BRETRERE BRIDEMES)

| PEnERRDES

B RREHBER ORI E R
AA B

FRBEDRE

l RRBHESIYE
| PRIIELMIR A | Bhs(dE FAX
[PNH/ [R5 OX P R EF LA | BABE{TER PAX

AU/ BEERAT - BEREIER —
Ef: A~ U B B (SRR , e
l < TR (T =25 | PNH/MERT OX 7 EARE |

[NRMEEREBER WE) | hRENESEDH

=1.

Zhwz, BEERTLEFOERDMEL D

2w,
MR TaLidErsw. £2T, HAEARE
MmEETiE, BERMERRE L ATERREE
FRMABHEEZ B K MBHREAD, &l
B% 1 RTFRE2 mEEAOB IR & e
L, BREFHEASEERR 2SO /NERES
BEEMAPMDSOHFREBMFEE LB I 2o T

5. EROERBEZH OIIED), 709—H A4 b2 b
J—1Z X BEMMPNH (paroxysmal nocturnal
hemoglobinuria) MR MERT T X T EOHIED
BZloTws, K1I2iX, #BRBomhzs
AT, ERUEHMIASEERIELNLAIEEIC
X, PRZEEER> O BERERRIC, £4
DEREEBASEDOEMGERICEETEH 2
&0, MEkTsZ L 2E8OTWSE. EE, 2009
£2 A5 5 2011 4 8 A £ TIT, 500 HoHRE
Widsg Z b, DBALH), FA(7H), DC
(3#1), SD (5#1), CAMT (141), SCN (3
), FEiatEgkIFRE&m (361, CDA (5 #))
MEREINTWS.

UToR#mIBVTIE, RNEEICLZEORE

1979

BANRMRFERICKDPRBET XT L

ENHLHLEBLbIE, FAEDCIZDOWTHELY
FA.

1. Fanconi&

REAOIREZEELZERIC, D ETHEAMmER
A, 2) MDSRHEIMKE~DBAT, 3) SEEH,
4) BEEOGH ML T5. bXEOEHESE
HEIZ5~7 ARIBTH S BREE LTIE, 1)
RMmBRRA, 2) REOBREILE, 3) FEEFE,
4) BEE, 5) MRBESEZ LRI, £
DOERBRBIILZHT, NRBLOART, ZDIF
POBERIERDIA LR WT &R, JLILERRD
PEATTH I L%, MDSREMFED 5\ IZE
g2 WIRERETAILEIDD. XoT, B
RIEBEDARTHREBEHEDH THDIIHETH
5. MNRLFEHICHE L -BEAERNERHERELE
FITH LTI, @plciakiiERRr Bk
Vv, FanconiB % B4 2 LEMNH S, EFE,
LR THEE 10 F ISR L /- 8 #] DFanconi
Zifio 5 b 3FNIEREEERREREME LT

RARNSEHE H101% $£75 - FH24EF7 H10H
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BRASAERE (FRMENES)

FA JI7PEEH%

]
FAE

e+

‘
NG

77

DNA “E#348

E 2. FAZEOBIEMYT 2DNARERFRY bT—0
PILT 7w bA, B, IZFFANCA, FANCB. -—-Z&H, FAAPGFAEEEZEA%R

mY. Ub:AEFF, P UVE.

WMEHIHBA SN TE D, A7) -V IRE
ELTHBI o R s ER TRE A% B
L, FanconiBlfl &L BRI ENTWw5B. Tz, HE
FHIZBWT, HEEIRCEE, RAFHEBTOR
TR ORAENR L NIHERL, MDS
R0 B ML D IR RSB B BE 0 EH R T R 1
ST BHEERAONIZIGEICD, FEBETEN
YRR R T B 2 ) LEXD S.

1) KA, KEE

FanconiZ M3 BEWICE B LERTH Y, B
FEETIL,RLICRT X HIC 13 0FEERETFS
FlSE & hTWw3. FANCDI, FANC], FANCN
B EREFNRIEMEILIABETF DBRCA2,
BRIP1, palb2 E[R—TdH D, ~7T aHEEMEKIX
FAZFRIE L 2 WHBRIEEILPAFEEDY XA 7 %
HO.FAEABI®HBOGTFAY P7—21B
WTH X, ZOMBIEIRZOLS ICEBINT
WwWaLd Fhbt, FABHABE®D®S L, FANC-
A, B, -C, -E, F, -G, -L, -Mid, FABIHEE
EFIFAAP24, FAAPI00 & & b IZBN CHEH
(FAa7H&4) 2BKT 5. DNATEHLUE
KXo THBPHEEINS L, FAa THEHAHEN
FANCM-FAAP24 &tk LTra<F iz
¥A&% 5. %72, FANCD2 FANCIiZ, FA
AT7HEERICETNAEFANCLLE ST~ - Y

1980

H—EIlk B2 F5F {LE, DNABG RS
F+—VATRICL BV YEMLE 2T, IEHEID2/
HEERL 2D, THIIREEISARETEY
Td 5BRCA1, BRCA2/FANCD1 ZiZ Lo &F
LEACMHEMEHEL, BERYBIDNAAK,
MEMEAEZ, X7 LEF FBREBELZELH
Fl L CDNAZESHEFZBET L. LarL, »
T 7212, DNABEREE L FHAESRE & OBE
BRHIRTHRN,

2) ERERIEIR, &OHE, F&

BEFanconiB M-Sk DRAEIC L 5 & 10K T
TIZ 80%, 40 B ¥ TIZ 90% DEEFIX, BAER
BMBMZFET S, EXEREOAHD, £
Ll biHEmL, 30 E TIZ 20%, 40 & F T
30% D BEHMDSR HILRICEET 5. FERIZ,
0 E TIZ28% DEFIIEEELRBET .8
fiE 10 4E, 15 EBOEFFE, ThEn, 85%,
63% T o729, FanconiBIMDEHESIZ, ZH
TH4 DAL LRI, &L SR
DHONEEBID 26% ZEFET 5. RO
mELE, BEE LFHOBKEER £ikE
ZEVRD I ALNLEHAERTH L. B
JEE X, FanconiBEMIZA SN LB I EKRL G
IETH D, MDSPRHAIMKE~DEEDITH, HE
HREE, BARERORFELEEOEB A

BAAMESME $£101% 75 - ¥H24F7 A108
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BHEASERSE (BRESNES)

RETEBRDES

-

£ 2. FanconiEM(CH 3 dBIELEE

BEARBMUEMD KURefractory anemia

HLA—¥E/a o —
Flu 25 mg/m2X6 days
CY 10 mg/kgX4 days
ATG 1.25 mg/kgX4 days

REFF—
Flu 25 mg/m2X6 days
CY 10 mg/kgX4 days
ATG 1.25 mgrkgX4 days
TLI/TAI 3Gy (F&EEL)

MY MRS KU Refractory anemia with excess of blast

Flu 2b mg/m2X6 days
CY 10 mg/kgx4 days
ATG 1.25 mg/kgX4 days
TBI 450Gy (35E)

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

TBI : total body irradiation

YD

3) &

Fanconi& Ifl % £ - 7= 356121, KM >
K% B V> TmitomycinC (MMC) <diepoxybu-
tane (DEB) 7% EDNAZUEH| % 750 L 7z e tatk
BMHEBBREBILS. DPEICBWTEIRES
HTHEMAETHS. £72, FANCD2 EEYI
ST HHEEH, Y A¥ 7oy METE
AR F ALERHERT A HED R —=
FBELTIEBENRTYS., EEORZ Y —=
7T, Y 3B TreversionZ 22 U 7=
PHEFEL T2 (FHIRRESA 7)) 72012 bkE
HHI R EHEERI AT D, Z DEFIZIE 100 18
H72 ) OFEEBERBEIZT TR L, Jeadkiy
BT L OHBDOC R N 75 AERTH 5.
C OE ORBWITII BRI IR 2 A v - g
BRI ABRPLEE 2 5.

4) A&

Fanconi® M2 i3, SRR ORISR
TE&ZWS, BERLALVE VI, $EHOB
HIZBWTEHTHS. LrL, B iFRE
Ex ECORERAD Y, SR RIEOBR
DEALZB/LEVITWMEDLHS. bIETHEH
W2 ZARMLRVE Y BIEI & LCTlE, BEER A

1981

F/OrDIRTH5S.

