCDI (BRCAZ), FANCDZ2. FANCE, FANCF, FANCG, FANCI, FANC] (BRIPI),

FANCL, FANCM, FANCN (PALB2). FANCO (RAD5IC), FANCP (SLX4), FANCQ (XPF), FANCR(RAD51), FANCS
(BRCAL). FANCT (UBE2T). FANCU(XRCCZ2). FANCYV(REV7))

(1) B&cC, L, AD1HB L LT
(2) Y RMEIEORMANEERIER TIZA O 1 EHBLL L& - L, FANGB & FANCR 2% < D DWW
NDDELEFEREZWT LIV TIER, & AL B M T FANCE D28 B % 3

3) EMmAEDOEIELSH (1)
K VIR LI RMERAEARBREZ L THO O TW D EEHEIZIE > T, BAEE 20T 5,

F1.  HARRMERE OB YE CFRL 16 £ EEIE)

stage 1 i E TRCLISS

stage 2 Hh 2R E LT 2B L L& R=F
HAFRMER 60,000/ 1 1 A
IR ER 1, 000/ 1 1 A
/N 50, 000/ u 1 A:Jti

stage 3 OREE LN 2HBL EEWZ L, ER e R ek A2 LR LT 5
HAFRMER 60,000/ 1 1 A
i Bk 1,000/ u 1 A
i /N 50, 000/ 11 1 ATifi

stage 4 B OJE PLFo 2 HBLL L& d
EDINIIBS 20, 000/ u 1 A5
I ER 500/ u 1 R
LN R 20,000/ 1 A%

stage 5 B BT WFHRER 200/ w1 RIS A T, LTFo 1AL E&i7=7
AR ML ER 20, 000/ u 1 A
/N 20,000/ u 1 A7

1 EHE R FRIMERE M & 13 2 AL Eogm A nE 7 & X 259,
W2 ZOFEEIT TR 10 (1998) 4 ICRRE Sz b B RLEAIEE L7 b D TH D,

3
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Fanconi & MICEH U CiZ k30 Stage2 L EAFREHIFR O G &+ 5,
B, EROBREN ERROBEEE ML T -ELL EIZEY Le &b, B ER Z kT
D EDBMBERFIZONTIE, EREDROMNG LT 5,

4) ZHroO7a—Fr—k (K1)

FA 25> 723351203, RMIMm Y > 38k &2 AV T mitomycin € (MMC) X° diepoxybutane (DEB) 72 &
DNA ZEAG A 2 BN U 7= Qe R R B 2 5 2 70 5 . 1B OMIIE & bR TE B ORI & . & OR5E
EUDEEZLNDYBIRHNFHERI E S5, -, OB TR TIIAT V—=v kL
L C. FANCD2 FEWIZHRIT 2 HUEZ A, vaRAZ T uy METE /) 28X T UMb a iR T2 HED
BTV 5,

U U ER T reversion 28 2 U7 MEHEHE L TV D ((RflnEY 1 7)) ERTIX, EZEoR 7 U —
= U VETIE ARRMEEROH B RS 3 E T D, T OFEICIE 100 5 72 © Ok EiZHa 1 T L,
ORI Z L ORI DO A N7 T ARG Z L83 B D, Z OBE ORI ILE GRS i 2
FD T e BRI 2450k <° FANCD2 DE /) 2 B X F A LORESEE FRER SO MLETHDH, £7-FA
PIA DY AR 22 E SRR 2 R 5 L T E B2 G Th 5,

FAZEEOFTR

IR EASEAE O I ERE A & 5 (R AT
-REHREOBMELA (RELENA)
EFICRARICH T SBEOFE

l

DNASHMI 22 4EZERE R - )2 7 Bk
OB ERNERTIHRAOEMD
FEFERRNAEETH-TLELFRER
@»
;ﬁ%&fﬁ 1’§’£§, — | ONE REELEEL T, RSRESE , i
EOEE fahs CEEEMNOEMN, FANCD2E/
FALZ R FAIZEEH

