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5 HEHFHEMEY. Lol, ZoORBIMIILE
T, RIENICHGE ER—O#BETFREELLOH
ML H G & DR WBIER b IFET 5. L7z
WoT, BMRGBDOHRTARFEBREMRETZHT 501X
RAETH D, Bin FERNHER S LLIZTZ W
EET D0, §40% 0 BFE T, EEEET0IHE

EER TN, AENERKEBREZ A LTV
ZEns, AEEHBMO R —4%2 %8RS5 LT
BE G OZ W EEBEIC R > TV D . BIEH O

ZW b AR W R A L ISR
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S RXMEFFERB (Diamond-Blackfan &1l : DBA) D E&H

.1t
I TRERIETHD.

MAEMBKHDEEDS.

FRERAMBHEOEREFIEMKEHFTRZEZAT 5.

HHRMDBAICRON-BEEFEEEZET S.

BW & XI5
KNI HE 18

. REEEHEYTS..
NIRRT

1. FORFT/OUTTEF—EEHE (eADA) EEXTEIILEZFA > (eGSH) DEIE

A
1.
2. KREMEN (H2VEERMEEN) THO2ZOMKHEDERHLEL.
3.
4,
5.

GE1)

TR DBAICHLONDIERTRERT H (R 1-11).

2.
3. HFDLEHR.
4, MOEXMEHFLERFOIERAL L.

Definite: A SITHED S b, 4THAL E& T X CTHi/zd.

Probable: T O D ~@ D W %= 7.

D ADPHILIHEE+FBDOIBL1ODKDHHNIL2 OO /NKH LU,

@ ADSIHL2EHA+BDH B 300/ KF U

* 1) eADA & eGSH % FEEHIE L, SVMEIC L3 HBRIc kv e+ 2 .

# 1 -1+ Diamond-Blackfan BflIcH# >h 3B H

SHER, B, P R PR, HER,

PHR F VR
433 RS
Bl B IR x4
B, WA BRI, SEE,
i} DE PR,
DAl
S B, FIREH
iR e RV fok P TR
i R FEEE
B &

O, NEEE, JNSRUE, NEE, HARAL,
R T 7 &
B L e, EEME, IRREER, FERER, S,

AR YRR
LETRRE, KEIRGEZE,

T HE O 27 T

AL, ERMEANE

@ERHZH (£2)
REHEEZETIHREBOERNZH & LTI,
TECHAKRLEETHD. TECIH1mLU LoYR
I3 L, AT T2 VA NV ARPICHFET D &
MEWRBLINDDR, BHEEDT-ODHRAIT
el BRABWERD. 1T AL DRERNITEERRE
T1~2, AUWNICHRIEET 5. ERMERL%
2L, DBA LB /e V) HbF B L R MERT 7/ v
T T X7 —EiEME (eADA) X EWTH DL (&
2) " Eh, BHAERARGHEBMLET D
ERMEMARSREGFEREICIE, £317-0LE1
Fanconi & 1fi., 2) Dyskeratosis congenita, 3)

Shwachman-Diamond JE £ #: <> 4 ) Congenital

amegakaryocytic thrombocytopenia D i,
Pearson JEEHER ERH BN TWVWDS . WLy,
AV HRBTIEDH D0, 2L OEKE»FEE
TERMWRE TH 5. molt, ERICH T EERIZD
WTIE, Z<ORRERFRFREESNTZI LD,
FTRBOMPNET L L b, BET2E L AT
HBE&RoTWVND.
@ EEE 5

DBA o BIEE ¥4 4 4 ICRd, EIEE S HE
Dstage 2 LLENTREHHR O G 70D, L
2L, SEAR OFEE 7S EFRD o BE LB T —
ELLEICHE LR WSS Th ., @R ER Lk
BT HZEBNRERE TOVWTIX, ERE
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DRI G &R D,

TEC & o & 7l 32 Wy

DBA TEC
IR R ] ]
i - £ 3 Tmut
BB iR, BMEE i
EXEFR =] "
FEHFRMBRERE =iE E%
HbF =iE E%
i RBC#ulR ] i
eADA =iE EE
EXMBREFREEM
FA DKG SDS CANMT
|EH >1000 >225 >300 >45
Einfz = AR DK?’RXLR AR AR, XL
Bz o E )
FANCE:XLR TERC, TINF2:AD
EXEEF FANCA (57-66%) DKCT (30%) SDBS (95%) c-Mp! (~100%)
FANGB (rare) TERC (<5%)
FANCG (10-15%) TERT (<5%)
FANCD1/BRCA2 (2-4%) TINF2 (11%)
FANCD2 (~ 2%) NOP10 (%%)
FANCE (rare) NHP2 (%%)
FANCF (2%) TCABI (%)
FANCG/XRCCI (9%) RTELT (%)
FANCI/BACHT (%)
FANCL/PHF9/POG (%)
FANCM/Hef (%)
FANCN/PALB2 (2%)
FANCO/RADST (F&)
FANCP/SLX4 (%)
FANCQ/ERCC4 (%)
FANCS/BRCAT (%)
FANCT/UBE2T (%)
T B U F 1.6 & 5~15 & 4 7R 9 A
EXEFR 75% 100% 60% 40%
L i B G > 90% 50% (up to 10 &)  95% (BF P ERIE A IE) 40%
NDS/ANL ~ O % 1T >14% 0.4~1.3% 5~33% 5%
RiE 1% 8~12% 0% 0%
REETRE S A E# E# E#
80% AM3I0mETICHR
EHRG 30 &% = 35 & 3BETICH%NARE

FA: Fanconi anemia,

DKC: Dyskeratosis congenita,

SDS: Shwachman-Diamond syndrome,

MMC: mitomycin C, CAMT: Congenital amegakaryocytic thrombocytopenia

DEB: diepoxybutane,

AR:

autosomal recessive,

AD:

autosomal dominant, XL: X-Ilinked
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EEEDRE

stage 1 & JE ¥ M FEAK T T E LT L LR

stage 2 RXIRIE WM IERIFETE N, AT A FUSNOEYRIEEZLE LTS
stage 3 HEJSE AT aA RKFHE

stage4 E TE W) 72 AR i BR WG i & 4 BE & 5

W1 RAFoA FERFEEEIZ, ~F 27 o E8.0 ~10.0 g/dL Z#aFF 3 % DI
ATvaA ROERBOLDWVIZIBBES N LE L X 2ET,

2 TR RMEREMEIZ, ~T 7 o0 U RE 8.0g/dL ZHfFET 5202 ~8HED
LT (I N A = S o = B IR

HE3 HEIEESEOstage2 LENBTEHIBEON R LD, L, EROBREN EFEOE
JEENFE T TEULICELE LRV ETH I, BBEREREZMEG T Z ERALERE
WZoOWTIX, EREDROSRET D,

i
O%4AHE DEHIc, BMIChbEDMESH, EFEOH
HEVEICRAE L Ye o (R MR O TE R LLTEVWES 22w ™. 72, DBA I
ELBHHDONR10~20%Th D, &0 ITHE Fanconi & ifL & ¥V BHEE TRV AY, B 6 2T RR
B DOBEREXNE & DEBENFKETHD. SEEAE (MDS), B, K, & AR
FEESE T, HEAND 100 FAY-0 K5 EOEMBEREAIH LTV,
~THEHESN TS, BANRME -« 2 IRET, FREATFICOVTOHER 2 S
AFEEOAET — 212 EiE, 1988~2011 N T &2, RIS Z PRI T X 2020
FEIT B Bk S U7z DBA B 1R ME IR 3 Bk DOFTRITA SR o TRy, BAEICE
LW S NTIEG b E D 1T54 Th - 7= 20, OB WMAED I, BAE 1% O o EE R
QBRRE- - F& WM AR TFHEICEE L2 D, 1FEROE
ERTHRIZ-ROCBETHIN, AT 0 B GPE L &Y i i R e R & S
A RFEHES KO MK 7708 61 2549 40% 9> HZMERD DM Liven 2,

FELTEY, Rk L72REM B LA HHE

W - R

A, HRBE T OIS FIENE 19 FRAEMK 3% 50~60% DBA DIEHIZR W TEiE T+ RE
RWICFEESH, £ IS ET 5 RREE T3 BHLMTERTNS (& 4) 19220 5%
R =L BT D—D2TH%D RPS19 22— R TAETIE, BB R 2RO ERITHN 30% &
THREBFTHDIENWLMCENT. RPS19 BkREVIEWEA TH -7 2. LaL, KiE, @
A5 T4 513 DBA O 25%c@Bw b 2. & EOXAL VI Fy—s 2y ABETHEHBRIMTER
iz, Blo YRy —nx 7 (RPS7, RPS10, WEEF @ DBA FEEBIR T ORF T LIV KKK
RPS17, RPS24, RPS26, RPL5, RPL11, RPL35a 10% DIEFNCAFIET 5 2 L R S iz 2o 7=
B LU RPL26) OBIaFERNER SN, BOKT b, TOHROMITICIY, WAETHH 57%
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DIEH TRRBE T ORENFIHE & 72 o7z (£ 5)
11,12).