© IRBFH T, FanconiBMOBEEICE 5T, &
I EHI LA D A HDME— B RO IR T X 5168
HETHDH. BEOBMEALE CHEbLIS BETE
BHERPKEI 707+ A7 73 FORETIER
TR EBMEATRNDO T, R IZLVBDOI 707 3+
A7 7 3K & R RIS o B A G 7
BIBEEL LTHUORTE LY. UL, /%
Fr—2n 6 ORMEIE, EHEPLZEGVHD (graft-
versus host disease) DHRENE L, +oRIER
BREEELONL TR, o LA L, BiEICZ o
T, 7VFIEr2E&LiRBEEIER SR,
ZOFHITFHICHENAOLNTWEY, £2
CIEHERT HELEBEZ LT,

2. dyskeratosis congenita (DC)

DCix, MOZEHM, DENEBE, REGRILE
Z3METHAREETHASERIETHS. DC
BETIRIN L OFHMAERZ S50 fL A 5]
PAICD, ERaEHERNBH LN LHH 010
RBRADHBDOBIE TERLBRIEERT 120,
RICZOBRRBIIIRETH 2. KR, DI
B, /NBE, WBEEREZEDLVWHEIL

BARBPEEHR $1015 $75 - FR245F7 A10H
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BRASERE (FRIBEMEE)

PHCEROES

TRF1
3. FOXS—EESHOEE

7B & £ 2 &5 T % -Hoyeraal-Hreidarsson
FEERE, ReveszfEREEIZB W T, DCLFH L#EIE
TFEEBALNEZ L, HLINLDOEBIIDC
DEBELEZONTWS. /2, BIETFERD
A7 Y=k, BEEEEZLRATY
EARBEEMPHRMEERZE O LM, &
EORERPBEBATHE I ERNHELNIZENR
1287, IO ORBIIHFEVRLZS DD, 3
BLTTFOXT7ROEMPL, 710X 7HEERR
FOERPALNS.
OYEEICBWTOBRBRIZOWTHES L
DRV, BHOBHREETIIZTORER
BiZ100 FAICLIAEENRTWS,

1) RE - fiKkE
DCREZEMMOT o X 7BIFZFHICEHL TS
D, 70X T7ROMEFFRIEDOEEIAEDHKE
TH5bH. 77U R TIERAAKEDTTAGGGHEY
E LB, MIAHIEICRE S bR home
REBEEHVTWS., FuX T OEREL M
RTRREEEOREEEISERLRSN, 7HRM—
JARCHED. F D7D I HINIIEAEA R S,
T EOMBAL ITREE I TR v,

1982

BITRT LI, 7R T —EHEAEE, shelterin
EVnH2O0DEELAVR—F VM, EER
T X7 REROBRE ZHoTHWE. TR —
PHAHBIIRNAZ VR—% ¥ b TH STERC
AL L, TERTOMEREREREEEICL Y 71
A7 2 {ET 5, shelterinldWHEHMIZT T AT D
FEHICEHELTWwWALEZOLNTWS. BE
¥ C, DKC1, TERC, TERT, NOP10, NHP2,
TINF2, TCAB1 & 7 D D#EEZTFEEIHL L
o TW3BY,

2) BREREER, &OHE, T8

WHRIBCIX S ENRE XY I O MRS 5.
JNDEHE & FEAaFRLEL 0% T TICHIAL,
30 E TITIZ 0% DEBITERAESA LD
X9 hs. LaL, EROMEEL, FERY
WKOWTIZEEHMTRLY, BRAESSWRIE
KTho720, MOBRPHEERILEFTER
THoTCHLEBUAEEELS VI ) EMD
H5. FEHRE LTIZBHEAED 60~70%, ik
HEEADS10~15%, BHEERBANT10% & T3,
EMEBITEE 20~40 RICHIRT 5. DCEET
EEANCHRBELTILEOREEL SNTWA5.

BAARFREE $1012 $75 - ¥R2457 A108
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BETSERE (FREEMES) !

¥

B CERDES

% 3. dyskeratosis congenita®ZEiE#

BEERRAE
—RIFLL EDMEEA & BERERMERDD
KAER (BZFE, HEEFTR)
1. BReFLE
2. Moz
3. OFEHGERBHE
IIESR (ZOfDEAFTR)
BEDEE, BE
EHFEOES
ARz
EBE BB
FrEEE
ek
EUES
INGESE
I\
10. BHERE
ML EK CDdyskeratosis  congenitaldLI D
BAICRITTS.
BRHALB KU 1 DELEDKIERE 2 DB EDIIVEE
WS

A.

B.

©CONDOOh®PN -~

R _LREsE, BRHARBERR, MR
@@Eﬁi)i‘%blm)

3) 2

Be FRAE R 23 o TV ILIEAGE D BT I IRy
BHTHDH. LarL, EEIZEZINLDFERN
BEIHiLZVWHEELE L, ELERIEED
LOMPLEMEDDETH L7202, BRER
DOHRD O TIXBHPHEZFE D% v,
meEkA, BHER, BBHEE, HERER fE
e, BEOHAEZ R EORBEBICHIFET X
ThBH BIE EHFEUIRE,LGREIhTHY
LPPWERLRIIRT. THODOBREL
LC, R % v 72Flow-FISH (flowcyto-
metry-fluoresence in-situ hybridization) ¥ 7=1%
P TUy T4 LB TuXTEHEL
BECTEHEHRTH S5, MOBBIAESEBEIETD
BICTOXTROEMEE /-T2 H B0
EEFLETHS. DCEFOMERT 0 X 7 RIZ
D BEHMASEREIVELIEMHMLTWASY,

1983

— 123 —

2 HRHNEE, BHRE REELRY
P HDCHEREDLN LA, KW EHWvT
Flow-FISHZ 72139 ¥ 7uy 54 v Hn:
MERTIAT7TEOWUWELITI (H4). 42
WHTRE LAY UK TFu X 7TEOHIEESE
2RT. BENEHMEAE S 2VWEARNREE R
BEOLIICH, FUATEOEMPFOAT
MEBRETFORELETHIRENVDE I L2D,
BAREREHEmMABEZ IR LT, ZHEICT o
ATERAEEZTIENIEZTI LY. LarL, bt
ETRRESMHTE, FuXxT7EOHERIT-
TV, RAEIMTZ HHERICHVEDLE
THREZKET 5. FEN2EEHESD D,
70X T ROFRLZEMEEEHE S NUIZRTHS
FETSH. BEFIWIIEHETHNIE, DKCI
DEBRMNT %17 . DKC1 IZERF 2 WBHBH,
FEETHNE, TNUHOEERTFERIC
DWT DN 2D B, BHOBETFRER
EBIC LI FE SN W,

4) A&

£ 4121%, DCITxP$ 5 E#IEsH 2R ¥. DC
IS BARAE A R X 2 W 2, APREELC
I B HIEENBLTH L. BHEALICHT
HEHEE LTiX, BASAEREHANOEREESHE
WHEVy, EEREICS UCEBEELRINT S, &
EREOEFICH LTS F VU — v EOEAMR
LR VEYZEET 5. BARILAVE YO
52Xy, HPBEoOBETIE, —RRICIEAT
RII%ETS. ZEARMERVE Y ORBIERHE L
Tk, FFREE, BEEL BELEDBD.

EEANICH LT, EMEBHRBHEIED &
hs., BEOWMEDLIE, BERENRTLES:
12X 2 BHREIIED TRET, 21 Fid 14 BIAHS
L THY, ERICHEMEFF—5n 0 0BERK
A B, AlterlZ & 5 65 fEFlDreview!Z £ 5
&, MEBEBBHED 5 FEFFEITI% Tho7C
DX L, FEMAFE B I 2 FEAFFIZ L%
Tho/20 L, IVF Iy 2e&tI e

BAARSL%EE H101% H75 - FH4s7 A108



Sy

EHTSERE (FRIGEMES) | Bl SIaEDES

|

25 r

() IO

O 1 A
0 10 20

s

H 4. DCEBLCHSIFDVUVIRTOXTER  AREEAIY O-L, €135
RUEBETREAMEE, @FDCEEZTRT.