BE1. Fanconi& MK H7O0—Fv—k

5) EERIZKE

FHAECHFRGIEE B E T 5 0 K M ASEREREC I, B REALAREIE,
Schwachman—Diamond JE{ERE, JoRMMEEERZERME M/ MBI E,  Pearson JEERE/R ENRH G LTV D,
Flo, YOERRLEEMEGR S L CiX, EMEGAE, B0 IR EE FHAE . Bloom JEMERE,
Nijmegen JEMEHE/R EDNFHNTND, WTNbRDEBTIEH 50, ENENDOEKRBEIFHEA TH
D, Z0ZL ORRBEFHFRESNTEY, 2 FREOMANT T L & i, B r2krd /he
o TS, TNENOREOMEL T,

(1) RMEACASIE : INOZEHE, DEENABE, REOORLEE E LRI, T AT REMERFT 21%
FEDEENRE 2 LI TEBY . DKCI, TERC, TERT, NOP10, NHP2, TINF2/t ¥ OEIEELR RO - T
%o B FRER A MDS, AMLOIEDTRRHERE 72 & 2 & 0F Lo,
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(2) Schwachman-Diamond JEMERE : MW REIZ L A WINESE, BEEE & HFPERED 2 TEKE L
7ZILMERBD & e 45, BEREFEZHEY 22 08L <, DS BIXOAML Z38E L3V, SBDS &G
T OERPBED LD,

(3) Se R M E R ERME L/ MR IBE « EAZER I X 5 A% 50 X 0 iR s 2 S v, IR s
S ULMERBNE~BITT D, Fe v RRTF U ZHFETHAWPL EETRENFEEATHS,

(4) V7 YV JEGERE . SREFERMER M & AN SRR A T L 5, REFERGR, BB ECRBTESHNA
R 72 22 Rl 2 580 . BRIREBRIFER DN B (E L. LI BRI iE~BITT %, X b= R U7 DNA DK
RERBD D,

(5) (AFEMEEERE: SEAMRIZ L 0 A LD DNA HIEDBEEICKIBD B 5 et RS MR GIIR B TH 5,
B, WOER., BMMEILE. 2560, S 512, BEETELBIEEOKRERAEZET D, RIKNESG
T L7 8 ODOAMMEREN I STV D,

(6) THIMEVLARVMEEBNICHAE «  BATBRIEIF B A S S 72 D THEEN GHIE ., S R 2E, S
EOREEERA, WOWEREIE, BEiRmEs ., BHMmEILR, mERAR 2 /M ET 5, itk
IR IRDOZZHADOIEE D F R 230 5, ATM(Ataxia telangiectasia mutated) B FNFEIE I TV 5,

(1) T v—DJEMERE - /MAZRARRL BYGRBEIMEALEE, SE R B L 2 Y RS IR B TR A
DERPFIELE LB 5, DNA OER - (EEIZEET 5~V h—E X /37 BIM 22— K75 bln &fs
TORENRHELND,

(8) FA I =~ EMRRE : NAE, BEREH. BE R, T MIREOE TR I OB Mo Tice b
729 FIEAREIT K D BBIMDR A ON D, HBEBZNEDR D VD | U >/ BR &R fie O Y e kR4
EMEZ L 9%, NBSI(Nibrin) B FARMFIE S, WRkEEAEREEAZ &5,

3. &%

1) FEAEHE

1988~2011 412\ T HAV/NE MR F2 18k S a7z FA FBE L, df BB R 1841 #9111 41l
(6.0%) ZdD, BLETRD N1, DREOFERIEAERIT 5~10 AT, 1A 100 HAHZY 5
ANHI#BTHD Y, ZOBFIL, WBHN»DORE EIZEREE TH D, FAINCB & FANCR % B3\ T o etk
SEOBIBIERE D200, TOX v U THEX, 200~300 A2 1 AEHEESIND,

2) BRI - Tk

[EIBE FA B4 ClE. 1982 4ELISK, bk FA B3 % BRI O HARRIC DWW TR A2 B 7 fRBORFSE
EBIRoTWD, THICED L, 105 E TIZ 80%., 40 1% £ TIZ 90% D B IE, FHAR B M4 %
FET %, BHEEBEOADFL, FlE & BTN, 30 5 E TIZ 20%, 40 7% £ TIZ 33% D HEFH V3 MDS
P MIFICRRT S, RIS, 40 7% £ TIZ 28% DBHEIXEIE N A& RIET S 7, SCHBGHE 12 X 5 2000
FELIED FA BE OREFERO P IEIL 29 5% Th - 7= ¥, bAEO/NR KT O Tld, JEBRE
Bl 30 BB 10 FEAELFRIT 63% TH-T- 7,