YR Y — 5 ITmRNAO AR 2 5 i i Py 2 &
ThHY, AFEBEORNALBOHEEDO U R Y — L%
YRIBENLRDERBESGERTH DS, FILED
UARY—A(B0S)IE, K¥7=a=v K (60S) &/h
7=y b (A0S)HEY, ENENLOY T 2
= MZIYARY—LRNA (RNA) L VR Y — 1%
VRIBETHERENTHD ([42). MY T o=y
FEERT A YR Y —5F 7 HIZRPS, KV
Ta=y FEMET2EAIIRPLEMFIINDS. 4
TEHH O R A L 72 rRNALE, BHEZ R 2 Tl o
RIBR IR 20 BT % (143). NPT 2=y k&4

IHETHERLEINT-DBAOE MR T R1L, GATA1

USNATETRCTIRY — A F U RITEETO~NT
DERThoT-. Bl Z AHEEHBITHOWTIE

Diamond-Blackfan &M D& = F &

Y5 UMK Y —AH 7 RPS19, RPS24,
RPS10, RPS26/%, 18S rRNAD ik # & 40S U K ¥
— AV T a=y FOMAS TICEEREH 2R
LTV g kT a=y h R
+5VMRY —n% 7 Th HRPL3SA, RPL5E
RPL11i%, 28S%5.85 rRNADZL £ 60S UK Y
— AV T a=y FOMBAS TICEEREH 2R
LT LiEn-T, TRbDURY— A
BHORXRZIX, MAXHR408SH 2V IE60SY &Y
—LDRZEME, WRABEORT LI &R
FTLEZOND. I, FFICGATAMEE R 1 O #
MIET2rEaMEZEZ TEERARERLZL T
5 ENRH LI SR

FEERICHMENT VRV, URY — LD
e E ORE R, pb3DIEMLE Z 5 Z & "DBA
DR LHRFRREE 2 BTV B3,

BEF k. (%) BX
n=272 n=160

RPST19 25 21.3
RPLS 6.6 9.4
RPLTT 4.8 6.3
RPL35A 3.5 6.3
RPS17 <1 5.0
RPL26 NA 0
RPS26 2.6 3.1
RPS7 NA 2.5
RPS10 6.4 0.6
RPS24 2 0.6
RPL27 NA 0.6
RPS27 NA 0.6
RPS15A NA 1.9
GATAT NA 0
Total 52.9 58.2
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60S
28S rRNA
5S rRNA
5.8S rRNA
47 BDVRY—ALZ > INOE

60S

408
408
18S rRNA
33 @OUKRY— LS /10T
YRY —LOHWE
Ribosomal DNA
01 | 02
S’ETS ITS1 {TS2 3’ETS
458 : | 188 ——588— 288 p—mm—
1 3E 2 l 4 3
| IR
458’ | 188 ——588— 288 |
pathway A pathway B
3E 2 4 3 / N‘3E2 ‘I i 328
b | | Wi
418 [ 18s 58S} 285 | 308 188 — —Is.8s— 28
21 185 — [8S—{ 285 |35 218 185 — 128
RPS19 | E /3 RPSI19 | E 3
18SE| 188 ~  [5.88— 128 |3’ gsp | 18SE 18 — 4
|3 | 4 3
18S 5.88 288 18S 5.88 288

rRNA O .7 & RPS19 O & &l

A# L 7-18S, 5.8S, 28S rRNAMIEE B S (L, 455 BB EY D & Texternal transcribed spacer (5° -ETS&

3 -ETS) AmBEICAEL,

internal transcribed spacer (ITS1&ITS2)IZ&»TRTOHNTLVS. 458

1240

e ERE L. RWICS -ETSEdsite1 T©FRtEy vy Shbpathway AL ISTIEDsite 2TFREY Y

U Eh bpathwayBO 2 DB EAH . £ FOMBIZE T 5185 rRNAD 3’

Pathway ATIZ, T,
18S rRNA 3’

ITSTEDsite 2TRHRAAEMNE Y,
endM5E T 5. RPSIODMEE SN DB ZRIPICER L =.

endD AR IE, ZERBEMICES.
Xlizsite E, #FL THR#%IZsite 3TYIMEh, BALE
KHElXcleavage site® R 9.
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I PR AE IR

O"# h

BT H AR PO EARR TERENS
EM%L, 60 HETICT5%, 15 E TIZ 90%7A8
FHIET D
Q& H#H® (£ 6)

Diamond-Blackfan & fi. ® f§i 41324 T, K
40% DENZFEX DFETR 2G0T 20, 2< F K4
MBS b AFET 25 . g -
HoRE Kb E < KHE, /NE, KEMBEAKX, HE
T, E&E, RERENDKH 20%
CROHND. EREORE L LTI RIERO T
b, BHEBREF R ED I~21%ICHOLND. &

N, HER,

Diamond-Blackfan ElIcH# S h 286 FH D

WIREE RO TR RELEBEK T%ICRD S

£7o, MERE, BERRCLBOLLDL N
b 5.

Q@EMEE O A HF

A E TIZ 700 FILL 1> DBAEB 2> & 29 fil

(4%) OEMEEOBENH S . Itk DBA L
Y2 k) — (DBAR) IZ¥ER STV % 608 fi »
i F RN 25, AMFESCEE R & O 2T
O BN ORERDR, —HOEFICHRTHEE
ZEW & (5.41F) BELMCRo= T KT
AML/MDS, BHIE, KBk, LMaslEgodsiE

R

9iE 4K 16 % R 4 BX
BEH 420 229 113
BEER, EEWm, OF mERME O=EH, 50%F, 24% 21% 25%
INBBSE, /NFEEE, MEE, EIEAL,
NEEAEWE, BRETELRZE
N7 BEEFHBSIE, EHIBIE, 21% 9% 16%
BIEER, FiHIBIEEk, S16E,
EEHRXE
B, WK ERxE BEET TBTEERK 19% 7% 7%
i - fifi DERRERE, DEHRREXRIE 15% 7% 17%
RERMER, HEHLFR
Z D
EER EH, BEKE NA 4% 4%
iR HARXMEHFNE, fE, EXHEERAE  NA 12% 3%
FEEN FEEE NA 7% 12%
ESER NA 30% 46%
EHIFRHY 47% 41% 50%
EX R 3 25% 24% 29%
BRIE
©) I 7=, desferasirox & % \ % deferoxamine IZ £ %

BIBKEAT oA FIRFIETH 256 121%, 4
~8HEBOMMBMNEL D, ~E/ u b i
SWN%%%TéltﬂgﬁﬁkéﬁE%%@%
Mm%, gRBFICLD~ETYT R —V R EE T,
BRILAEC X D RFREE, BRI, OARREE & T D

BREFFEIEOFAMNEE L. Lo, #HAERM
D OO BREFEIEIIMESL L TV 7R,
OF /8 -872

Bl RE AT v A NEIEITR 80% D JE #il T K
BB END. AR~OEH AT v A REEF
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\Z1% Pneumocystis jirovecii YT %475 Z &
WEZE LW O g #as L LT prednisolone 2
mg/kg/H 2 65T 5. K 20% OIEFNIT AT
B ROBEERTREL 25 W EIER L LTRE
MEE, BHL & OME, IR, SimE, #RE, B
W, FkNBER SICEENLET 6 » H Rl D JE
FlicswTHES e W omRER & LT
YIr/mARY v, ARrmrTFITIR, EPO L
MHETONDN, T R=ynrr+r7mRARY
VHARELE D, E0FmITET Ho5h T
UNZR U,
@ & o = i f & HE

AT A RO A&7 E, & i
B O & 7225, RIWOBMBAT TS L
TRIFCTHD. ZHETIC 19 FlOREB T
b, BHBMAEZ 7 13 8] (6 1 : HLA —%

M, 7 6 : s FF—) TR TEREFL
TWwa 2V UL, W &R (CBT)IE 5 BT
D, MiEEM CBT X iF7- 2 BlITERAEFL
TWB R, EMmEER CBT #5172 36105 b,

2 FHTAERTOENT, 1 BNXEELLZRY 3
BB B TR LTS, Lo T, BKEE
TIEHBHEY — 2L LTIETEDETHHEZRR
T _&ThHDH. Busulfan (&0 T 16 mglkg » 2
VW id 560 mg/mz), cyclophosphamide (120~200
mg/kg) & Wb & L7 ETALE T HLA — B A e i %
AP LTHDN, REREEIGLL TS,
¥ Bl 72 28 B busulfan & Y-8 U 72 BTALE 133k
MiE T b R4 22 AE A, busulfan % 4 < A
WRWHTLE CTIERREBE R2R L <, B
BEIORTLE 2 T 57— 2 3R+ Th s .

ZAu—7 v 7,

IR - fRORE

DBA 3, & i LASMC Ml X % kil RIAE, A7
g ROEMELICE D6 0HEE &FICENT
BEOTZ7 =7 v T E2TH. £, BUHEEO
EHCEBE LR AEEICDEL 740 —T v
TEATOMEND D .

F 23 [E © Diamond-Blackfan & L B # 1%L, HA
AR - RAFEZOBRBARNBRERNLE RS T,
FEFBBELOLESL BT OBBFAENRITD
NTWER, BRI HHRICESLTE L. Fk
21 FEN DR RBW A FE D RS AT A&
L, BiET2W b L. Lo, BEET
EMICZHTE22WEEITIELFEE LRV
W, ENEWHEEOERASLETHD.

DBA L, VAR Y =L L R DORBICE > TR
L2M—oe POERERERETHS. L, —F#
DY KM E B A2 iE (Dyskeratosis Congenita X
Shwachman-Diamond JE ##E) O 5K & A5 1 FE Y
HLbETIRY—2AKICEELTVWD EEZDL
NTWD., ThbOEBIE, BEHAEOMIZEXR
WM A FIR A A L DBA & OFEELAR S

<, VAY—20HBBARICL-oTEIZHHA
PEFEETHDLIEBEZOND. I DIT, i, #
KUEMWEHEB TH B 5q KEIEGRES [V AR Y —
L) THDHIENHL N o T, 5g K IIE %
BEIE, del (5q)D Y a (R FE & R i Bk % Al i o 43
LI & Rl & 3 58 BRI RIEBERED — > T

b5, ZTOREBIE, PELEICERL, REER
i, f/NARSEIN, B RE O FFERIE 5 % Rim, B
EAENEBEERNSBS S &7 EOREMNH

% . 2 TR ML ERE MR AR T B 2 A%, Atk A
A\~ DBATIT L ER G  72 . 2008 4F, Ebert & 13,

AEBOFENY RY — b F Ry a— T

% RPS14 6+ Th 2 Z L Wbz Lz ¥

L7=28-> T, DBA ORFZEILH% K& M AREDZ

Wr- leROEHIZHLREREMRET HEEZ LN
% .

BI R AT v A FIELELA OB #IIREIED
BENPEEND. &, SVARET T 7 1 v
=2 DBAETAEMAWT, MHEAT I /B L-aA
VUNBMEBRBTOIRDH DL LN RS
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7z 3839 priz | DBA okt B IBESRE B D WS, TR D OEFICE T B R —
KBRS KE TIEE > TV 5. B — T O 8 R 0 T A5 T R I T R R i A
BE%0 > DBA O JF R EE 7MW FE S h 2 E &1 FTOREICHATH D AREER B 5 0.
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Il Fanconi & M

ZHOTE—F ¥ — b

FAEZEDFR R

- NBHEAFESED M BRIEL & SRS

- BHARE® BESA (RIF_LEEHA)
- BRI AR C AT 28E0 S

|

DNAH Iz S FE R e A 7o ZRiHm ') 2 SR
D B FET R TET D 1Eh

e . N

Lo I S2onIE, REFBLEEL T, EERHEST E#
o tee ~ TEFT T | tmmes ST ther 20 . FANCD2E [T
FABEF RS A FF AR FABIE SR l
v
FASSLHR FAlZ TS ES)

1. FanconiBMEzZHO7O0—Fv—h

@Fanconi B (Fanconi anemia: FA) 5> 7<H&IC(X, KM >/ 8k % ALV T mitomycin G (MMC)
%> diepoxybutane (DEB) 7z &£ DNA EHEFIZARML-FBAMAAREZTS> (X 1). EEOMBEELER
TEBDLEBARNRE, TOHBRELDEEZAONDIEBIARTBRIFIHUMNE LS. -, —HOE
EFEETERIV—ZUTFRELT, FANCD2 EMIcHT dHkZEALNYI R4 7Oy MEATE/ 2
EXFUite®RBT 25 ELHRATHS.