# 4. dyskeratosis congenitalCild d8EREH

1. B

GRS
2. EE

BB AT/ OV ERIFIFTV—-ILDRE
3. PYEER, EiE REE

A0 FEmCHSEE (R, %) Haond. HLA-RMEH VI EME R —h SORESHERE
40 B EHDVIFHEBEDSNEHRA T / OV EelddHV—-ILDKRS
BREITSEE U VROV SEY ZSOEMERRNATARENESR LU

f) - HLA—EImig b7 —

Flu: 25 mg/m2xX4 H, CY : 750 mg/m2X4H

HLA—EFEIME R—  Flu: 25 mg/m2x4 H, CY : 750 mg/mexX4 H, ATG: 2.5 mg/kgX4 B

TBI: 3 Gy

Fiu : fludarabine, CY : cyclophosphamide, ATG : antithymocyteglobuline, TBI : Total body irradiation

BEMRLBEEORAICL D, YBRTRENF—
LB LA 3N, £ ENEEDBENH
SNEFRTH AW, RA4ICHRT LRTLEE R
RY. BHEFF—IZHLA— KR —EIRT
HEY, BENLZBETHLELHRINTZ120,
FFr—oBIRICH 2o Tix, REEHRNDOTORT
BAZ )=V TRAITHINRETHS.

BbHWIZ

TEREEHASEREG, NEHoRBLE
ZAONTWBED, HEEOHTEWEOERITX
n, Pk, BRELEZLRTH—HOBEA
FHIASERBEO 2 PICAEREREEHIAE
EEBEIBATHEZEDSDELNCR-TE
2. L0 biF, RNERDCIRMERT o X 7 EOH
ERBETZRCISRITUIBHT5Z &1

BARRFSMR $101% E75 - FH24F7 B10H
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BRETSERE WRESMES) | SHEaEOES

cazV. B DI, KFFEVERTEMELE ° AR
oLcBDCEF LT a X 7 HERETORE

FAEEN “TuXT" WELTH LWEEE

SHFEBENTVEY. AREICE > TH ZOH
BOHBMIRPELZVDDIC R >T NS,

=# M COI (conflicts of interest) BI7R : ARLRBRARTIC
EE L CTRICHEERZL

X ®
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HA/NERE&MEE 116585 1205~1212 (20124F)

S5
<4

E%

Fanconi EMNDZ M & 88

FiERFRFRERD R RERRES

X B AiE3

=

=
B

Fanconi £1fliZ DNA ZBHBRZMOREBAARER L ML T2 8EHEETH 5. BE
I5EORIEFRREESN, SHRRFABMOBEHERIHOL PR TE L MNEHICEFED
RIORBIEZREL, BEHPORAMICPT TERERBERSE (myelodysplastic syn-
drome ; MDS) ®SHFHMEHIA (acute myeloid leukemia ; AML) ~OBITHA LN B Z L
L, RABICHERLZ CoRBI X7 38T 5. B 0BBRERPHIUET DAL,
ZOBRKRERIIZHRTH Y, MEHREOBTBAEEEPEEREOEERN, BAREROEE
BORBEDPAR ONIHEE, FEAENEREREZ T, Fanconi BMOFEL BRI T 5 LBl D 5.
B AT, BMESNREIEY, MEENEREICHN L CE—EROBRTE 2HBETHY, &
EINTFEVRRLE LIRTRESRBE SN, REMICEEI M EL 2.

F—7]— KN : Fanconi 1L, REBARZEYE BHEERERE JBIMREBHE “1ryser

2L

A A 2 O/NRFHE Fanconi 13 1927 £ 12K EROE
meehEBLERETHHBMAEHE L, Fanconi
£l (Fanconi anemia : FA) & L72". 1964 4,
Schroeder i, FA OBHEY Y NERICHEBHEEEDR
ARONBTLERALY X5, F4RHIE, Zo¥k
BERED, <4 b A ¥ (mitomyein C ; MMC) 7z
EODNAZBAIC K- T, FLEMT A LER
WZL, AERBOFERPEREGEREERICALILE
oM LAY. FARBEHICOSHREERTDHY,
Bao 13 0FERETFOMIZ, 20104F0 FA B
VRV ATRED SN FANCO T Z, FANCP IZ
H2 5BV SHOBZETFEEREIN TV S,
INHOFABHBREBEOR vy FT—2IXBWTH
&, Np 1 O0BEBETFEWFRERBICRET S L,
FABRBOBRAEDD FA L LTRIET 5. £72,
FARRERISRERLBINEFEFEEEDTH 5
BRCAIL,BRCA2 L #F L CDNABEEHIHT 5 2
EWhroTERD, %< O DNA BHEOHA

EAEERT ¢ (7250-1193) &R THE 143
RERZEZBERDRERBRRES
RBHLD

EHFECORBIEEZ2 LTS, FADOSTHELE
EWERHERICOWTIR AANRM K24 EE 2000 £
DBRORFBEROBHEEZBRVAZE

B A</ VR I 322 4 > 1988 ££~2005 £ 0 & FH B 5%
Fe-FZInE 4 AOBAELRERERDOS H 89
B2 FA T, REFERELEDF Tt Diamond-
Blackfan £ (98 #1) 12 RV TH {, BB O 6%
ZEOTWEY, HEDFA OFEMBARILS~10 A
T, HAE100 HAD72D 5 AR T, B> S OMmE
LIZIZEREETH L. DR LA EIERBELED
BEEREZLHZ D, U 7THER 200~300
A TAL#EEENS. FA 0BFIIBWTUL, &R
EDFP, BEFCEHERRERSE (myelodysplas-
tic syndrome ; MDS) B IH7% ¥ o mEEE P R¥F
LEEREOBEEEEHT ZHEENE(, DANiE
OTCTFBRARZEETH o/, REITHL TR, &M@
BB, EIMAER B IIEICH L CHE—EE D
HRECE2BBRTH L. AH/TIE, FA OB OEE
HE MBI T BRI OWTHR L.

1. S
B E LTI, 1) RERED, 2) EEotegit
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1206~(2)

INRHIRED MR D S RRR
1 4 gg%ﬁmzf&&eu:ﬁ&mn
—_—= > KM \RD 5
224 d FANCDZDE /2L FFLALORR
"FANCA-MLPAIZ £ A7 HF

— | ~
HROWm
Bt THoTIRBECHKRR® N
PMEEDEREEZHS e e Ty kD
l "FANCA-MLPADE ¥
e | me |
FARRE TR | arvervesrsennnenane RO R FHB TREE] e >
HRBBROFANCD20)
~ E/ACFFOERE -
BETRERD TcAmoacssnn | | EA7L-TRE
ERIEDEREL WARYY—=2 Y
DEF L E R

K1 Fanconi BMBE DD D 70 —F % — b
*EOR RS Nl FANCA @ Multiplex  Ligation-de-
pendent Probe Amplification (MLPA) ¥i¥, 7u-—
TONL TNV T L ¥—Y gk PCREICIBHIER
Lol YUTIVEREOCRIETFREINET A
TV NVOREETTHHBENEEIC deletion 2 BrH
THEIENTEDBLRD, A2 V-2V FCEREE
ZbNn5.

%, 3 FBEE 4 BER 5 HBRBELRAetEd
%O, FORBABIILHKT, LORBIOAT, F
BREZED VS D B, T2, MBRBRPPET
FTHZ R, MDSRHMFH AW ITERELZ DR
FERETHZEdH5. #oT, MARBROALTEER
RHEEDWTT 5 DRREER 720, MR FEMICRIE
L-BARABEENEZE CH L TIE, 252 DNA 32
ARG X 5 Rk RER 2 1T, FA 253
A EMLEI NG BE FARIHTS 15 0ELER
FABMEENTVEL DD, REKZOENMMITHE
ERIETF AR MR/ EHIEI L TH 5. AT
13 FANCA, FANCC, FANCG, FANCD1 OEERIZT
DE|EFENTWE, T, HEFITBWT, HER
DRF LEHEB L CIRAFHEIR T OB IBEOREN
& b7 HA%, MDS 2 HILE O EEEE P IcEH#
RHEHRRICH T 2 BEOFEUSASNIEAICD, &
RREBRVREAHBERBREB %) LEND 5.