4. WA - RRE

FAVXBIEHINC B2 D 2OV 7 T —T B S, BiRESIZEB W T 21 8 (A, B, C, D1, D2, E,
F, G, I, J, L, M\, N, 0, P, Q R, S, T, U, WiIZZxhEThxIT IRKEELT (& X ABOER
FIE EANCA EPREND) BRE STV D, BIBFRIL FANCB, FANCR % B\ C RGeS g s
R Zmd BRUT XGESEAHMER, REHIIT V AROR T VAERICEXVRIET S RIF v hx AT 47
), FCETORGTTIE, ARG EHEE (60-70%) THY ., CRE. GRELOIFETSMWULEEED S,
L., SO BARNCBIT 2BETIE, CEHTIZE A LR 0 BCKTIHEFICENRZ A THR—EEK
ROMDBDIp EOENRHLMNI/RY 52055, FA EAEX, oo DNA HEISEEAE & LFAERL
2> DNA $H[M1Z846 (Interstrand crosslink, ICL) DEE I < 2y FARRES) (X 2) 2L,
7 ) NETEAGIZ K o THE MR OMERF A7, BN AN EE 2 &ZE 2 R L Tnd,

FA 5 FOHITIE, BRCA2 (FANCD1) , PALB2 (FANCN) , BRIPI (FANCJ]) , RAD51C (FANCO) , BRCA1
(FANCS) 72 ED XD ICFEIRMEANADRRN E 72D b OREEL GEENTWD, ZNHDN 1%, RAD5T

5
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(FANCR) & & H1Z FA #IE D TR TEAA 7= THFEHEH# 2 E1E ) ICBWTHRET 5, FIEMERL
DANE, A7 VAVERCRIE LT WVEMEE TH DA (T2 TR SN A& AN A ZRIET
5%) ., FA TIER BB 1O 7T VVERTHRIET 5720, WA REKETHS Z EBFAITHS, Z
D DOFMEFLN ABIE T 0BT O FA BIEDJRIK TH H5E101F, WBCFERICENA Y A7 OHEK
(HLAS Ay IREEMR A, BERAZE) ENAJEBIOERNEZ DN DT, BETHIRETH D, oz
LT, RADSIC, BRCAI 73 ¥ DEFRIERITIL, B AREDORIENBIZR STV, KO DNA 85 & #
DEB ISR BN B D —H & B, ZF O X 1= X AEAD L 0 IRVFREFRAEIZ D72 23 5 Al HEME DS
H5,

RIEX 7 VAT REBREBEICESG T 2867 (AEEGRIEDIRIKN & 725) Th D XPFIS FANCQ EiG
T L LCRES -, DNA S4F2EE OEE 21T, DNA 20 o 7= ABIE L T BEEE A L (< 72 Yol
MR AT v IREREND (K2), XPF 1ZX 27 L7 —FThV, SHFEEOEEICHBNT, X7 LA
F RBREBEEIZCBT 2D LI3ES A=A LTEHE I, DNA 20T 5, XPFOREDERIZE -
TIE, HEZEEOBEO RN TEX T X LATF REREEEIXAIRE/R 72D, B MR RIEIZFIER T, FA
FRIEICE D L EEI LTV D,

WA, DNA BB 2 TR T ANRMER & LTT7 B R 7T RBERERTWAS W, 7T RofiE
fEBEIn - Cd D ALDHZ DB L AAN FA BBF OfEAT 217\, FA BE I3 mssfiaicsi 5 7
AT e REMICK D7 ) AEENMEETE P, AN ETT D MREME RSN 1V, £72, 2
@ ALDH2 BAG T TIDHRE N 7o b & FD FA BE L, AT IR L MDS 12K D Z & BB L
Llpolz, ALDH2 N 7 NI AR, HER EOERT DT RRMICHFEAET D720, 2 O Mg Es o SEiE
R LCHETHD 0,