@) U /NERIZ reversion ZEC LI-MBEAEHBELTVSIHRMBEY A VDENTIE, FERKBEHNFL
AMEHAONTHERBETHY, EEORUEFUERLGEZAVELLBANERECEGFRELETHD
THEZHNAEOID. FALNDODRBRTIREREREZEANTLISATEGTRENERATHS.

ZW¥~DT7 Fu—F

OEBEE 1964 412, Schroeder 5%, FA & U L /38R
1927 4£1C Fanconi I3 F MO A L & & 1k 4 % Pk BRENLLND L EFRRALEY. &5,
R L T 5 0B & #1 @ TR L C Fanconi & Sasaki H X, Z O¥@E R A mitomycin C

ez L, %AEIC1) LR, 2) KED (MMC) 72 & DNA ZEHIIC L - T L < #40
tFEik#E, 3) K, 4) KHFE, 5) MRER FTBH L EFRL, ALEBO ARG E YR
£,6) FRBEEN DR DLW LR ERR LT 2. BREMICHDLZEEHLMNCLE Y. BEiTo 20
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FH T FA OJRRBELR A RA LREIS N,
DNA BEEXHEDA~OBEEORF NI SN T
X7 9,

FA BEFICH TR, EMAEDIEH, FHR
JERE B #E (myelodysplastic syndrome: MDS)
2Pk BE M A I 9% (acute myeloid leukemia:
AML) 2 EOIMEEBB L ORTEEENAZIFTL
DELEEBERAOGIHNEBEEICRDLND.
AIENZ I 1T 2 & M A2 Mg Mg s LT, &
WA B I BB O M TE ABMIETH
5. BHEKER AR ThomRE T —0b0iE
i 0 A, AR OB T B ESIC KL,
REEHIIRE RS E L. —F, BEXALOD
BRI CRETHARTHD. FA 1TRmDIE
BoOoIC, BIEABMNRRE E TR ROBR
FRICE DT V AETFE LR WD, HANSH
DEBBHFETHON LT — 20X MWE D &
2, DAE® FA BEICH LBR R TRrbHERES
NOBENTA RTA U EERKLE.

@ 3k %

DNA EMKRI8 % g & Lo Yk o Ma5s M %
TR, 1) TR M EREL, 2) MDS X AML
~DBAT, 3) HIKEE, 4) BRI ALDED %

WET 5. LrLZoRABIEZEET, BEBD
HOCRBEBEMRET DI LITTE RV, EFEOR
BF2WOESIZI Y, 80%LL Lo BFE CEME
BFREEINDLIICR-oTEY, SWAEHESR
TR T.
OF: ¥l

WL BRI A JE RSN R A TE & e & 3 2 S R
T I R A2 B A & Y RO 2 E TR E 1 B A B
T5., WIFRbHPEBTIEH LI, ThEho
AR BIZRHEL Y, 20% < TREER T F
EINTWDZErbBELTZHLAIRE R -
TEle., ThENORBEOWEZ 2 2 1277,
@EEESHE

BAERRMEEMOEEEIZBEL TFXL3ITRL
FHRRXEFBERBMEE MO EELEHE (CFR 16
EEEE) aHOTHET 5. L2AL, BERR
PER I O BEEE TS LARWEATYH, Jika
TEROME I M A 72 & D 7o 1 ) B8 7 [ % ke 5
52 ENMERFIICONTIE, ERBEBEONES
LT 5.
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Fanconi &I 0 5 by X #= (%)

ZHoAhTI)—
A fiE K
1. GROEBRE A
ERE Fanconi EMZFOMBBEOEEICEL, UTOEEOWTAIZEDS.
g m: ~E50EY 10g/dl K&
WP EkE - 1,000/ ¢ | K
m /s #& : 100,000/ u | R
2. KEOBRIRLE
3. BHRIE
t BR: HEORIE-BEBER ZiEE EF-REOXRE
T B: 2FkEHE MMEOEE, KREHKA
R NEEE, NFEE, —HEH, BIZE MEOLER - RiE
" R BN MBEERTESE FZ2hL, RETHR, MEE
Z MBEETLE, WAFE, AREE

iR c MRER, MR, EALE BRE

H © BB, SNEHEMRHE MEEE THOEER

B o ERK REB, BEBE KBE

HILE . BRERE +-HBHSHE il SEREE

i . BRERT, LEPRRXBFELOLERMEDFR

4. BEEE: ¥HLULIFEHECIEO-2SDUTTHS.

5. MIREETS

BREMRR

1. 2EEKFRESE (LEAKRKES) 270, MMC A LD DNA BREIEEEFTLEELT I L, 2EROHIEDEERLS
CTILBEER OBEBMELBEARNERIND.

C &R 2k

LTOEBEEHEMNT 5.

SEXMEAIETEiE, Shwachman-Diamond fEMERE, EXMUEEZKBKM M/ R DI, Pearson fEIZH, BRMEK
fE, EMMELRMES KT, Bloom FEEEE, Nijmegen fiE I B

DELREMBRE

1. FAREEFOEENRESILD.

(BREEATONADEEIZE < 21 @ Fanconi BMEFFEEFHAME S TUL B (FANCA, FANCB, FANCC, FANCDT (BRCA2),
FANCD2, FANCE, FANCF, FANCG, FANCI, FANCJ (BRIP1), FANCL, FANCM, FANCN (PALB2), FANCO (RAD51C), FANCP
(SLX4), FANCQ (XPF), FANCR (RAD51), FANCS (BRCAT), FANCT (UBE2T), FANCU(XRCC2), FANCV(REV7))

Definite:
(1) B, 6, D> 22 tnEHZHEZL, A1 EBLULEEHLT
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Fanconi & I o §& 5 2 W

AR, autosomal recessive; AD, autosomal dominant; XR, X-linked recessive

Lz} PR SEg ey iV BB T AP R - B R Y e 1
ERMEALLRE2E | XR DKC1 TERC, | ‘B#i{X# oW ERILAE, 71 A 7 &/
4 AD F721% TERT 72 ¥ KRG oMk aRkE, MNOZENME, ORENABEO &Y=
x AR AEZN
1 R LR #, MDS,  AML, il #ieJiE o A pF
=
M. | Shwachman- AR SBDS B TR 25 AR o0 L it BR A 9
2 Diamond Jif {6 T BESL BRI X B RENE, RUIET, Kk, EHE,
i BB, MDS, AML © &
8 | s it E B | AR MPL FORCBR 1T L 2 D, LI RO JE ~ B 1T
P oo AR R D H AR
Pearson Ji 5 i HORS P R har kY ERIEERMER (M, I BRI D E ~ B AT
7 DNA B REIC CERREIFER O B, B B R Al B R 1 2 R
A, SRR LE D PES sk E, O RE bR
8 3 M 7 BIE AR XPA, BEE, BAaRE, BMOLEIEE, SCRRBBECER, F
i XPB, BT B S A
@, XPC,
%715 XPD,
7 XPE,
- XPF,
P XPG, XPV
g; E A E LR MEE | AR ATM HEATYEIE B R FUE, o R EIE, R &, B
| BRHE & JEIR, mR A A
Bloom JiE fi B AR BLM Tk Y IR S R DX O E O L5, IR R, B
EECMERLBE, S R AE, BRI, SRS A
Nijmegen Ji & ## AR NBS1 INEESE, SERER, REH R, MHBRERZE, T Miak
DIERTHEIOVOB MlAHKOKT, MERARIZL DS KY
PE, AN A
BETRHEAOOEEERE (FRI1I6EEBE)
stage 1 8 JE T & Lo
stage 2 & E UTo2EBULEEHT
#8 7 I Bk 60, 000/ u | K&
47 o Bk 1,000/ u | K&
/iR 50,000/ i | K&
stage 3 PPEE UToO2EBEBULEFEHZL, THMAEFOBREONELELT D
MWARME 60,000/ | K
47 o Bk 1,000/ u | K&
/iR 50,000/ i | K&
stage 4 - LUTO2EBUEERELT
#8 7 I Bk 20,000/ ¢ | K&
47 o Bk 500/ i | R i
/iR 20,000/ ¢ | K&
stage 5 REE FrhEk 200/ | RFBICMAT, ULTO1EHBUEEHEET
#8 7 I Bk 20,000/ ¢ | K&
/iR 20,000/ o | K&
1 FEHMAROMBRGMEEER 2BEMUEOEMOMMNABRELREETEIRT.
2 COEEEFTFERION)EEICHRESN-LIBERELELZBELEZEDTHS.