2. BHo7u—Fr—F (E1)

FA #8728, EHEIMY Y S5k BWTE
B ED MMC # diepoxybutane (DEB) 7 ¥ DNA 228
FlemmL ek RARzBI %), EFOME
LHRTERORBAEHE L, FORBELLLEZ
SN 5 Y@ 34 AH: (chromatid exchange) 285K
L&A, MMC THE A LN1T, o DNA 2256#
BINMCTHEEZRDIEAD DY, EREET L.

AARIZBIT S FARBEDE I FA 27 ThH 5 FA-
A, G CEICBLTWwWAD, FANCD2 EBIZHT S
BERBEY, v2X¥vy7uy b ETE Y FF
b2 FERTHHELERTHY, 27 )—=vrgE
LTHWLREY, LEL2Ws, —8o FA BEICE
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BBz 116 (8), 2012

= 104 = ELAIL/FEEFCIFA (N=54)
® 1 v BLALEFI5FA
g * 1J18—T3FA v y o
4 44 W o,
g 4 o JFA v vy
§ v
e v
':? 0.1+ ° *ﬂt‘
ﬁ o o o8 ’o:"
'a's * e ¢ o
' (-] © e [-]
a

0.01

0 i0 50 100

DEBRMIC L SEH BRI & HEE (%)

2 Diepoxybutane (DEB) RN & % Fet{Rhizd
DEB R & BT EMAa0 50 5 & 28, 1
Milad b OWBBEHRBMIRLZRTH 5. 50%
DEEBEY VREPBALNBEBLUVOEFAL 7K
ROBEIZSAHMTEREN, 1 Hi2H720 OB
FO01UETH o7 EHIOYAN—Ya YETIEAR
o3k FA BEBEOHIZAY, EHRETH S,

VWTid, DNA EHINORZEIEFLL, £{WR
HRED LNV Y SROBET EHMBEY AL 2R
BEALNE IEER) VRN S0% UErEd5E
BT YA 7 OB, AF T 30% & L ITF
W, WKEED 10% ICEXTH3I/ETH 7. Thi,
BIZFOERES OBEREFI~OBERP, REEE
RICTX ) BEBEEEE L 72 B 2 v — > 238
Lz[UnN—=V 3 v -EHAL I (reversion mosa-
icism) JCEHBEEINTWE, UN—-UarviBEI LY
T— Y OWRPY YR TEULEES, #EOY 8
ROYBEAER R FANCD2 £/ 2L FF VLD BE
PRRHAEEE 2, REOBEFAELZE2HVER
ETHOTHRESHIBONE 0D, FADODK*
BOTHECL WS (2). YN-Varvi&Elk
U RERIZT 0V F VALE R & O BERERNIC b B
TH LD, MAEZFHEDA FA ORMTEIEBEICE
LT, AL WS DL, —F,
NV g UFREMERMERLY VR, —HoBRETIE
BRRICELDZ L TCEHAEOBIEMPBRERD
BEINTWEY,

&% it B # K % T 13 Multiplex Ligation-dependent
Probe Amplification MLPA) E# /= FA 0 &EF
DU EAL, FABEOH60% 2 505 EbhT
V% FANCA 2 FLICET 2 1hD 2. MLPA B3R
Foxry VvEMPOEBELANVET, BIEVER
RHFER (BT TE, FANCAD L) 2BADER%
FUREZBETFREEOBRBICBVWCEIE LR
#4545 (K3). £/, MLPA ¥ v b Tit DNA #HdH»
SEFRTTIHMERAEIERIE LN, U ARE
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5lllhnllullulmnlm.mlllmlmImlmlmmmmlilm