FA OFTH DI AL, NBEIZE T DIERIL, BRAY72 FA & B7en | /NN EMESE 2 54 57 8%
L TFHRARTHD PP, ZORKREIEF T D BRCA2, PALB2 \ZFFHBEZ EE O T LS TH Y |
ZTNPZDOFTREZEZBND, WIT, reversion (T K DT A 7 138 3RS OBIE(LSC H SKEE 7
LR L, ZWICB W TUIRERWEITNALE L 20 | EHMOBIERNEENS Y,

AAIDSEITL T DB T+ — I HDNAZEIEI
EoTIaviEnS,

FryIRA b FF—E THAATRAGE L.
FARERR D E141L (FANCD2/FANCIDE/1E
FUALLBFRER) FNEZS,

| #Ror—s0Tnyy |

!
!

‘ Z18m AIODNAY) M= £ HDSBRE AL ‘

><
/

FANCD2:FANCIIZ XYL 7—¥ TéHHSLX4-
XPFZE)IIL—bT B,

N%

\

m DNAZEISO WAL IS, DNAZ EH LM
l (DSBYA 4 R & D (unhooking)
| RYBRAAR | = == YIS h A SR B KBTI, 2
= EEEYMZ HDNAS R HREVIOREVIED 5
,l, FIzE->TITbhd, TO%. BETHIREBEX
LA FRREEERZRIZL>TRESNS,
| ROLAFERE S |

'l' DSBIXCHPZ DAL LYS KA EISH.,
3" EBH R IEA RSN, FZIZBRCA2-
PALB2-BRCAI/:E M AT+ T—4HREIZELY
HFERZ A RADS1AYRY 7 —RREL , fifilk B A D8R
BI~DBAEITI BHDNASH DD, R
UFAHhE DT - R EE B TONADESH
ARSI, EHE (LHEEN) KT ERS,

A
!

\

)

E2. DNASERI R OFABRKICKDEEETILE
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5. EERAER
D AfFTY (%2)

FA DERFRIEE, ZHECHiA DADFITIE & b7 5 28, &< HRATINI B ARV MERI S [EBR FA RS
EROMAETIE 25%(F EAHET B A, DREICH 5 BETIE T2 Doz, BROIL,
cafe-au-1ait Y X 5 72RO GRUA, 1B, EROBIRIDUR, Sk £ X< A bh
BEGHATETHE O 1,

% 2. Fanconi BMIZ A B2 EPFarEOMEE

B IR SCHRERA (2000 7> 6 318D © HA (105 fi)
% %
B & 40 78
(B 40 72
B
Bfe/ Lk 35 55
T 5 -
i]S 20 10
B - B 10 16
FEES Al - 12
SHER 20 -
BRI 2 _
5 20 16
i
Bk 25 12
ek 2 8
L e fifi 6 16
WAL 5 14

Sk Y K B A

2) EMEEREOSO (FS3, 4)

TEMEEE T, FAICHADN DB ERZAHETH D, MDS <° AML ~DHEE DT>, BEHH-CRE, A
BHEIER O R LN A Z R ODICEEN A D BN SIS, FAIZH B IS EMEE O ARz OV T,
R T, BIEFI D 15~20% (Z MLIEIEE D, 5~ 10% B TERS A DA PERHE S Tna D190 (% 3),
AR S DEFTIE, MEEE OB 33%. BN ADADEN 10. 4%I12H 517 1P, MDS K2 AML ~D
BATIZEEY DO SRAMNI T THLND Z ENZ W, MDS R ML ZHIFRIERETDHZELHD, Yo
AR & U C 7 FBYRRC 3q, 1q ek B -OEMIRL 2380 5 Z L 30 219 [EIES Al
BHOF I D O FTHE I, 20 AR LEERANCH LD, FANCDL, FANCN DIERFIIE/NEHIZE
MIEGECAMBE R EZ2 A0 L. ZELL PHRARTHD 29, Wilms EEE, MEEMIE, BEEL2IZIC
O & LT MIEEC AL O 5D 5E &85 L. 2 2L EOBEMEFEESHFNEHEEICALNTZ, F4I120F
FERME B & B, BT T FA [ZA LA B OWNR 2~ T, BESER T LR AW
TIE, FFEERICBT 2RO RN ALRRIIIEBREEL U b 4.4 5 L& < . FIEF Rl b A
BEICKT LIEBIERE CITA BB -T2 ¥,