Fanconi £ M (B L CTix L7 Stage2 ML L2 EHHR O S L+ 5.

mF, EROBEN EROBEMEEREEFECTC—EU LICEE L LD,

WTI, ERBDKOMGEL TS,

MRERER AT D 2 L AR ERF T

&

¥
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OF 3% -): 3

1988~2011 42 W T H A/ iR 5 23 1T %
s FABEL, EmiEEMERE 1841 fl 4
11161 (6.0%) %5, BLEEIRD 2o
B EOF M AL 5~10 AT, H4 100 5 A
B2 5 NHiE & S, WAL OHE LIZIER
BETHD Y. FANCB & FANCR %[5\ T et
EEOEEERE LD 0D, 20X ¥ )T
B X, 200~300 AC1 ALHEESHD.
QBRE - TH#

[E R FA B8 ClE, 1982 4FLIk, bk FA &

F &R O BRIV TR 2 B 5 R
TEIT> TS, FNICLD L, 10 £ TIZ 80%

D, 40 FE TIZ 0% DABEFEN, HAERRBMEE M
ERIET A, BHEEOAM L AR E & B I
L, 30 4% TIZ20%, 40 %E T2 33% D EH
28 MDS R H LR IC AT 5. FERIZ, 405 FE T
12 28% D BFFEIGMN AL ERIEST D . STk
BT X D 2000 FE LD FABEORAETFRD P
RAEIZ 29 CThH -7 . TAE O B A/ LK -
MDAFROEF TIX, IEBAENEHF 30 5l 02 W%
10 4EETFRIZ 63% Th o712 2.

iR - R R

ATERNCRRLZZHEDOY T T V—T00
MR S, B I2 BV T 21 8F (A, B, C, D1, D2,
E.F,G,I,J,L,M,N,0,P,QR,S, T,U,V)ic*
NENKR IS T DR EE L7 (Bl 21X AREOEET
i “FANCA” L IEITN D) BREINTWD. &
51X FANCB, FANCR % [\ C & Qe fa R &5 Pk
BEMXEZRT (BEIESME X EHE, REILT
JARDOK T VIVERIZEIYRET S I b
ROKTOMFTIX, A BEXED
AR (60-70%)Td W, CHE, GHREL PR T80%
EazE®s. Lnl, iEOARANCEIT 5K
FHTIE, CBEEIFEALARLY, BCRTHFICE
NREA TR =EBRONDREDEVHHL
Mmoo b, FAEAEIX, fho> DNA #HE
IGEEHE L BHAEMNL>> DNA S 2R G
(Interstrand crosslink, ICL) D& < & T #%
HO(FARRE) (M 2) 2Bk L, 7/ L&EIC
K o T LR O KRR A A, A% A
REEERZLTND.

Az 7 O H 21, BRCA2(FANCD1), PALB2
( FANCN) , BRIP1 ( FANCJ) , RAD51C

XA T 4 T .

(FANCO) ,BRCA1 (FANCS) 72 ¥ ® X 5 IZK I
MHANRAVDORE L2 b OR L EEALTY
5. ZhBHD5STIE, RAD51T (FANCR) L & %
12 FA BRI O Pt IS Z0Aa e THE A R
ZEE] ICBWTHRET S, FEELSAIZ, A
T U AERTRIE LEEEETH D (F TR
BLEBMP ZANEBABAZRIET H%), FATIX
FUBEBETFOmT VVERTRET DO, MWl
DREEZTHDZENRATHD. b DOFE
PN ABETPNEBIEO FAREOFK TH 54
HITIE, MBRFEEICENAY 27 0K (M
Aoy BRERDS A, BEDRS L) LS AEBI O ERENE
oD, BETLIXREThHD. &zl
IZ, RAD51C, BRCAT 72 ¥ O BIE M Tix, B il
REOFRENBE I N TV, KRN DNA
e X DERICIHMSBRFRENR D D L Bbh,
ZTOAHI =X LR XV IRVIE BRI DR
DDOWRMEND D .
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| R —snTnyy |

l
J

24BN DNALTRT (2 & 2 DSBRZRR ]

| 1BIBRVBAEH |

|

| ROLAFERREIE |

B[R (E18

Yo X

Ao T TLAER 7+ —JH DNAZSIEI(C
£-THFovsEng,

F oAb THAATRIETE EL.
FAFEREOIETEE (FANCD2/FANCID ./ 2 FF
UibE BB Hikel 5,

FANCD2*FANCI IR ZL 77— TdHHSLX4-XPFer
DoIL—t75,

DNAZRHEO T IR, DNAZEFHEIMT
(DsB)HHZERE 1S (unhooking).

YRS TR M (2HL T, 28
BZ B HZ 2 DNASERDIREVI REVIZED 7
F(ZE-TiTn5, TOik BIFT23453X
SLAFRREEEEE CL->TIREINS,

DSBIT CtiPZEOHERE (LY s RiumhiElat, 3732
HFHHFRR S NS, ¥ C(ZBRCA2*PALB2"
BRCA173E (0 AT « T — ke (C LV RADS NI
)7 —FRRL., Wik nEOIBEIELSINDIR
AE(T2. IEBONABS RO OB, )T (188D
TR RS 5 # 42 T oA EREMED BT S .
E18 (RN =TS,

2. DNASEEIZEEDFARKIZLABEETILE

RiEX 7 VAF FBREERICHES T 28T
(BHEMHEIEDORRE &7 d) Thd XPF M
FANCQ #1{&7 & L ClHE S 47, DNA 1M 244G
DOEHEIZIE, DNA Z W o = VBT L T H2RIE %
WMOBRSREODEHMEBR AT v IR HERIND (X
2). XPF X7 L7 —¥Thbh, BHEEEOE
BIZBWT, X7 VAF FREBRICB TS0

LIXES AT =ALTEHER I, DNA ZEIK T 5.

XPF OFFEDOERIZ L - TIE, HERBGOBE®
HINTETX I VAT RIREEEIZFTRR LD,
R TR IEE T, FA RIEIZE D & B
INTNn5.

AR, DNA RG24 2 NERMER T & LT
ERT7ATFE RREAERTHSE . T AFE R
S fREEFR BT CTH D ALDH2 Oififs 8 L A AR
A FA B OfENT 21T\, FA B I i s 4 i
BT DT VT e FERMICE DT/ AEENE

"WTET, BHMAENEITT HATRBENTIE IN
7219 %7, o ALDH2 @iZ FHOKENY T
Y RMEFES FA BEIL, A% T SICEHAIS L
MDS ikt d Z & BN 5 2s & 22 o7, ALDH2 Y
TrMNIBAR, FEREOERT VT HRNICHE
THEO, ZOMBEMEOEERME L CEET
b5,

FAOHR TS D1 #E, NFECE T 2IEHNIT, B
B2 FA &Ry, NEMNICE®RELG 20T 5
REELITFHRABRTHD Y. zoRREEE
FTdh D BRCA2, PALB2 AR 2 &1 O
LT THY, ThO2xOFAEZLZLNS. W
\Z, reversion I L 5 EHMIRESF A 7 BB 2D
BIEALSC HARAEME L BIE L, 2BV CIZER
RN RS LEE Ry, REMOBEILEEND

14)

(A STRIN

O & th# %

FA DRRIRBRIZZHEET, BWIEEDERITRL
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L A DEHAFR LMD . EE FAIFEE
BORETITHERED R RWIEFIL 25% %
72, BRPEICBTHHE T T%ED R0
St B O, café-au-lait BE D X 5 72 L § O
FhE, BREE, LEOBBRER, ZEERE
Db EI< AN 260aFETHD (L4, Hia
3) &9,
QEMERE O B

MRS, FA IZA 6N 2 &b \ERREJHE
ThY, THLARREZD. MDS R B M ~D
EROIZ), HEHCRE, i AREEO R -
ERAZRLDICEERALOEERLZLNS. FA
IZH B DM O & T DV TiE, Kk
WL, BHEGI D 15~20% 12 i &5 O 5~10%
CEESAOABERBESR TS DO 5
PN E TR MR IE S O & 0F Y 33%, R A DA OF
7 10.4% 24 Btz 1. MDS % AML ~® B 17
BREEHPLRABMIIOT TAHALNE Z ENS
V. MDS ®° AML ZWIBIER LT D52 &b H Y,

Fanconi EMICH LN 2AHTHROEE

Yot RIZTIER G L LT 7 FREAMKS 3q, 19 it

o RGECEMRMEZRD D 2 BN > H
AT B O A I D O FEE S, 20 5%t
NOHEERANICHELNDE. ik~ X5,
FANCD1, FANCN @ JE {5 13 /) JE 3717 0 il 55 <0
HlER 2 AL, FLLPRARTHD 2.
Wilms ¥, Mo, fiFE4 i3It e L
IS AML O 5D 5 HI &GN E <, 2 28 Lo
EAEREG A O S m B EIC A BT, £ 5 ITIxIk
BHAE EBHEEREICHTC, FAICHALND
EMHEEOANRERT. HERRE Y EEBAIZD
WL, FREERIC I T D BAERE DR S A LR F
IZEBRRE L 0 b 4.4 15 &0 <, FEEA b g fiE
LB K LB CIRABICE P Y.

BREE XHRERE ® =N
(2000 5 AN > & 5) (105 41)
% %
R IE 40 78
BE& & 40 72
B
B/ LB 35 55
TE 5 -
i 20 10
H-BE 10 16
BEEEmEB - 12
EEE: 20 -
BRE A 2 -
B 20 16
14 R
St 25 12
gk 2 8
i - fif 6 16
HIEE 5 14

X#k8) 15) K UBIHAHE
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Fanconi EMICA DN P ETHLERESOXEHRBEH °

EHEDE - & £ IE B 8 E2 R = P 3 fiE 4 #h (86 E)
MIEBEES
B I 5% 175 86 " 13(0. 1-49)
BHELREGRS 110 56 51 14 (2-49)
& 7 2 5 124 42 76 23 (0. 2-56)
EEMRFELRNA 43 17 26 29 (13-56)
BiE 14 3 11 29 (20-50)
4482 - HLFY 21 0 21 27 (14-38)
FEHA 6 0 6 22 (3.7-25)
fisd 24 9 11 3 (0.5-11)
ZLAR 7 0 7 37 (26-45)
fif 4 4 0 30 (23-34)
E 3 3 0 21, 22, 35
g (NilmsEHZZEEL) 17 9 6 1 (0.5-36)
UIPAY 2 1 1 0.3, 2.5
M E 4 1 0.8 (0.2-1.4)
P Ra At A 30 20 10 14 (5-50)
FraRiE 16 7 11 (8-48)
BistER BH
B I 5% 8 - 4 5-18
HHEBRFELEAA 41 22 19 22 (9-34)

EENAEREET
X#k8) KYUSIAHRE

BRIE - BRI &t

FADRBIZTEHMAEOSKE L, BFN AL~
D 5 A7 TR0 N 4y e B 0 & OFE IS )T 2 IR R
Wb D, HEFITNREAR, BRAR, HER
LA LY FiTA T 5. FA BF CTIHIE
R, BEIRE, FIR IR RE 5 T R0 S g8 M i
REAR 472 & O W W BH & D IEGI 23 2% <, Rk
ChbETHEEITY. LTI, BRI
DWW HOEER~D.

O 1

BREFARBER M & FEEO L TG T
5. ~NEZ B EVHEITES 6g/dL ZHERFT D LD
CH 2%, ARERSHEOEBHEIZL > T
A2 2% 2. ML, 5,000/uL % £
THZENEELL, HlERIZE DY THIEM
AT 5.