EEEEEEEEELEELEETEELEEELIITITIIIY,

ss\.h»q.aﬁ

~~~~~~~~~

LIS III TS SIS IIFI AR EIFETIETITIETIT

fé’é’fifé’é’é’!f;{é’é’ "é’{{e‘fé’é’érs’fé’fé’é’é’é’fé’fé’é’

FANCA

3 Multiplex Ligation-dependent Probe Amplification (MLPA) #¥IZ & % FANCA @

B% (Exonl ~ 3 & Exon27 ®R%)

Rl BEARMRAMOBEELSE (K 16 FEMBIE)

stage 1 | B4 TR
UTo2EBU 2K T
WARMER  60,000/pl FKifg
stage 2 | A IR 1,000/pl ki
/MK 50,000/ i
UTFo2HEBUE2®mL, SN RORGMELEL TS
WARMBR  60,000/p] Rif
stage 3 2R HEAE R 1.000/u]
/R 50,000/l Rif
UFo2EBEUEZH-T
aged | i EARMBR 20,000/l K
stage BFrRERk 500/l i
/MK 20,000/ Kim
HFHRER 200/l RGBS ZAC, AT 1 B L2723
stage 5 BREAE FARMER  20,000/pl Kikg
MR 20,000/l ik

W1 EPN Rk e R 2 BAM EOBMALE R E E2ET.
E2 ZOEBIIPRI0 (1998) FEICREINT:SREERLBELLL DTS .

TR (EER B OMRMEF M S bR AR
ThY, X7V~ Ze L THERHEEZOLNS.
3. BAARERUEMOEEEERE
BRUBASEBBELTHY O TS E%E (Fh
16 SEEBIE) - T, BEEEZHETS(ELD. FA
DOEMEEREDEHE 1) KFHEREL 1,000/l BT,
2) NEZFTY ¥ 10g/ul DF, 3) MRS 10 5 /ul
UFed2E, EHEEFA B 3324 0MBMBL DB
RRAERIE PR 7 (0~318&) ¥R TW5BEDY, 4
BaAEA 92 FITI3FP REI 44 5% (0~24 1) ThH o /2.

fg BRPRAERR
&

1. ABEE

FA OBKRGRISHRTEAOBEERELEI N £
CHBRENALNRWEAL DS, BEREFAFRE
SORBETRHBERENEL B VEMILZ 25% & 50

7205, HIBKFICBY B FABE BHTIIT% 4%
hotz (£2). BFE r7oF VHEPEBEOAEL
# LEOBRERR ZHE BERERLONE
RERTTRL, FE BIETERERELEE R
EORBEAHECHFWRE DL . L L, FA DS
DERASIERE TH RO BERE 2R TERNA
bh, BHRERENATIEFA LOENIEETH - 72
2. BHEEOEH

EMEEZ FARBIAERRAMHETH Y, B
BEETDH L MDSRPHIFE~NODEREND oL b%
{, EERPREDORTF LEHE, BAREBROEL
DI, iR CoBEREOEHIALNS. JHEEIL
BHEALEIVEY OFH L BEND D, HEENICIE,
FrRBR, BREE BHEICHEENS. EERFABHT
1%, 1982 FERLSE, Jbko FA BE MR ICFOBHRE
WOWTKEBELZA T REMEZBI 2o Tnb. £
hick s e, BREEOA, Fie L dic¥mL
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BARPNERERME #1165 #8385

%2 Fanconi BMIZB I 2HEREOHE (%) OEELE

BERE

FA
(N=96)
(1986 ~ 2010 4€)

EE FAIRES
(N =1,206)

A
Eaxg
]
=g

R
H-HER
HE
B

PR
PRl il
HALE
BE
BHE - EEOA
BEZL

79
71
54
20
10

16

13
15
8
16
13
4
18
7

55
51
43
4
23
9
26
21
35
6
5
11
11
25

FA : Fanconi anemia

40 B E T2 30% D BE I MDS RHIIFICEERT 5.
FRRIC, 40T TIZ28% DRFIZERE 2 RET
59 bAEONRMEERORET TR, LEEEOA
BE2T 13%, BEHBOABED 4% 1I2A BRI DWVERSDS
ARIZBONTEY, BRAFH L OERBEILETD
5.

HHBRFILB 2968 F MDSEHE32H 2 S
¥, MDSZ R FFEERNIE 7~384 2 B CTHRE R 157
PR, E7-3W 5 MDS BATHIM I 0~276 2 B TH
EIZ 66 A TH oz D55 10 FIFEREHYE
H % (acute myeloid leukemia ; AML) ~& 847 L
7z. French-American-British (FAB) 4 3 T 13 M0
DS2H, M1 2S48, M2AS1 41, MSAS3HCTHor.
FHAENBETSH - TH MDS 2 AML~E177 5
HE BWD, SN EFHRE - EHLEARE
PLETHS, BIMLICHE I BRREL LTET R
Bk (-7,7q-) #3q, 1lqOREHFSEL?, wihnd
BRI AREL LAEMICH o7 T3¢ EF
138 % @ G-banding TORHBIEETH Y, fluores-
cence in situ hybridization (FISH) #£% spectral kary-
otyping (SKY) BECOREVERTH 5. —F, EE
BT 11 ANCERB S h, B BEiic4s 3
PlxESE, 1 AIRIER), BRERICT7H (B &8
Br ETHERE3IH, e LA, FEER LENE
14, By v 08 16, BeME L) icashi.

FA ORBREBIRE S T TEHAEOHE L,
EEREL FAICH) B OEHEIH T 5 HRICH
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5. BHAEOEEL [HFREELEERBODED
BEAA FJELTRESNRTWEIY, 20EHZRB
L, —HBHAEHET 5.

1. &y
BRUBERRERN L RO EXETHBT S, A
XU VEIL 6g/dl R MERT A LR ERLL, B
HERPHFOEBHETER T 5. /MR, 5000/
puL 2 #ERFT 5 2 & HEE L, BIWERYS 2 hEF
BhEy /NG I B HE B Z b v,

2. EmEF

FFrPERE0DY 500/ul LT CREFED AP AR b7z
A, BRRao=-—FBETF (grandocyte-
colony stimulating factor ; G-CSF) D% 5.3 ZE 1 5.
BAREAGHBOL I I RORS TF Y DREN L
g, Bl o) AuRf o F v ERSTL S
LRBEEBI2bhw,

3. EYEs

FA X, BMELNVCOEECESENEET
Y, FENFREOHRIIETE LV DEEIT
BE Lzv. BEERVEVZ, #$EROBEICS
W, BFTHEY, RI-FNEI&HFE Y, 5
bR FEE LR COBWERZ? S v, EmEMEgiEo
BAEOBAZHEL LI HEDD 20T, Z0HFIR
LR EHMIERICHE TS, LaL22s, FLYE
D7D BHEZER L 2WEAPS, BEIMRBHEO F
F=DI—7 1 R AR L, —EOHBICBNT
BRFMEAVE Y OHRE2EAIDIRYEEZZ ON
5. bAPETHERTHRZEQRMEAVEVEHI L LT,
AE7Va—VRRAFarddHnb. V-,
B R EOBWER A%, RECDERLZE
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Zonbd, FHRRICOWTELIoHERARDL
nizwv, BEOASICHTEERRERA T4 FoBR
HBAHL»TIERL, RUERERE BHERE B
R, BREARF 2 CEWER S K& W=D FRIMICHKRES L
v, FFRRBAFIEFRE R BEICH LT, ST &#1%
HEREORSIERT 5.

4. EmMEHMEBE

FA BEIZL o C, EMBMPEBHEO RIS EMEE
L CHE-REPHFCE L RERETH S BEO
BAFRBHELTHC SN SBFERBHPAKEY 7 1
7% X773 F (cyclophosphamide ; CY) D5 T
13, FHEREE BN XE X (graft-versus-host dis-
ease ; GVHD) Z"EiEILL, REARTh o7 LED
CY & BT RBH OEHFEER 2T REE L L
THwHR, GVHDIZHT A 7axXRY ¥ A (cy-
closporine A ; CyA) D52 LY, v FEHIRAKE
(human leukocyte antigen : HLA) —ZRBHBHED
R EL Y LaL, BRERBHICL 2 2%kE%
EURHEEOREINER ShY, CY BHE5I12X 5
BHEFEDRALN TV, BLRXVEFL 70
ZVbHRED FA BEIIERERIRFTTRETH 5.
HLA —H R FFr—-5»R7 o5 HERIIE 2D,
HLA —EFERUAOREFF -2 b0BEIB I 2
bR TE A, RROMABETIREEFELE
% GVHD O7: DR TR EWEBMEIIB oL d o
2P BE FAOBEICRHLT, 7VFFE Y (luda
rabine ; Flu) Z &L BAEMMABSRHRE I N, RENIC
BHEREF M EL 72299, &£IFCTH HLA—KERF
F—2bDBETIE, Flu 2 ELABETBES N
7:FABEO THEFAPAEFEFRTD ™. T FmE
2 HLA R —B g% EORBFF—250BETD
27 iR 26 BIAAEFH TS VP, BB EESEO—
TEALBERB OMEHT T Flu 2 & LRTAE T12#H 90%
DSEEFREIME LN T BYD, BT, RAOBHR
BICEDWTHIET 2B EEZRT.

Bffa Y — A FERIMICEE w5, FAICHT
5 EMMBRES O KRB IL, 8% GVHD 25k & %
fERAFI2% 5O TEE, 8% GVHD OREY X7 H°
BVEMMBMEBHEILRRL v, FLEETRED
YR PEWEMBHEFLBELHERL 2w, B
WM % {, Flu 2 B UHABEZ W -REom
EFBEIRTH LY,

FABEOBHRHE LTI, 108D EICRAEMm
BEBE~OBITHEENS T 52 L84 GVHD &
HEELETI LI L0, FEBMUHATD 10~15%%
BHEESEROBRL TS, £AFBHEOEL TR
{, BEMIZEEETH Y, mnkFeenid, k&
FEER T ZR L CIEB X 0FEImE FF—2 5 0B

1209~(5)

EHITT 5. FERAREEWN SN IEEHEETH S
3FER T ELRAEORERFREME M RISER T
(refractory anemia excess of blasts ; RAEB) 2L & o
MDS R 2¥H MR ICER L HEICEBEOR
ERINEL LS. AIRDIIELAEINAML TH 5