% 3 Fanconi BIMIZB T 5 EMfEE OA JHEE

2 Alter'® Kutler?” Rosenberg!” R 1)
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WA 1927-2001 1982-2001 -2000 1986-2010
SIS 1301 754 145 96

FEMEIE 115K FLAE ML 219 (24%) 44 (30%) 86 (90%)
B/ 1.23 1.05 1. 10 1.00

FA 21 IRF 47 fin 7 (0-48) ROk L 4.8 (0-45) 4.4 (0-24)
Hh i (REEH) (H Bl P IE D)
AML - MDS 72 Eifufiz -~ 205 (16%) 120 (16%) 32 (22%) 32 (33%)
FEVEERES (%)

B A (RS (%) 68 (5%) 73 (10%) 14 (9%) 10 (10. 4%)

)'Cr'ﬁ_)k 7) 15) 16) 17) I glﬂq

# 4 Fanconi BIMLIZ A 5 2 70 BRI O STk 451

S5 D ERAL - A E R Bk otk FR L ATEAE i ()
A) FER A IR
M 1575 175 86 71 13(0. 1-49)
B 6 B ROE R 110 56 51 14 (2-49)
[ 5 124 42 76 23 (0.2-56)
SRS R - EREDs A 43 17 26 29 (13-56)
BE 14 3 11 29 (20-50)
Shfe - ALY 21 0 21 27 (14-38)
TE FEED 6 0 6 22 (3.7-25)
i 24 9 11 3 (0.5-11)
AR 7 0 7 37 (26-45)
fiti 4 4 0 30 (23-34)
H 3 3 0 21, 22, 35
B (Wilms JEE A & Te) 17 9 6 1 (0.5-36)
YAV 2 1 1 0.3, 2.5
FfR 2 i 6 4 1 0.8 (0.2-1.4)
FEAm A 23 A 30 20 10 14 (5-50)
JH e 16 7 9 11 (8-48)
B) BEhi 1% fE
M 1575 8 - 4 5-18
SHSEY R - B RS A 41 22 19 22 (9-34)
“EENAER & E e

ik P L0 5 e

6. TaRIE

FA DIRRITE A L B2 A2 O F IRTFIELN SR T O IHEIC T 2R H 5, FIK
wIGINRAEL, BRAE, BRBEEE L & D FIRE 1T 5, FA BE TIHES R, BERWE, TR
FRFEREAR T IEC IR FEMEME R RE A 2270 E OISR &2 A D JEBI A2 < IWRIZ D DT E1T O,
BRAEITHT 2IRRIC TR~ D,

1 i

BRMERARN BRI & FROEKETHRGT 5, ~F7 0 B EE, 6g/dl ZiERid 5 Z &8 HEAK
THH0, BREAERSHEOEBEIZ L > TOIET 2, /i, 5,000/ 1 Z#ERFd 25 2 ENE
F L HIERIZE W T HEEZ REFTT 5,

2) WX+

IFHRERHEN 500/ 1 1 LA R CIRYYE D S OF N A B 7= 5A121%, granulocyte—colony stimulation
factor (G-CSF) &5 b EET 5, BAEOAGMHFO LI Au KA =F L ORZBRITIE, &
izt LY 2R, = F 25752 LIZ@BEB I b,

3) Rk
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FA 1%, 8L XL CTOREECESSEMFEETH Y, GEMERIEOS IV, EH
FEULARLE IE, FEBOBEICBWT, ARITHLN, DIRIT R L5200, BHALCRT
fEER EORWERNRH Y, %ikd 2 X 5 MBI OREOELEZ B LWV O RELHHDT
0 ZOREOMIGITIEEICHETT 5, bAETHEATRER, EAREALECRAIELTAT /vy
NHD, LT —nid, BULERZR EORIER L7 REICL AR LB 2 DD MR IG L/
< HERBRBRIZCOWTE Lo ME T LN, BIBERE AT a4 FOMRITET S,