OF 37F 375

AF T ERECAY 500/l BL T TREGLIE O & OF 23 2 &
h =34 12i%, granulocyte-colony stimulation
factor (G-CSF)O &5 L EET 5. BArE20 50
o Xricz) AR = F U ORZBRTR
i, BT s AnRAF o537

Piguv. FAL, @i L~ ToREFEICESL
EMEETHY, HEMHREOMRIIHGTE
v, BAREEALVE X, KEEOBRFICBW
THHTH DN, HRIT R L 2L,
BHALRHIEZE OGS &V, & &k fa il o
BFIE T 2R LV BELH B0, 20
ISR B W I E BT 5. A E T AT
e E AR LE CBHF L LT, metenolone
2Nd 5. danazol I3 B MEALIEM 72 E D RIER &
R, REICHADEEZZ LD P IRBREIGIE R
<, FHRBRRIZOWTE L EomRETA DA
V. BIBKREAT oA FOMERITET 5.
@ & 1M A e 1l
FABEOBRARRIIK L, kS T3 &
R R A 0D Zr ASME— VB 3 145 T & DIRIE T
5. BREFBARNBRER M OBAEATLE THW
5D iR IR &+ <2 K & cyclophosphamide (CY)
D £ 51X R A B #2330 <, fludarabine (Flu)
E A CY 2 E LI-BMATLE N EITIND X
HICR TS, BEORE XA ELE. KRIC
BWTHFluz & LaiiLiE CBAMES L HLA — 3
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Mgk FF—R Mm%k HLA RN — Bl fx 72 £ o R

(g % T i 5 A R RS AR D TR R KR & R

20-28)

BT =006 OB TS D TEN I IEERM .

BELNTWVWS,

L6l S R ICE T D FA

Fanconi 8 I 1< 3t 9" % 15 M % #1 0 5 48 0 34 & AL #%

i S|y — 2 B0 B L GVHD F 5 S1% GVHD | 1814 GVHD | 1~3 &
OI-IVE (%) £ HFEE
(%) (%)
Seattle?” | HLA —BA [ pa B84 cY 9 CyA+MTX 22 0 89
Paris? HLA — %k /=1 B B B4 CY+TAI 50 CyA 55 70 74
Brazi |2 HLA — %k 0 43 & B4 cY 43 CyA+MTX 16 28 93
EBNTZY) HLA — Bt JE 48 & B4 CY+TAI 69 CyA+NTX 43 43 33
CY+TBI =ATG CyA+corticosteroid
CyA+T #iRaBR =
EBNT2Y) HLA —Bm@FmRE | sxax 795 | &EEE 19-37 16-32 65
B - KRR
5 %)
Minnesota? | g & 86 Non-Flu (CY+ 52 THBRE 31 31 13
: TBI) 73 &
TBI 3 &
Minnesota® REBEFF— TBI+CY 130 T R RR = 20 10 63
. BEE - BEMm Flu+CY+ATG+
) T8I CyA E A
Japan?” HLA — B[R 2 & &8 CY+TAL/TBI £ 8 CyA+MTX 12 38 100
ATG
Japan®® R&FF— Flu+CY+ATG+ 27 | tacrolimus+MTX+MMF 11 31 96
B8 - Een TAI/TBI

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

Fanconi Em D BH#EER (X8)

Stage I (HhEHE)

Stage M (OHEE)
Stage V, V (EfE - EJE)

GRS i
BEFRHEAM
Stage I (¥ ) RBEHR

MERBETEREHEE. 0FLULTEHA-—ROBRFF—DPUhEEEESHBMEHE
HLA —Em# FF—A L h (EEEEEBE

HLAT iR A — B K+ —, HLA — B ~HAT iUET —BELBZE FF—D o DBEEZED
THEGET S.

BRERKERE - AMK
RA

RAEB - B 1%

BETRMEAMICEL LD, HELCEMACREAKREEE M4 5 ES TIT HLA —Zm
BEF— HA-HBEMZFF—FZ2EHTEERT 5.

HLAT iR A — B K+ —, HLA — B ~HAT LA —BEOLZE FF—D o DBELED
THISET D ERTFERSELOTFREFESIASHITIE HLA2, 3 IEFR—BMm#E ~
FT—ALDBIELEETS S,

HLA: Human Leukocyte Antigen, RA: refractory anemia, RAEB: refractory anemia excess of blasts
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Fanconi EMmIcH 2 BHEALEEX (X)

BEFRMHAEMBS LURA

HLA — ¥R 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)

RE&FF—

TLI/TAI 3Gy (#317% L) (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)

RAEBBHE S UEMANK (FFr—ICHEHLLTR—FILE)
TBI 4.5 Gy (3#2%|) (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 excess of blasts, Flu: fludarabine,

CY: cyclophosphamide, ATG: antithymocyte globulin, TAl: thoracoabdominal irradiation, TLI: total lymphoid

irradiation, TBI: total body irradiation

Fanconi &M= 3 % GVHD Rk (F)

K4 — GVHD % [h
HLA — ¥R K+ —
10 @k i CyA (1.5mg/kg x2/BH 2 Fi=Ix 3 B/ =)
10 Ll L CyA (1.5mg/kg x2/B 2 F¥HE=IEZ3BHART LU
%5 84 methotrexate (day 112 10 mg/m, day 3, 6, (11)IZ 7 mg/m)DH A
REFF— tacrolimus (0.02 - 0.03mg/kg/B #H#HAF) H&UV
(M bHAE L) %5 # methotrexate (day 112 15 mg/m, day 3, 6,11 (210 mg/m) ® # A

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

(1) T it 3 i

FABHE TIX, 102 Bi2722 2 & i ik R 5
~OBITHERNE 252 L, BEZEORME
graft-versus-host disease(GVHD)® & ff 38 2 28 &
B2 &b, FEHEEETS 10~15 K%
BRSO B R LT 5. 272 Lafl B
kDT TERL, ETICRLELIE, B
AR BYEE M IR R o B\EE IS U
TR A5 IN L, MDS A A s IcER L7
el xR Ic B AE £ 5. £z, ALDH2
TG PE D KA % £ 5 il TIEEd 7B R 2 01T
L MDS ~BAT B R, B OB E B &5 2.
(2) Bt — A

AL Y — AT RSB A VN D .

FAIZ %7 2 & i fa B A 4% D ZIRFE A A I,
&Y GVHD M ERIA 11272 5 T, 181 GVHD
DFEIE Y A 7 D8 & O AR w1 A R AE 13RI L

72 30,

Fm, EERE2DO Y R T D E W IE MR
B HESE L7228 °0) DR B O R & Flu % AL
B, BEMEE S 0 RB I EELED
M ERHREINTEY, @O REH N —2 15
NARVEAICIEEET 2 .

(3) BAERTALE & GVHD TBhik

WA B KON — Rl o B wi AL E kL
GVHD PRhilEa Zh 448 &L &£ 9IZRd . AML
ZRAE L7 FA ORIGHE I E LS Ma M T H
D, FFERELER O @RI RCE O RER] TIE, B
AN AL FRIEZIT ) 2 BB IN DB, (LR
HEELTHYENELVLY ARV, BELE
FLAG #%1: *)%/ & Cytarabine O Fifgf 578 &
THRP/BOLND b LN, BEOIRFEN
REYIE A Z IR 9 B I & M e B &
MATT 22 EREEEEDNLD.
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Zxue—7 v/

FA IZBEMERTHY, FIREALD AL BETF ZEm o THENL SNz iR e <, AR EIER 23
LOBPBY bED, BIeA Vv 7R ARk e n, RMBEAPRLEETHY, HHAH
EREEA~DOZZREE L. FBEOAEIC fBAE, I, e NS O EMB 22 N LT
Bbobo3, EENAOBLREZ G R MA@ 8l 5. ERA, REPAORIERZ W2, BA
ENRVETHD. EEPAICKT 2BHEL LT, DFER LD, BGE, MEM OB L,
TS MR E R FL S A FNS & DL R TR R HIENOEREFICED L.
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IV EBMekFRELMm

ZHOTE—F ¥ — b

JE R A< BH > 2 1.
(% < ITEEFRECRIZED D)

!

IR CERIREZFER DN

!

CSA L L TEIn 12l

Q@ EEMSFERMEE M (congenital sideroblastic anemia: CSA) (&, FTTEEREHIDEREDERATF
BHOBMIZEYELD, BHREBICLIYBKSFROGEEHRT 5.
OEHRMICEECTTFRNICLIYVZHEHRTET S, RROPFTOEGHEIALSHTLRWVESE(E, EmHEka
UNDHBTEGFOERZHAL, KHREETHICLERRT IS LLEETHD.

ZW¥~DOFT S u—F

OFE B FRE 78k FERRBO LN D 2 &, EALT L= —
BB MITRFEROI b MY 728k NERETOERBFENLLND Z LR WMEI N,
DR EEZRD DA MOBKHT, BEM - %K 1965 412 $kF R MR M O S 23 RS Shus V. 8
MDA RIFENEENTWD ., BIRMESIFERM TE TSR MR T BB S D L0 % K%
FIMIZ DWW T, 1945 12 Cooley 23 X #8514/ DFD MDSIZHED b OB D NITE N &
BRPEAR A R MR A 23 D F MR ME 1T B0 LoEZroTnd. BEMESHFHREGMLORK &
THRFERICBIEROFAELZ R L THE LD LTALAS2 BIo T OERNEBEZIHEINT
BIEED Th o V. MPEE St X g/ Bk WHB, FOMICHE Y T AL B -
MR AR R ML, ®RICRVRMEKEMES5-7 I (b LEBET, I b NY T DNAEKE T,
L7 ERA R #E (ALAS2: erythroid specific S harRYIT R TUAR—F —E T, 2 b=
5-aminolevulinate synthase)% = — N4 % &{x 7 ¥ RU T (RNAB#EER T2 EEEOEB T OE
DTN L2 X @SSk IFEREE . (X-linked BEARWEINTWD . £ LITERBEMESF RN
sideroblastic anemia: XLSA) T& % Z & MFEH & it ZORRAERTFERT. 2L, RERER
e B % RS IR MR M IC >V T, 1956 FOEE SN VWBEESIFEREE NS £ <, BE
EITBUIE OB B2 SOE B (myelodysplastic WOBIB LU EK & 258 B TR GFEET

syndrome : MDS) Z#H Y4 3 2 & R PR & i i HEFEZLNTND
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R L EGESFHREEOOS R

BEE I BEF AR
XLSA X ESEM Xp11.21 ALAS2 E42z>B6
XLSA/A X EeH Xp13.3 ABCB7 -
SA/GLRX5 BRefLH 14032.13 GLRX5 -
SA/SLC25A38 EHREMELM 3p22.1 SLC25A38 -
PMPS BMEE Mitochondria Mitochondria DNA -
TRMA BREefLSH 10242 SLC19A2 B2z Bl
MLASA1/PUST  EHGELMH 12q24.33 PUS1 -
MLASA2/YARS2 ERE{AHMt 12p11.21 YARS2 -
SIFD BREASMH 3p26.2 TRNT1 -

B&EE : XLSA, X-linked sideroblastic anemia; XLSA/A, X-linked sideroblastic anemia with ataxia;
PMPS, Pearson Marrow Pancreas Syndrome; TRMA, Thiamine-responsive megaloblastic anemia;
MLASA, Myopathy, Lactic Acidosis, and sideroblastic anemia. SIFD, sideroblastic anemia associated
with B-cell immunodeficiency, Periodic Fevers, and Developmental Delay.