S, AML DR T - 7 HREE R, B2 [B 200K
B Z LB\, BEEXRPIELFLAG (7157
¥Y+3¥% 95 +GCSF) BEPRLEOV IS
VRS D REOWHICIIMR IR TE 5.

Flu % v 7-BHERILE £ GVHD FRik & £ITR
3 (£3, 4). MDS OF CHFROMIEE D R WVA
ISPEE M (refractory anemia ; RA) ¥ CRRBARNEN
Bifn & 7 CATAE % Fv, HLA —~ZE o FRMBHE T
BERH2EWTTY. BLVEYS 7 535 WA
O FA T 5 HLA — R BHZE T RS Flu
VIAVTRELIEZVRONDL Z LFHRESNT
Wwa?  F-FHAER%L RAEB BLEE® MDS & AML
RS BRTAE IR HLA — B R FF— e RE Fr—
DELLHFUT, 45Gy DL BRES (total body irra-
diation ; TBI) 2 HwZFEE2HwTw5s. FA®
RAEB R AML IZN$ 5 % & ¥ o BHEEREOHRERR
4% <, Boulad 5% TBI45Gy +Flu+CY L' ¥ ¥ %
BT, 10 oRE FFr—BiEz2Tv, 8 HI2%27~90
PHERTEEL QLAY

GVHD FFi & LCix, HLA —¥EMBRE T, 10
BRERWOEFE CyA (L5mg/kg x2/H) OH%, 10
B ETIREAY FLFE— b (day 12 10mg/m?
day 3,6 2 7Tmg/m®) 2BHL, REFF—2O0BH
Ty 7y s (002~003mg/kg/B)ICEHAY b
L& E— 1 (day 112 15mg/m® day 3, 6, 11 IZ 10mg/
m) 2T 5. &, HiBEKFETIE HLA R—FoR
BN yr—ooBEcREECIO7T L) - VEEE
7 = F )V (mycophenolate mofetil ; MMF) 8t L T
VW5, ERREFF—2o0BHERMEE RS ITRT.
Flu VY X ¥ COBREBMON L5 S h -2, HLA
—B R EFARICERE LY AV TCRELEEDTSE
LNEPIISBEEIIRITTRETH B,

5 AHHERE

FA BECTRHARBOHRTOEBEORESENE
{, ¥7, BHEEETIBHENLETERT SR
RTNVFNMEADORZERES BN LITMAT, B4
GVHD & Bk o THEBBORELE L 5729
BHRZBENSLETH L. BREOLEERERITIEEE
ThHY), FIREFESL25-0RHRBRIFEET
»5. FAREICLoT INEU—T T [ VADT
I VBRI RBIIBY A TFEEBES T TR
HESEHBICODADLZFREZIE 2D LAk,

EHEOHEI/NRSVE, BBAE, HRaRSEEE
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$3 Fanconi EMICH$TAI VTS E V2 AW -BHATLESE

BEREERMB LT RA

HLA —XKFEfE F+— REFF—

Flu 25mg/m2X 6days (day-7 ~ day-2) TLI/TAI 3Gy (#72 L) (day-8)
CY 10mg/kg % 4days (day-5 ~ day-2) Flu 25mg/m? % 6days (day-7 ~ day-2)

ATG 1.25mg/kg % 4days (day-5 ~ day-2) CY 10mg/kgx 4days (day-5 ~ day-2)
ATG 1.25mg/kg x 4days (day-5 ~ day-2)

RAEB B L USHHME (FF—I2Bb b 3T R—3LE)

TBI 45Gy (3 &+#l) (day-9 ~ day-8)

Flu 25mg/m? % 6days (day-7 ~ day-2)

CY 10mg/kg x 4days (day-5 ~ day-2)

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

RA ! refractory anemia, RAEB : refractory anemia excess of blasts

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

diation
54 Fanconi Mz 3% GVHD FRhEE
HLA —3Fkg K —
10 B R 1082 E

CyA (15mg/kg x2/B 2 F7213 3MEMIME) | CyvA (ISmg/kg x2/H 2 F7213 3 BRI AH)
EEHAY FLFE—F
(day 112 10mg/m?, day 3, 6C Tmg/m?) %2 B:H

ﬁ%]\\\'}"" (ﬁ%@ﬁnﬁb&\/‘)
pruy sz (002~ 003mg/kg/H FHEEHHE)
SHIAY L FE—b (day 112 15mg/m?, day 3, 6, 112 10mg/m?) %*6:H

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

#5 REFF—250 Fanconi €13 2 EMMABBHEOHE

o e T AEBa b/ B B .
[Nva ﬁﬂy&lﬁ CD34 ER ﬁﬁjﬁ Lia#$ (Fj) $EE
HLA —Bckm#% | CY+ TAI/TBI+ATG +/= 69 33%/3 4 4~ 168 Guardiolal®
B Flu+CY + ATG+ TAI - 27 96%/1 4 8 ~ 56 Yabe?2)
Non-Flu +/= 22 £&T &k .
o Flu-based +/- 2% 38%/8 4F 6~ g7 | Medeiros?
Non-Flu /= 52 13%/3 % 10 ~ 69
i f% 28)
#* Flu-based /- 46 52%/3% | 63~163 | | Agner
Non-Flu +/= 39 59%/8 4¢ L6 o
gk / FR Mk Flu-based o) o5 86%/8 4 3102 Locatelli
Non-Flu - 17 35% &ET
Jﬁlf%/é‘?m Flu-based -~ 24 83% 05 ~ 149 StepenskyZO)

HLA :human leukocyte antigen, CD : cluster of differentiation, Flu : fludarabine, CY : cyclophosphamide,
ATG : antithymocyte globulin, TAI : thoraco-abdominal irradiation, TLI : total lymphoid irradiation, TBI : total
body irradiation

EVFEMEMTT A FARETRESE BRAE ¥
IR T ER RRAEERBREA SR CONTUE
BErEIEANS (, WRICHDETHERETD. ™

HANRBIMBFES O RBET & X 7 5532009 F 2
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A2 b#EAEN, FASORRKEEHMASERREISE
b b BRICIEBIRERERICE « 0RREERT2E
DEMRICL Z2BIETFBHELEDT FNL AT
bh, ERBFIEELTbh w3, BREEBER
BHADEBH LN TCWERA» S AREBERES
Bk RW2T 2t BEZESOLERESRR S
OBOTEETHAL. LrLids, BREBER
SEGREOREEETFIHERTERIHRATELIC
TEY, FRBEFORRITAT THRENED SNT
W5, ¥7-, FAR, MNRICEERZERTIIRL, BIC
MPREELEARBEOEH 2 EOBREZHLIICT S
CERBAZEDEBEHE Y X7 AFLETH 5. Flu
ZEOCBHENBEEORRBICL Y, MRENRENE
HFHICEL TERENICEEI B LR DD, *
OEHMFHREIAHT, ERELZIILDE L TSHROR
BEEE A

X ®

1) Fanconi G. Familiare infantile perniziosaartige
anamie (pernizioses blutbild und konstitution).
Jahrbuch Kinderheik 1927 ; 117 : 257—280.

2) Schroeder TM, Anchutz F, Knopp A. Spontane
chromosomenaberrationen bei familiarer pan-
myelopathie. Humangenetik 1964 ; 1 : 194—196.

3) Sasaki MS, Tonomura A. A high susceptibility of
Fanconi's anemia to chromosome breakage by
DNA crossdlinking agents. Cancer Res 1973 ;
33 : 1829—1836.

4) A0#3K. Fanconi BRMOSFHE - &ADOE&
#. BAR/PMMEEE 2009 ; 23 @ 225—235.

5 /AR W BRICBITAHAREREFERRER
M7 CEmEEtR B ORIR. HERNEMBES
BFAARHAONZFRESRFENE 1988~2005
4. H/NMARE 2008 ; 22 : 53—62.

6) Shimamura A, Montes de Oca R, Svenson JL, et
al. A novel diagnostic screen for defects in the
Fanconi anemia pathway. Blood 2002 ; 15 :
4649—4654.

7) Yabe M, Yabe H, Hamanoue S, et al. In vitro ef-
fect of fludarabine, cyclophosphamide, and cyto-
sine arabinoside on chromosome breakagae in
Fanconi anemia patients @ Relevance to stem cell
transplantation. Int J Hematol 2007 ; 85 : 354—
361.

8) Hamanoue S, Yagasaki H, Tsuruta T, etal
Myeloid lineage-selective growth of revertant
cells in Fanconi anemia. Br ] Haematol 2005 ;
132 : 630—636.

9) Butturini A, Gale RP, Verlander PC, et al. Hema-
tologic abnormalities in Fanconi anemia registry
study. Blood 1994 ; 84 : 1650—1655.

10) Kulter DI, Singh B, Satagopan J, et al. A 20-year
perspective on the International Fanconi Ane-
mia Registry. Blood 2003 ; 101 : 1249—1256.

11) R#AIIZS, BH7 8, & ERE M Fanconi
FMOLERE—_KRFEHRE. HAOLKEE

12)

13)

14)

15)

16)

17)

18)

19

g

20)

21)

22)
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2003 ; 17 : 554—556.

Mehta PA, Harris RE, Davies SM, et al. Numeri-
cal chromosomal changes and risk of develop-