4) 3 ifn B R Al

FA BEIC & T, BIRE TlE, S MEMIBRE O L3 M — 18R G TX 21K ETh S, B
HEBTALE CITHOI A IR O K &Y 7 0 7+ A7 7 2 RO 5 TlE. BAEBEREMENTE, fE- T
YEOY BT 3 A7 7 2R & BT EHRIRE O OF A SMERER 2 REREE L THOLWLRTE Y,
L2y U. RS 2 & DB ERTRIRIE & “IRENADOEIINERESND Z &0 2 % HLA —HF
FARBAEICB VT, 7 a7+ A7 7 2 REARRGIC L 2BRATLE LRA DN TE 72, B
N7 bBED O B HLA —HKFE R —2E 0N RIHMELS, RE R —2 008 LB b
TEEN, BWAESERSE L 2N graft-versus—host disease (GVHD) D 7= 45 72 BHEEGEIIE D LT .
I—a v XTI —TTHEE L 69 BlOIEMZE KT — b OBfE L. 0 3EAFERIL 3% TH -
=0, PERARBKTE LTI, 1) ZHOFEFEOFE, 2) kKERF— 3) BEOFA A Huy
S IVAGUEED M ECTH S Z & 4) EAREFRLVEL OBEGERENHIT S, 2000 4ELIE FA OB
WXL, ZAE T GO BERTERNEITIND K OIZR0RIIE—E L, DAREORETYH,
TNHE T EETLRTARIE CBE S iz HLA — ik K- —I2BR 537, FEiffx<e HLA R~ —Eifx7s &
DONREE R T =05 OB THARD TENLIZIREREN SO TWD P % R 5 IS ERICH T 5
FA (25T % 3% s A A A O TEFE Rl ORE 2 77 77

& 5 Fanconi &IMIZ% 3 2 & M eSS HE D IR RS

MK A — A ATALE SEGIEL GVHD T-Bh AWEGVHD | B4EGVHD | 1~34F
-1V E %) A7
(%) (%)
Seattle®? HLA —Zk (R B 56 cY 9 CyA+MTX 22 0 89
Paris?" HLA — 2[R & 6 CY+TAI 50 CyA 55 70 74
Brazil®” HLA — B & 5 cY 43 CyA+MTX 16 28 93
EBMT2” HLA —BIEMfxE# | CY+TAL 69 CyA+MTX 43 43 33
CY+TBI £ATG CyAtcorticosteroid
CyA==T MifiEbrE
EBMT?® HLA —Emigdemz | S & 795 IFEXE 19-37 16-32 65
B - R (5 4F)
Minnesota®” FEIm iz Non—F1lu (CY+TBI) 7¢ & 52 T MfEbRE 31 31 13
Flu+CY+ATG+TBI 732 & 46 CyA 1ED> 52
Minnesota® | AUk K — TBI+CY 130 T AlEpRZS 20 10 63
B HE - I i F1u+CY+ATG+TBI CyA 1ED>
Japan® HLA —Zk (R f B 6 CY+TAL/TBI £ATG 8 CyA+MTX 12 38 100
F1u+CY+ATG 7 CyA+MTX 0 0 100
Japan B R — Flu+CY+ATG+TAT/TBI 27 tacrol imus+MTX = MMF 11 31 96
Bl - WP I

HLA: Human Leukocyte Antigen, GVHD: graft-versus—host disease, CY: cyclophosphamide, TAI: thoracoabdominal
irradiation, TBI: total body irradiation, ATG: antithymocyte globulin, Flu: fludarabine, CyA: cyclosporine
A, MTX: methotrexate, MMF: mycophenolate mofetil

LR, Bt O 03 EOBRERAE S S W THER T 2 B 54 R~

(1) B> — A

AN Y — AR RN BB 2 IV D, FA IS 2 & AR Rt O R B AL, 184 GVHD 23 K
ERERINFTH DD T, 1BV GVHD OIIE Y R 7 M@ O R M B IR L2 Y, 7244
RED Y A7 DO IE MR M AE & B CIEHELE Le vy %2 DB E 72T v
ZRIVE IV, BRI D+ 2B A I EERon EARE SN TR Y, e EhE N —n15
LNARWEAIITEET S Y,
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(2) FEAE I