MEGIDREDY .

R2 GEEEMHSFHREEMODEELE

A BERIESR & LT, &L, SRR rE D R (BESN e beds . PR,
OFERERETE) 23 L9205, ANULIIFEIE RG] TR IR 238 5 %,

B. AT O AT LA 4 Tl 729
1. &1 (BE Hb<13g/dl, % Hb<12g/dl)
2. B BEIC CERREEER O HE (15% LA 1)
3. Mgk E57
4. Rfafngkis A He (UIBC) DK T
5.7 =V F o LR
C. fERIZWr & U CLLFOREBMNERINTE D
1.l SRR RSOE B
2. TURPESRIFERMER M GRAME, 7Tora—ubE, e, SR Z)
3. F DD S KPP B
D. L FOWT IO R T DOFSREE AL B AR D
ALAS2, SLC25A38. PUS1., ABCB7. GLRX5, SLC19A2,
2 b= FY 7 DNA. YARS2, TRNT1

AC X o> TASEZ LR, B 2y D Zili7= L 72534 13 %451 (Definite) & L.
INRBICFAE L, B 2> C &7 L. S 4 43 %854 1358\ il (Probable)

&I %,
AR PEER IR BRME R M 1%, TR R B AR 1 OB RE D £ kR 12g/dL), BHEICE T 2 BRIREZFERO HH OR
PE G, Bl LIS - 75 70 Ul OO AR 12 B FERD 5% LA L BARBIFERITRZJE P 1/3 LU b
ZROLLGENELL, TAMOBEELES S EL Wbl o> TI10 L Lo 8kibEY (BREEAL) 23
EFTHD. FETLHbDOLEERSIND) THD. SbIC
OF 2% flie ORETEGEOBBRPT R ZMHES Z &
BRIFERME R M o> B AL BT L o0 REE, R I AR A B3 % DN B 2F BRI D B I L
2B 528 1Mm (% Hb<13g/dL, Z 4k Hb< K 2T
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K3 EGUKFREBMOEEES

T PR RATORNTNE 7 2 EVRE 10 g/dL PLE

FRAEAE WL AT DRV TANE S B B VRE 7-10 g/dL

RO HIE HREZR T > CNVTANEZ B E VA 7 g/dL L1

HE WIEZEIT > T TAEZ B EVIRE 7 o/dl Kl

©F - 4:lF % 32 B6IXALAS2 OfilEZE TH DL, TDOKXK
Lol T o, rRMESIFEHRMEAM TH D 22XV, ALAS2 IEMEME T L8 IFERME R 1f. D 3

TSR ZERRMEE N, BRI REEE LT O SEICE D, PO INH X2 OR B AT

D KRR (MESH) Z2BRATILEND
% .

W, R R VERK IR M X R E AR, R
DEENSHERNMNFTHE T DY, BHAERIED
XLSAJEG b @E SN TS Z &hb Y, wEcil
Bt L ORI EZLEE T L. Toa— Lk, KA
P D% RIS TR I > T, EISEE, 15
RIENOER T 5. EAMEIXEFZ I B6 T
DHEFAMEHEZRERRE LTRIETHZ AL, B

5. ZRMOMEBICEENRBO 5N DHE0Y
AR RO BN D56 18 BRI AUE R
DLW ERDD, BILDOHTYGEERE N,
EX IV BB ICIET 25T, BIZ TR EE
BT HREThD.
@ EJE E 58

M Bk 2R BRIV B o0 ERE FE Y B & 3 ISR
kN

23

2

O3 JEHE

FEAE M VI D TR CREM 2R EE T — Z 1%
VY. B B B EE O i O R AR MEBRSE BR PR A M 13 XLSA
T, BUEE TIZ 80 FHHLL o> ALAS2 D4 B3 T
BENTWD (44) Y. 83 6l w5k IFERME
B E B A fRAT L 72 oKk B o @ TR, ALAS2,
SLC25A38, mitochondria DNA, PUST IZA ¥ %
BOTHEITZNZEN 37%, 15%, 2.5%, 2.5% T
bt O EAEGME I GRS ERMER

1L >R 43 480 & IR IR IE O MESLBE) I TAF O & s
{51 03B LT FEB O KL 50% ALAS2 15 14
BIZEDXLSATHY, Zoff, I har FIT
DNA % (2 f£ 5 Pearson-marrow-pancreas JE {5
#(PMPS), SLC25A38 BnTZARITHE > BB
PFERMADA L REShTHD (K1) 7.
@QBRE - FT#

R CH e BB DT, 5 - JREMATICBI L
TELFom@mERRL, FHTHS.
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R4, INFTICHR SN TVDXLSACH T DALAS2BIFEE

Position  Substitution P:‘: of Position | Substitution N°.' of Position Substitution N°.' of
‘ igree Pedigree Pedigree
Ex 4 L107P 1 1289T 1 R458H 1
M1541 1 Ex 7 G291S 1 Ex 9 C471Y 1
K156E 1 K299Q 1 1476N 1
N 1 V301A 1 Y500C 1
i Y 1 P339L 1 Y506-fs 1
T161A 1 Ex 8 D351R 1 T508S 1
F165L 2 R375C 1 Ex 10 R517 € 1
S 1 T388S 1 G 1
Ex 5 R170 C 2 C395Y 1 P520L 3
L 3 G398D 1 H524D 1
H 2 L406F 2 K535del 1
A172T 1 (& 6 R559H 1
D1s0V 1 el H 4 R560H 2
Y199H 1 G416D 1 Ex 11 V562A 1
Q 1 1418S 1 1 1
Sl stop | 1 g5 M426V 1 T 1
R218H 1 R436W 1 S568G 2
Ex 6 R227C 1 R448Q 3 R572H 2
| E242K 1 C 9 CATA | G>C 1
S251P 1 G 1 GGTA | A>G 5
6 D263N 2 St TS 2 |onleaca [T>C| 1
C276W 1 H 8 delGATA 1

*PyridoxinelC G 2R (HF#HIT TR

1. AFBCH VT ZEEMEERSF BRI E M DR KR F DSE

4%

SLC25A38

67%
ALAS2

AR PSR F BRI O K & 72 58S T 138
BHY, TNTNOEEITIRLR>TWVD., ~2H
RIZR ha vy RUTIRBWTT Y Y2y
= COANEAL, =TI/ L7 U VBENERK
ENDAT v 7B E 5, ALAS2 [T (i Bk IC
BOWTHENICZOERAZMBET 2FETHY,

AREAR T OBERERE R FIZ L0~ LR
2L, I3 RY T TOSFHAREENEZ
HbDEEZ LN TS, SLC25A381% 3 k=
RUTHNEICHFET DT AR—2—Th Y,
J7UYTUOBBECEELTNDEEEZLNATE
D, BIFERIER MO FRIEMTIE ALAS2 R DY
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GrEAKThL LB TFHMERD Y. —F,
thiamine transporter T& % SLC19A2 #Efx 1 D
BRIZXZI bay RY 7EkEIL, thiamine K
ZIWZEBAT =)L CoA DFRENHEKEEZE XD
NTW5 D 7272 L, SLC19A2 O Bz X % §k3F
RPERMIX XLSA L B0, 7 e AL T ¢
VUL RLVOERTRBEDONT, ELREKMETH
5728, XLSA Atk ~LEHEENRRETH 5
L S BT b 5 . @I H® O
Pearson-marrow-pancreas JEfE#E X I b= K
U7 DNA OXREKIZEDbDOTHY, Wik - -
SRR ICREE N O b, £ XA HNICE
5 "0 SEHROT T IX S L 2o T
RV, MERBHEIRFOREIC L o THROEH
ERERZY, TJxur 74 —RILLE TR AL
T4V SOEFANREL 2o TV D ATREM
MEZBND. GLRXS 1d~2 & W5 8FH 5+
ThHEE—FE 7 7 AL —DERICHED 5 #EIE
FThv ", ABCB7 13 Z O#k—Fitk s 7 A % —
DI bR TH608HEHS b7 v AR
—2—=THs P PR, B—FE T AX—
BULTIraryrRITIZBITL8EOF
AEEZFETHEEZLNLTVDR, TOHRF
FIEBE TRV, Thbb, GLRXS OERIZE D
#:7L 7% 1% Iron Regulatory Protein 1 (IRP1)% /- L

D g E

7= ALAS2 HIfRIK Fic ks b EEx b TWD
2, ABCB7 ODERIZEWTIE, I b OTRIT
MR I N TV, Pseudouridylate synthase 1
gene (PUST) & ' Tyrosyl-TRNA Synthase 2
(YARS2)i% tRNA O A AL - REHCB 53 2 81s
FTHY, KBEFHOERIZLY,
V7 TORAMESHEOBFTRICHEENEL L H D
EEZLNTVWD A, SR HREEICE D EENR
BEICONTEH LN E R TR M g
NIEBWTH, I har FU T TOSFMAREIC
X0, BN I b R TIZHEL, BIR
BHERPBOOND L IR D. Z O ENIRE
AN OB LETT RN EEEL, 7R F—2 A
FHELBMOREICEL LEZ RTINS O
SHICIEF, T FaFUT DNAIZa—FEh
% ATP6 W16 ¥ DRI L W PUST- YARS2 % 5
Bl & R iE, FLEET o~ F—v R, ghFFERMER
Mm% 2T 258E ", BEMESIFRERML L & b
B Lo KHE, AMIMEFRE, REEELZRIER

#£ (SIFD: congenital sideroblastic anemia with

T bR

immunodeficiency, fevers, and developmental
delay)’ ¥ <= ', SIFD o K #EE 71,
tRNA DK FIC EIE 72 TRNT1 B+ OERTH 5
TERBE ML o7 1Y)