ment of myelodysplastic syndrome-acute
myeloid leukemia in patients with Fanconi ane-
mia. Cancer Genet Cytogen 2010 ; 203 @ 180—
186.

EEAT D, REEIE, ABEHZ, M. Fanconi
Bl PEOSHEYA N (R 22 FERETR).
NEHHR. SREENBERBODROSHY
4 F (CER 22 £ ERETIR), BEAFGN 2R
SRR RERRIAEE SREE0E
EICET A AEHER. HAR - BRERKER
AR M. 2011 @ 209—223.

Shahidi N, Diamond L. Testosterone-induced re-
mission in aplastic anemia of both acquired and
congenital types. Further observations in 24
cases. N Engl ] Med 1961 ; 264 : 953—967.
Guardiola P, Pasquini R, Dokal I, et al. 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 2000 ; 95 : 422—429.

Socie G, Devergie A, Girinski T, et al. Transplan-
tation 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 ] Haematol 1998 ; 193 : 249—255.

Deeg HJ, Socie G, Schoch G, et al. Malignancies
after marrow transplantation for aplastic anemia
and Fanconi anemia @ a joint Seattle and Paris
analysis of results in 700 patients. Blood 1996 ;
87 : 386—392.

de Medeios CR, Zanis-Neto ], Pasquini R. Bone
marrow transplantation for patients with Fan-
coni anemia : reduced doses of cyclophos-
phamide without irradiation as conditioning.
Bone Marrow Transplant 1999 ; 24 : 849—3852.
Locatelli F, Zecca M, Pession A, etal. The out-
come of children with Fanconi anemia given he-
matopoietic stem cell transplantation and the in-
fluence of fludarabine in the conditioning regi-
men : a report from the Italian pediatric group.
Haematologica 2007 ; 92 : 1381—1388.
Stepensky P, Shapira MY, Balashov D, etal.
Bone marrow transplantation for Fanconi ane-
mia using fludarabine-based conditioning. Biol
Blood Marrow Transplant 2011 ; 17 : 1282—
1288.

Yabe M, Shimizu T, Morimoto T, et al. Matched
sibling donor stem cell transplantation for Fan-
coni anemia patients with T-cell somatic mosa-
icism. Pediatric Transplant 2012 ; in press.

Yabe H, Inoue H, Matsumoto M, et al. Allogeneic
haematopoietic cell transplantation from alterna-
tive donors with a conditioning regimen of low
dose irradiation, fludarabine and cyclophos-
phamide in Fanconi anemia. Br ] Haematol
2006 ; 134 : 208—212.
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24)

25)

26)

REBAIED, WAEHRIT, MER M. TRUMP
B4k & iz Fanconi BIMIC %9 2 3 MARRL AR
OKET. 8 34 M AR MMRBEESRE. 2012
(&)
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unrelated cord blood transplant in Fanconi ane-
mia patients ! Risk factor analysis for engraft-
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27)

28)
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T-cell-depleted grafts from alternative donors
for the treatment of high-risk patients with Fan-
coni anemia. Bri ] Haematol 2008 ; 140 : 644—
655.

de Medeiros CR, Bitencourt MA, Zanis-Neto ], et
al. Allogeneic hematopoietic stem cell transplan-
tation from an alternative stem cell source in
Fanconi anemia patients @ analysis of 47 patients
from a single institution. Braz J] M Biol Res
2006 ; 39 : 1297—1304.
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lated donor bone marrow transplantation for the
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Consgenital Dyserythropoietic Anemia
—IBRESROBRE—

BEERKENERY , EEIERRB MR
ZH 5 HER &

g g
Congenital Dyserythropoietic Anemia (CDA) 1%, Z&XBICHRMIBANEBRMEICERRE D
b, BEoORBERDL EELELUORBEANEI U MV XEREIBLEBRETHS. R
EWR3FALTUSNCB b OHEEPH ), BELHIEEFrOCBETITERH TH L. HERITEK
PODBMENIZLALETDHY, BRIFETREBOTHLEZ ONTE LN, BfF, ZRIILHHER
O CEFEOMMAICLY, BNOEMAD —EBFET LI LTbhroTEL &8, &K
BAOBBIEED, CDABRVHOBEFREZEULFEBHIRBEE NI L L), H#IEIC

B1F 5 CDA FEFIFSREICIEBE NS Z L I E N 5.
% — 77— N : Congenital Dyserythropoietic Anemia (CDA), S&XRMEm, #HE, $EFH

CDA kid

=

FERICHRMIRATERMIICEREES D), 8%
ORISR, EMELS L OERENEI O b
VRABEIBLEBHETDH D, BENEERERFRD
BREEZEOZ L, RIRRISNOE MM RE
EROLNI LD, MORREERASERR LR
%. CDA X 1966 4Ei< Crookston 512 & 1) #1% CTIRFE
Eh, 1968 4E1Z Heimpel & Wendt 252N S DIEEREE
ZIEPLITEOIRBIICHEL, £E, WD2PD
HHIRESNTWEI0D, 5THIOHHEIIEL
BubhTwa?,

% CDA OWREAH & RER, REFR

CDA 0B MO ER L, RMROBEHEE L FHNE
M & 2 5% mM<hH s —RWOy 4 7 TEEEET
HH LRI o TETWASD, CDA OBRFIZERE L
THRERBIZTbRTnws, BIRBENSEET T
B4 T, ERNICARERM TS 52 LBV, iR
MBRFEEZVLBERMCE T oTn5, RIMR

EHFEERT : (T520-2192) AETiEH B iwHT

BHEMAZNNIH 2R B

DRAARE, &, RERE, FEEERSR &%
b5 (K1), REMARMBRFIEMT 545, Bl
BEMIZETIIRW. BMTIIERRRFROMEME
FREROBRBEFITALNS. BRNEFRISEMS
IUEESRFRL NV CERTH S, HE (MR
Y NVEroLR), BE mnEgkoLR NThru
EVOETRZENRALNS. F7:, SkEEOEERSE
FHRET 2 CEDENOFTRZRT. SERIRET
HY, REAMICEREBEEANEI O b=V 2B RT.

X1 CDA OXMiMm#E
FROIROKNFRE, &, RERRALZESALND
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HIEzE 116 (7), 2012

1 CDA #RE0OH

Type 1 Type II Type III
BEER EhaAEHE g R A ERAAEE
BEEET 15q15.1-3 20q11.2 15q21-25
CDAN1 SEC23B ru—=vr%k
EhoBE BE—EE BE—EF BE—hEE
FRIMERY £ X KERiE: EBRED & KBk KBRtE
BREDIRFERE
bt ERFIRBREA 2 B—B R ORFK LIRFERR
2RI (2~ 5%), (10 ~ 40%) EARER (10~ 40%)
BH B ORI MBEEREO _EEEE HMBOR R VB
BER~OMBER RO BB MY
NBREOWA
Ham #E £y i et
i fUREERS etk Wbt et & -3 Ee ket

#2 CDAZBEHIRERRE

e

HEPDH S, HINIHEOREND D
BEED 5 IBESEHERTE
WM, R
JEEARA OB R OF RIE
RERPER M

RIMERTBERE

g, BEEE
LRICEZY L 2VWAREEAHORNAYS %

%3 CDA OB

FRERR

BRERR

Y57

homozygosity of HbC
TEENTTOE VHE
BAEEIRIRIR BRFE
thiamine-responsive anemia with
diabetes and deafness

pyruvate kinase deficiency

BRI E B RV RIE R

¥ 3 ¥ Bl2 REZE
BRRR ZHE
SRZHRm
BREBRIERR
HRIE AR

E=te g AN
hairy cell leukemia
BARBMERD
VAR B9 7 A VA
AIDS

<317

FEE

arsénic poisoning
HEEARSE
BEBHEE
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ZDED, £ 4 THICHENZHREETEE D).