FA CiX 10 L B2/ 2 & MEES~OBITHENE 2 2 0B GVHD oA 0HEE bmE b 2 &
N5 IEEEALAEE T HERIEF 2R E 10~15 w2 BN O B L L35, 2FDXBHEIG & 725
DI TIER < F6 IR Lz & 9 AR B I CIrIylfn BRI O BE FE (2 CRB R R 2 347 L,
MDS ek F I I HE R L 7= A X B 2 £ 5, £7-. ALDH2 JEMED KHEZ £ 5 Bl Clida
WA 2O TOMDS ~BITHN RS, BH OB EEE TS %Y,

# 6 Fanconi A M OB (HELE)

Ji 7l T e

AR BRI

Stage 1 (8% JiE) Rl E2

Stage II (FP4&4E) 10 AT CIIRaEBIZL, 10 Ll BTl HLA —£ufifzk B —203 W iR
BB HE LT

Stage I (RLRLHEIE) HLA —Eifinig K — 28U R pis i

Stage IV, V (BJE « fx AE) | HLA1 HURA— ik K7 —. HLA —E~HLA1 HUEA—EIEMm i K —
OB Z GO TG LT D,

B B I ROEERE - [ I

RA FARBMEGIMIZHE T 208, BEE 2 RIERSC Y AR B % 1 5 JE 5]
TIT HLA — 8 KJ—. HLA —E k&% K —E%2 5O TEET 5,

RAEB -+ H ifiLj5 HLAL HUF AR —Bof g K —. HLA —E~HLAL iR AR —BIkfLig R —20»

SOBMELED TG E 5, EMTRNE DO TARETREINDH
TIFHLA2, 3 HURA —Bufifx R —2 b OB L BET 5,

HLA: Human Leukocyte Antigen, RA: refractory anemia, RAEB: refractory anemia with excess of
blasts

(3) BAEETALE & GVHD TBhik

AR B & MDS <2 AML [ ZHEE L 7-358 & CIIBHERTALE e GVHD FIHIEIZ RS, MDS DT
HEEROBIE 2 E DR WARIGHER L (RA) £ TIIEARBMEZ M & [F URTLE 2 HV, TH AR
NP S ARRSPER I (RAEB) LAREIT AML & [A] URITALE 2 WV 5, ZEERER O @\ s fi o 3Ef] ¢
X BRI AEFIRIEZIT O 2 bBEINDIND, ALFRIES LTSN LY A 30y, BEL
72 FLAG Jik D0 B 2 7 E U ORI G752 ECHIRNEOND Z &b D08, B OIEH# MK
YYEZ B Z &7 ) BIOE MM 2 i 74 a2 2 EnEEE Bbnbd, £7=, HLA —EFE K —
O OFBHE L B R —2020 OB T b RARICBARTLE LS GVHD TPHIEITE 2 T\ 5, BIE DB
FiEER TICRT, GVHD TE5 & LCiE, HLA —ZFREHEBMHE CIX, 10 ERmOGAT 7 XK O
B, 10U ETIRHENAY bvxe—r20HL. RERF—NLOBETIIY 7 0 ) AR ZEH
AV hrde—bEHHTD (£S8),

#& 7 Fanconi EIMIZxI9 2 BHERTALEE (HEDE)

BARRMEZIF LU RA

HLA —E[mlfig K —

Flu 25 mg/m X6 days (day-7—~day—-2)

CY 10 mg/kg X 4 days (day-5—~day-2)
ATG 1.25 mg/kg X 4 days (day-5~day—-2)

R FF—
TLI/TAT 3Gy (43172 L) (day-8)
Flu 25 mg/m X6 days (day-7—~day—2)

10 mg/kg X 4 days (day-5—~day-2)
1.25 mg/kg X 4 days (day-5—~day-2)

CY
ATG

RAEB I8 L V&M A (K F—I2Bdo & J [ —RifALE)
TBI 4.5 Gy (343%) (day-9~day-8)