W PR R - BRE BT

OF-8:3:%7

ARSI R Lo KE 4 Tl HEREE 2
b7 nny, SLCT19A2 M An 14 B Tk L&k
EHEVD D EREESRTVD (£5) 2.
QEMEE A I

BSOSOV TIRME N RV,
OBRER R

Ak o X 50, SEFERMER L o KA T R O R
i, B, BRIICR T HERSHFEROHBL L &5
IR ORE TV D DEBRIATR TH 5 Y.
LinL, Edo X SISk FRER MITERME & %
KHEZH T b, &sicEmttodhth, HA%

TTIERZZEITITHAIC R > TH L NITR
DIEB b HD (£5). E-T, WENIZZWT 2
oI, FERE, FIEFE, Rk, 3K
FIAR A, Eifox 47 ONERM, EEkE, KEK
PE) ROV - s [ E 2 & oA LISk o SE R
ERBETOIMLEND D, AIERO L ST, BiaMk
HERMER MO P TIX ALAS2 BB+ ARICL D
XLSA OHEENRK bEWZY, BIRT, KLY
X 3V BOIZRISMEE RO TG A T B ICEs
TRENT %217 5 . XLSA OB G IT AR ALAS2 EHE
DIEPEIRT % in vitro THER T HZ L L ARETH
L. HHRMOREE L TICRT.
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BREFERIE R M 0> 53 48 & B IR P S

BEAR gl REEE e MoV atiE

XLSA XE#EsH  ALAS2 L B~5E /NERME BB FAE

SA/SLC25A38 =4 SLC25A38 IhR B5E INERME FIBFINE

XLSA/A X & ABCB7 NR B~hEE INERTE SERAREIR

SA/GLRX5 #% GLRX5 BA B~EE /INERME SIBFIE

PMPS 8%*  mNA ~IR EE E~ABRM KT - X
N WHEEET. BAR2

MLASA1/PUS1 5% PUS1 IR B~EBE IE~KERME BT F—T R
FhE. /OVERIE

MLASA2/YARS2 E% YARS2 N B~EE IE~KEKME BT F—T R
FAE. JOVFRIE

SIFD B TRNT1 NR 5E INERTE TOBRIE. B HEH
IDERE. FOEEE

TRMA B SLC19A2 4 B5E RERME YERIR. BEAEE

BEBE. DA

58 - MCV, Mean corpuscular volume; XLSA, X-linked sideroblastic anemia;

XLSA/A, X-linked sideroblastic anemia with ataxia; PMPS, Pearson Marrow Pancreas Syndrome;

TRMA, Thiamine-responsive megaloblastic anemia; MLASA, Myopathy, Lactic Acidosis, and Sideroblastic Anemia,

SIFD, Sideroblastic anemia associated with B-cell immunodeficiency, Periodic Fevers, and Developmental Delay.

RS

« XLSA : /NERPEAR (M- I, 45 o #kE Rk
BERDD.

*SLC25A38ERIC L 2B intEgkFRMEM -
SLC25A38 iX glycine ##iik 3 5I ha v RU T
DEEABETEEZLN TS, FhEkS
EET, AR O®EY, ALAS21C 25\ T, HENR
WIBEMESIFREEML E B X N TND. £ <X
HEO/NKEERAREERMLEZ 2L, SEELIREIC
BV, XLSA L RARDOEEKIERE RS 5720,
XLSA Z B S JERE 2T 2 b DD ALAS2 D45
PRBD BIIRWIGE, ABAR T DK R R NN E
Ths.

. Ataxia % f£ 5 XLSA (XLSA/A) : R L v (i
WA LN L V) ataxia ZFE® 5. Ataxia 1XE1T
L2, EIFLTHLHERTH D, A fid/ERE
KEFEETH D, BT E T pyridoxine (& K
L7, R bary RUT7ORBEEATHSD
ABCB7 Bin T OEERNFERERTH 5.
*GLRXSZERIC K 2B FREAM -

Glutaredoxin5 M 75 % T Fe-S clusters & ik 75 i &
SNDRER, IParFITICENEETD. B
BECoOBRREIFERITD VR, i (BE~FE),
ITRRTE, SBRzRe0 5.

+ Pearson marrow pancreas syndrome
(PMPS) : @17 > K — v R, ataxia, W50
A, BEARMICIECT 2. AMIXERK
PETAF BRI A & /N 2 F S S . 2 b =
¥ R U7 DNA O KARPJEA T, @ IMFENE T de
novo M FEIEHI D% .

+ Mitochondrial myopathy and sideroblastic
anemia (MLASA) : & T 72 & Yo iR 5 M s
WA, WE, WY v F—v A, SFRMEA M %
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Q@M FLERLL-BET, BETH, RETR, BEREELRH1HESE, Shwachman-Diamond i 1% B
(Shwachman-Diamond syndrome: SDS) #%£E5. MIKFEADIXIFHKBIAEARTHSHH, M, Mm/MIRE
LERHDLEELHY, TOBRELIFEIETHD. BETHEIEASRBTR2ICLIBEHMETATHD
B, FRICHEZIITONTEBBLEIELGCBEZIENZL. EERLIKHAONIFTRTHD. ZHOD
BEGDZERIT BENSEFIET, BEWICELRTEIILELHY, T LIRABICEELAELD,
HEZEZNTTEZEHICESBELHDLILICEET D, BULVMHITIE, SDSICHLNDIEBEKMRE, REMR
[COVWTHREL, REEZERL, BH#TE BASBT208EE2TS5. e COKBLORRE L
PHMEBDOERNEITS.

OSDS THIHERMBRIV—ZVIBRENG L, BBRZEHID 90%I(Z SBISERFOMET VILEEMNED
bhdtz®, FLHITIE SBISEGFRMEITS. SBISEEFOTMT LILICEENRED Shh(E SDS #
EBEBHT D RAEDECS SBISUNDRAEEGFIIB/RESNTE ST, SBISEGFRT7IYILEER
AROLNGVNEEICE, TOMDERTLOREEHRRLLEA S SDSERIRZEHHFIH D L EEEWE &L
TI740—95%. 5F, KRRV I VY — 2RV TCAEXREERTI2OREERFERENICHETT
28—y b=V I URENMKEBREZED-ZHICTERTHILEBESATLS.

W ~DT7 Fr—F

O% = S RVEBBAR LSRR CH D V. SR oM,
SDS i, 1964 4|2 Shwachman 512 L - TH BB IFRESELEREMMEEEI> 202

TR SN, BASWARE, BHAE, B <, HOBE R P R AE % BE ( myelodysplastic
BugrxEHme L, ®FYEafEELEMEoBEREREL LD syndrome: MDS) ¥ L O 28 # 1 & M5 (acute
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myeloid leukemia: AML) % F&JE L0410 2 & 29 EAIC LY, BREDEIAEE S TS 2
BTS20 e [J TSN S 72 5 SDS I3 fi VB TH 5 7= 0, il 7 11116 FR BT 58
BEFBXOLNTWER, BARNRMIE - AT WL 227 Ri1%7% <, Dror 24 & 2 KJE
e B2 W g 2 R0 TR AR O B 48 B TS e % R ST AR AE 2 OHMEDa L RACESSEENR A

FEOPIEIC L0, ASE GBS T 2 38 %0 FE 8 K42 MW T, BRETA FT A 2 % ERK
HMEY, RPETLZEESBML TN5. L.
2004 412 Boocock © " 7 HYstafh ko B H @% R
BIEFAAIEREDOK 90% T, W7V LVERLZE SDS i, HEsh oy e B & xR 420 X B i BRI

ILTnwaZltarwEL, SDSOFEMTEMKRT &L DEEBE T DEEAERSMERB L RS R

T SBDS L4 Li=. SBDS 1LV A Y —n/Amkic SIETH D . BR RS, TR S 08 O

B5 LTk, SBDSERIZLDUKRY — LA gD RE 2z 2L H£ <, MDS 8L U AML

BEMFECHEE LTV EZLRATND " ZRET 20 27 B 20 REGEE L DS
AIENTHE S BEEOFH A4, MDS LU AML Ni-BHED 90%\Z SBDS #in 1Ol 7T U VAR
WZoxF LTI M f B A ARG A e ip il & e D nRHDHND T

2, AIAEICEDLEEREOEGHENEZ D @B WrEXE (F1)

T, BREREEIARCTH - =, EE £ R R

reduced-intensity conditioning % i\ 7= B4l ik &

Shwachman-Diamond SEME B DM E#E (LK 26 EFEMERK)

1. EBEARELTIE, FhEZEFERELE-MKED, BETH XEFFRRERHS
2. BHAL2ERO, UTO—DOULZEHLT.
1) #xt# 1,500/ uL REOFPEELD (MRUHDVILEEN: 2AHECELINARKRT 2E)
2) MKRELEBETICLIMERFED (A, m/MRED, ROBRED ; 2HECELINAREBT 2E)
3) SBOSEEFEEZMT7 JILICRDS.
3. EASBT2ERD, UTO—DULEHET
1) BN BEERIEE
SWMERBTHRY T/ —FUBE (AETETHNIE)
MmO/ FlE
SHUECTHEET7 IS —HIEE
2) BB (BEK. CT, MRI) TIMNEHLIZWEEHOZWEELZRD S.
3) EhisE M (72 BREINE)
BEADPBFLELEBHFL2ORRL L IMEHEERNTH. )
. UTOMENONIEREREIET
1) —SHBITKEBRBEZHINEZREAWND
2) BREE
3) TEIRE
4) FHAEEMEELHEBELEZNVEE (FELBLOXRETRFICKIMMORRICK S5 AL
5) NESOEVFEIE
6) BHRECANK, BHEVLMERSE LEAEEDOSLb—DOULICEKHTS.
6. BHICHRLTIK, 1, 28&U3ICK>TREZSEW, 4ICE>THOKEREBEZRSNL, SICE-TEHESILICHE
ELHEDET S

F1) BASBTEEBEHTEAH 5N S Pearson FEIRFF® Fanconi EMA EDMDEXREBRFLIERS, Eia
BHMIEE VS BN BT LORERE B MMDEBEENZEHT 5.
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SDSEENEREMXBREE
£#®%1058R
A BIBEMCEHEHIE

B O“PORNWKEREHM BHHEMEERT

MRNBICELERT VS —HEHAFAEE RBEBALELNGIRME

A RN P ERE A & F R &3 5 sk,
BPETH, RERARERBBIIZH I &R L
V. FERERCHRATRZH I N2 HE G H 5.