FENERGR, U VSRR B L UIVMERICEERA LR
T,
K2IZCDARBIREFTRE2RT. BREEZMmT
BRERREET L ERCORFRNEBMB LR, B
MO LR MR OBIMAAR+ 5% HE AR
BREn, EI3XHITDL) 2ERZBRATENT,
CDA OWEEENBWEZEZ T v FHREI—B L&
BIETFREVPHERSNMNIHEEDE L 25, EETN
ERELTC, BMEBREMECRLLVWEIERED
BENHHZ L, BIEFTHoTCOHBETH I LD
HHIE, NPT ITEITEEATIIREEED®
BEXRWIeFRHBIE, RENRDTORE HEX
NTWEEDTL TELERLZVERALALNDED
THEEFLETH 5.

3

i (RARWSBERERME, &ET)

1968 4 1Z Heimpel & Wendt (2 & W RIBE /- 3%
BMPRSTHIEL WL THWAY (E]), AEIOHG
BIZEHE L2 WEAIREZI TV 5.

CDA typel

IR, REPRXT 7V I OBEBRRTH BT 4
VIEICE C, HERR, BREASEOEEERE
EBLENTWE? HAERZEDDH 50 L ER TR
ENBD, & VNREIICBEE D, HAERICA
LNBFRE LT, FERREARE HEKR Y
UV v IE, FFEEO LR, BREENSLEESR &
BB, LITLERLALNEE 2525 BIETFE %2
LDIE10% R\ TH B, MREBICIZAAVEBIO U A
WAREZEDA M LAZRZBICRR, BShbZ
W%, BBRRIEPERZBEE LD 5. RMIEE
OEGERAXINIFEENDH L. HIREPHWEHEI



P24 TH1H

_

1077-(3)

2 CDA type Il DEE&R
ERFERRE I RFROBER, PR LBEEPEHOREREALNDS (FHE
KEARY TEBMMETFRE VER)

Extramedullary hematopoietic foci 2R 5 2 L d d
5. SEEIC X ZERITEE/NEHURICA b 525,
NIIIMRTF O BEDT IRV, ENELIEC
TVB72DONT Y IV HRY, KRBT 57:9
Thd LadFoT, BRKEEZTDRVEELICM
B7x2UFVERERLTWL. &E, $5EIT7T
BEHEELTWALZ PN T WA TGFp X —/73—
77 3 Y —D—D2T&H 5 GDF15 #* CDAI T B4R
LTWwWa 2 EFHELEhA GDFIS ENT YV VIR
VETFTIFLZ b, CDALICBITA8EHICEE L
T3 EHEBINTHEY. BHE TEKRRMOF
¥, HEOEY, HBBREERERZY, BREFEZ
EHTEILIH L. MBREOBEEER 1ITRT.
70% DHEBT MCV 23# 1T, macrocytosis, & 7R ML
B A AEZ2ED L. BIEEMICHENS LRI
ROBEMBP RO DI TH 5. EERBFRFRLL
EENHEEZ DORMBRIEALALNDEZILDH S, HEF
FEMSETOEMATRIL, 1o CDA LRk ERFERK
BAbRPE D) REROBEEIIEHT, FAHEAREER
TEFLRRE, MBORFERIHK LN S, CDA type
LICEHRENZHR L LTt #RF RO internuclear

chromatin bridge (X 2) %% %25, T 32 (05~
8%, ¥¥H3%) DHRFRICLPRONEZVDOT, ER
BOREFNLETH 5.

ETHEMETCORRRE, B SBERFRD
40~60% = 4% B B 7 heterochromatin pattern % 7R
L, Zo~nFuzuavF iz ARy VRELZEN
A RAF—ZRREEREND (H3).

NEY 4 VROB» O RERETF 25 15q15.1-15.3
THHrI LHFbh b, 20024 EHEETF CDANI
FREE N, BILBABRTREIRL-EETFT,
Codanin-1 2832 D2 — FEN72EHTH 5. Codanin-
132 o HE (interphase) DAFTZ T F
VICHEEL, SHoOM, #iny 422, CDANI DY T
- —REBEERFEF DAL T4 Y4 &
BFoZ " A LT o oRETFOBREIHEIN
D0H B, BE AR LI CDAI BFETOZ DR
BERTHTH 5.

CDA typell

HEHERBASERET, CDADHFTH o LDH
HEXXh, 84 7Y 7 EBH00C 300 Bl Lo
H5Y BMAREDZ EDEL, Typel X 0 BHiER
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HAEMEHERME Flles 75

®3 CDA (typel) OBHEEE
FRIFIRATEAR R DL LB O intertwining B 5N 5

BARS v ERIE, Bl EIE (90%), BAE (70%),
FrIEAR (45%) 2R 5. BERTIIFRERCLEE,

WA WEEL ESGBROERTRRENIEED D
5. Typel F#&k 7SV Bl R DR SEIC L 72
BHEANZIERICRASNL LD S, BMIFIE
B CERMEORMBBRBIIR L RAFARE 2D X
AE, FEFLRZRDO 5. FRMERP 2 ORIERRERIC
HEEXEEZRBOL52LdH5. BRHIX type ] Mk,
FRFERBERTD 525, ERETROFRFRE 10~
35% D % (M 4-2). TOZBORFROMIT, type
I BFENHE LD L, typel TREALY A LTH
5, BI—-v il vbhns, EREFTCALRSLX
ABRIUT T —=TVRALNEZENEDH S, Typel
T 5N 5 internuclear chromatin bridge @ X 5 4%
BW R type Il 123 2 v, BETI, typel DX
) B ARAL AF—LRTRL, MBENRO ZEEEE
AH SN 5. CDA type II 1, 4] hereditary erythro-
blastic multinuclearity with a positive acidified serum
lysis test (HEMPAS) & LTHE SRz E 512, acidi-
fied serum test (Ham test) BMEDHER L vvbhTn
3. ZNiZ CDA typell BEORMBRIIBELE N
METHEMTZ2H0T, BEOLRICHFET 2REHR
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X35 IgM ORIG & b, CDA type Il iZh% Y
BREZBRETH LY, 74V F4—a¥ ba—iua
LW EHFPICREVEELZC DD Y, BET
BIAEZIN TRV, CDAtypelVii Ham 7 X M &
DAL typell L@ —TH 5. T/, CDAtypell
BEOMBREICEIRIWEITEINTHWEI LA
LTS, ZOBREIREFTBWY, BRYTIL
{, HERHMTE-AMiMFEEFEo B ERLH
B # L vs. SDSPAGE BRRKENC & R MERIEE B
DOEEFTTIE, band3 & 45 ICEGTFAILE 7Y a4k
BEFTFHEENRTwA. CDA type [l BEDORADH
Hrar 5, 2009 412 20 FHEH LORERIETF SEC23B
PREEE NP, SEC23B X, MBEM®m2EICHET 5
- MEHIHEGHO—H 22 L Tw5, SEC23BE
RIZIY, HENMPNREEDS )T IV AIMMEE
Eh, REROSEE, SHAESBI 5 L#ERNEN
TWw3Y,

CDA type Il

IMEEX, Az—FY, TVWEVFY, TAUIE
REORRE EP ST|ETR ENY, 30 HI EIE SR
BHREREENY -V TREL TS, KEEEDZ
EL, EOBEZ typel, typell X VBET, 8



FRA4ETHALH

1079-(5)

4 CDA typell (a), typeIll (b) DBEHE
a. SMOFRFREALND
b. EHERLRFRFALND

FUE, WRIED K& v, RMBRBREIL, +EroHE
DOFRNAFE, FE 2D, macrocyte, FEERE S D
RoD, BET, KETIOBYU LD R 5EHARFR
BHROND ZE2HH LT 52 (K 4-b). 15 FHEHE
DER (15q21-925) ICEEEEFIH B EEN TS
», FRAEBEINTVRWN

CDA H# (Variant)

LILIDOWTho¥ £ 7FIi2dHTidE 5% v CDA
LLTHESR, IRIETITIVAHS VIL T type
PHEE R TnBY,

§ CDA DR, EWRE, BsNRBHE

b7

Z L DEFATRMIZFRETH 2B LELEL T
i3, BEREET L, HIEFRZETIR
VB S, —HOEMIELETEEICR 5.

- Brgk

BIMKEEOEE 2 ECEBRRBOEAE, Rk
BEFNLETH L. MBE7 =V FVET1,000H 50
1% 1,500ng/ml A LT 9 BIEFE TR S THRM
BB T S22, 7Y F U EOE
HWRE=F VY IHPLETH L. BEOFELLT
WEMmD VI F L — MIO®REYR D 5. HEIRE
3k, Rz T iE% BT % Deferoxamine mesilate 2%
WRTTWAS, 4, BRIO¥ETH B Deferasirox 3% 5
NBEITHRY, IV TIALT Y AFBERICA L L7

- fipE

CDA IZRMBMREGIERML TCWBI L6, —5D

SEF, $51 type ll THEEITH 5L vvbhTw b, Type
ITHERREAVPBRES N TCwEY, HEVEFT
&%, Type I TOEMBIOHELH 5. HHMICX
Y M/NRE OIS S v, Budd-Chiari fE8 % 2 FIIR
MBRBEOHREND Y, ERZETS.
e AV —T TV
Typel TA V¥ =720 o DBREFEHTH
L OBREFDH Y, BIEKFOBETIERTRENE
BETH S, 2720, BIEH, RRERICOVWTHEE
THULENRD L. Typell IZIZEFTD 5.
c FDEP DEYED:
FRERBERIC L 2ERRZETFHTL201C, 2
BEkETHIELH S,
T/, ¥¥IVENEMThow)i)HmELD
5.
- M ERHEFAAE A
ERER D typel, PS5 IT LA L type
IIER R ECTHREND L. DHFER LD TEREREO
MNBREITOBMENE SN T 5.
WIMKFERNT, E4% FF—2R(ohnidERT
_RETH 5.

CDA D F#

E

EHFHICEL TIX, FA Y ® CDA Registry 25
OBEND B, 218 (19FR) % &E 37 4 follow
L7=b DT, SHHERIZ 01 A5 45 8. 12 HCim
PHEAT, SHIA 1I~10 B0 4 T TICHITI N
Tz, BUBARELZoTWwa, SFCEHERIE2
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