Flu 25 mg/m X6 days (day-7—~day—2)

CY 10 mg/kg X 4 days (day-5—~day-2)

ATG 1.25 mg/kg X 4 days (day-5~day—-2)

HLA: Human Leukocyte Antigen, RA: refractory anemia, RAEB: refractory anemia with excess of

blasts, Flu: fludarabine, CY: cyclophosphamide, ATG:

10

antithymocyte

globulin,

TAT:




thoracoabdominal
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irradiation, TLI: total lymphoid irradiation, TBI: total body irradiation

#& 8 Fanconi &IMIZ%}9 % GVHD FEhHiE (HELE)

R — GVHD T-5
HLA —EFmlfa K —
% ST CyA (1.5mg/kg X2/H 2 F7=i% 3 el A1)
10 mell b CyA (1.5mg/kg X2/H 2 F7=i% 3 R B L O
4 methotrexate(day 112 10 mg/ni, day 3, 6, (11)IZ 7 mg/mt) DOFHFH
R FF— tacrolimus (0.02 - 0.03mg/kg/H Ffisii) LV
(FEEsIZRT D 22y 4] methotrexate (day 112 15 mg/ni, day 3,6, 1112 10 mg/ni) OHEH

GVHD: graft-versus—host disease, HLA: Human Leukocyte Antigen, CyA: cyclosporine A

7. WER - REZE

DMEO FA BEIT, DRI - DAFESORBEFSLHAERBMAMEZB ST, BETERELRD
e, BEOBINGIENB Z b Tnb, UL, FAIL, /NS RERE TR Briaiik
JEBCEFE D A DI EDBREZI L INIT DITIIRAE B D TIREBREEY AT ANNLETH A
7o KHBRE TIXTEHEBBAORIENE WO, BHEOFEIZEDLLT, B MR —< T A LAY
I F L OERPEIO biD, TNVE T B EEBEANAEIEORIIC LD | EFEDIE &2 fEHEIC L
TP RICE L CIERENICEED S N 00 ZOEMTRIIAH T A% OBRFFHRETH S,
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	（１） BとC、を満たし、Aの1項目以上を満たす
	(2) Schwachman-Diamond症候群：　膵外分泌異常による吸収障害、発育障害と好中球減少を主体とした汎血球減少を主徴とする。骨格異常を伴うことが多く、MDSおよびAML を発症しやすい。SBDS遺伝子の変異が認められる。
	(4) ピアソン症候群：　鉄芽球性貧血と膵外分泌不全を主徴とする。赤芽球系、骨髄芽球系前駆細胞内に特徴的な空胞を認め、環状鉄芽球が多数存在し、汎血球減少症へ移行する。ミトコンドリアDNAの欠失を認める。
	(5) 色素性乾皮症: 紫外線により生じるDNA損傷の修復に欠損のある常染色体劣性遺伝性疾患である。色素斑、脱色素斑、毛細血管拡張、萎縮、さらに、若年で露光部に多数の皮膚がんを生ずる。原因遺伝子となる8つの相補性群が知られている。
	(6) 毛細血管拡張性運動失調症：　歩行開始時から明らかになる進行性運動失調症、免疫不全症、高頻度の腫瘍発生、内分泌異常症、放射線高感受性、毛細血管拡張、高発がんなどを特徴とする。姉妹染色体分体の交換の頻度の上昇を認める。ATM(Ataxia telangiectasia mutated)遺伝子が同定されている。
	(7) ブルーム症候群：　小柄な体型、日光過敏性紅斑、免疫不全を特徴とする常染色体劣性疾患でがんの高率な発症をともなう。DNAの複製・修復に関与するヘリカーゼタンパクBLMをコードするblm遺伝子の異常がみられる。
	(8) ナイミーヘン症候群：小頭症、鳥様顔貌、低身長、T 細胞数の低下およびB 細胞数の低下にともなう免疫不全による易感染性がみられる。放射線高感受性があり、リンパ球と線維芽細胞の染色体不安定性を特徴とする。NBS1(Nibrin)遺伝子変異が同定され、常染色体劣性遺伝形式をとる。