FHRERBAIXZIERFEICRD N D2, BEIX
EEZFETHY, MRHEFEELHD Y. zok
OEFEERM L, MERBDEZHERT 2 LEPED
bha. B, /KBS RROENEZLEHE
V. AL 80% TR LI, KERMETH D Z &M
£<, LELE~EZnb Y FAEMETHD .
RIS RF B E e S o JFINIC X D KERMEA
N9 5. Fanconi & i o 8 5IZ 13 Ye 0K ifE 55
MR EITH . BREIT AL, @ERER TREO
BILR A LIE LITE D b h,i(7q), del(20q)i% SDS
Lk AN b REERETH D 0.

PEN WA ROZWIELT L RS Tk,
MiET7 2T —8, U =8 Lo P & E
U A i 5l 00 TE 5 IS b ~RAE 2> & 9 22 FE N 5 .
3R CIXMmE T
2 WA A AR IR < 72 B 7o 8, BROK Tif i
N Ty =S lERERS TR Y, K
HTIE—BREICRENTERY., TI7—8BIET
A VA LBEETHOTEMT I 7 —F %l
ET D . PRSI RE & B EEREA T 2 A 12 £ <
DR CHRETH L. EhigloFE ", BE K
M, CT, MRI CIEIERR DO OEN D Z L R3b Y
(142 7), SDS T B BESR S IR A2 A K HE

7 =B OEFEN? TR,

THIHRAERD. £/, X IA D, E, K¢
Vo R E X IV OMINA KRR L 2D 0,
IALOMBEEMIETHDE L L BWE X
BT AR TH L. KL SDS B TS
HUWHRENERICR D IO TH#EL, Zhicfe
SHER L DOMNVICK K ARDZ I ERMBNTED
10 BRI T AN 43 WK RE R A 0 B A8 IR
LD ERE.

SDS T, K&K, — BT Lo HBRE,
SV NN R, R, N S EE I
I3 K BRI BT 2 B D B R R AR &
SR ERBEEAALND " (13).

72, BHREZE0L, BREOWE, HEOFTIT
NRZHZENHD .
SDS TSP W AR AN X DRER B 5 T

W ERRONRFTRICZ LWEARH Y, K
PR L WA HD. —F, SDS Tl Em
| SBDS WETOWT U NVERNFEESH
52 &6, SDS R -7 A 1L SBDS #Eis
TN 24T 5. WoE, KRS —27 =% —2
WTESESEREREEHALORKEET %
R RS T 5 2 —F v by —2r =
ZENBITE SN2, MK RS D - BT I &
nTns

Lol BEEORE LR L.
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PHBE - JAD—TFyvITHORE

2 W B J40—7 v T

HiEEE

SBDS Bz FE R ©) O (ZHEICKETTHNIEL)
BEADEI VT (REDERFHEN, &

BT —ZHEE)

Mm% - kR

GBC ©) £ 2-4 [

BRI - £& O 1-3FI2 1 E$H D IEBER
Fe, ¥, £E4 32 B12 e

HbF @) DR

IgG, IgA, IgM o) _

UINAY - 3wk AV S — DR

FREEER A — DR

HLA & B DR

HIESH R

fEER (BEEER BET7IS—ELEEETA ©)

BLERE)

BEAMEZ2IUADE JARAVEVHRM ©) ERREEREAAKERI A, TOR

(E4 22K ORE) F£1-2[

thOES Iy, MERKHE — DR

AFEE R ©) DR

EEGZRE GEER CD ©)

B R

&, KE HEA ©) F1MH

FE L X-P @) DR

BEE R—R54 2 BEHAICIEH, 7+

o—7v7:BEH1E

wROREr 7 ©) FE1ERLUVRLER

#E 5 5T A ®) FELAHRH, 6% 12 158
(X#R 14 S YHRE)
@ & B b (1)Fanconi# I

SERME A SRR & LT Fanconi & If, %
KYEAALA 2IE, Pearson JEERE 72 28R T 5.
HFEHRABOFERBEFAREINTEY, #5122
WinmHEL oo TS, Rty —7 =¥ —%
AWk —ry v —r = AETIE, ek
RKYEH#EAR R OBART & 5 O THE A BT 23
WHETHD 0. TN ZhOBEBOWE LT N,
Fanconi # ifiL 7 & ONT 58 RV AL AR 2E O FEMNIT
ONTRHERNZNAFOFMEZ S U FH VIE
ESMRT 5L L.

DNABE K% g & U ko it 3
S, EAT PR ER A, MDSXe | 1L ~ D B AT,
HRA T, EER A OED & R & 9 5 iRk R
Thb. PORRLEE (A 270,
MMC7z & ODNAS 8 MG 3EAI CL i %z 5 5 &, G
BAEDOWAHDIE RS T ¥ 7 VA % FF O R
R RN BE S, BEREEERRE L TR
7YV —=v7IZHWbN%. DNABE Z1T 5
FANCIREE DfEix DX /X ) e a— R 551
NREKNBRETTHY, ZoEthec®mnL Ty
%.
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() XEAT2E

oA T M O F G, REN A BE, B O %R
WEEMEY. £/, —REBEREFAERRER M &
KB DN ZRVIFRNFE L, R L Th T
WhH. WETENLT e AT REMET DO REE
R#EZ b TEY, DKC1, TERC, TERT, NOP10,
NHP2, TINF272 ¥ O F v * 7 & & T 2N L&
mFElgoTWVaD. RIEMY KD T v AT K
FRIEST S L, FHUREMIROON, A7 ) —
= BAEE L THWLND., R¥ELEERA,
MDS, AML, Jfi#g#EiE, AFAELZ &0 Ld 0.
(3)PearsoniE 15 B

BRI ERMER ML & AN WA AR E W E T 5. I
MERBAIEZ & 72 L, B8R THRIFERR, HHiF
TR FTBA A AL P R AR ZE Ra A FR 8, BRIR KR
KNS AFET S, I har KUY 7DNAO KK %
DD,

EEESE (FTHR16FERIE)

(4) 58 I 4 R ME AE

ARITIEERKIZEE RO T TH 20, S5
WAREZETHHEBELTEINIHND. THD
WHRA G OBEEBFEENRFTR THY, BWIC
Huwboins.

OEEESHE
BHARNBHEEMICBE L CIEBERERERRME
o EMEESE (£3) ZAOTHEMT 5. A
JE CILEAN 3 WA 20T X DRI S B3 D
WONEET DI ENEL, EmTHICEK S B
TH5DE, BHAEORE SMDS - HifLE~D%
TThd. BHMAROBEEEIZONTIE, BAER
BHEAMOEIELESFICHEL S, £/, MDSHhH
HILHICBITT 2 &, FFCTFERARTHD2D,
HEZRELZLA, RbEETHDLI LT D.

Stage 1 % E T LASE
Stage 2 2 UTo2H AL Eawmzs
8 R if. Bk 60,000/ u L A
i R 1,000/ p L A i
17N B 50,000/ u L A i
Stage 3 RRLHNE DT 2EEY L&z L, EHH2RHRMOERmZ2 %8 E 32
8 R if. Bk 60,000/ u L A
i R 1,000/ p L A i
17N B 50,000/ u L A i
Stage 4 &= E UTo2H AL Eamzs
8 % fn. Bk 20,000/ u L A5
1 Bk 500/ L A
17N B 20,000/ u L A5
Stage 5 B BIE I ER 200/ p L RIS A T, L FDO 1HA L L&
8 % 1f. Bk 20,000/ u L A5
1./ B 20,000/ u L A5
1 TE IR 7o R L BR M 0. & X A 2 MAALUL Eodgm A SR L X 2T

2

T OBUT R 10(1998)FEICHRE SN B BBAHEEELLZL D THD.
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2

O3 JEHE

KKK Ci% Fanconi # I, Diamond-Blackfan &
MAT RN TE WS RMEE AR BAEBERE T, JEIEM
FEVE 76,000 AIC 1 N EHEE S 4, Bt 1.6:1
LHREISh TS W BZRETEEIVEREESN
TWDED, REICKHTLI2BAEOEEY L LI
TSN DFEAEMLTETEHY, BHANLM
W DAFEFRREZHTIT 10 flzEB2TEBH,
WMEGIRLEE O NEIRFRIT 1T o 72l 2 A& D

5L B0PIXFETDEEZLND.
QHARE - T#%

BRG] TIXEL S S 2~ 1B M T, 47 ks
TROPND. THITFEREPERD LWHET D
TERZW. AMIFRERIE LIZBEO THRITAR
Th 2. SBDSEInFAEROHIE & BRI, &=
JEJE, T & OBEIIH LT 2D, BED
ERESEOREY A7 OBWIMTHRE ST

VY 22),

T K

- AR

SDS O HiF#E s+ T D SBDS X, 7911 IC1F
fEL, 5o r Y bl sh, 2560 7 X/

M CHR SN X "B a—FLTVD '
PEFFITIE, SBDS & 97 % M ERLHI A —H L TV D
SBDSP (pseudogene)SfF#/E L T\ % . SDS T
HEIZE D b H AR (common mutation) & L
T,exon2 ® 183-184TA>CT, 258+2T>C " & 5.
N 5Hix, pseudogene TdH D SBDSP I[ZHF1ET
HELHITH Y, SBDS DA F )Y, SBDS & SBDSP
LOMBAEZIZTL > THEZ % gene conversion
Tbhb bH I & x oL TWw 5.
183-184TA>CT T &L v,
KA T, 258+2T>C (&
splice site ICEELZ L L, 7L —AT 7 bk
D truncation (IWFZER) @3 L FPHISh T
AL

SDS i, Wkt ELEEoBEBER L L 2HEMBT
Y, MFEOTVNWVIZERNIBI D ETHRIET
5L#EZBHN TS, Boocock b N kiuiE, 7
U o ZRoOMAEEDLEE LTI,
183-184TA>CT & 258+2T>C 2 b % <, R\ T
258+2T>C LHIOERDMA A DLENR L A DN
%. 258+2T>C [ L DOMAH & DEITFIET 22,
M7 Undt 183-184TA>CT OA R Z H o B
ERBOLNRZNT LD, 183-184TA>CT DR
FERIEFLHABA LRV EEZZIOND.

mutation
TJLALNIZA Ry o

L Y intron2 ® donor

SBDS B HIIBEFI O A A U A > TE S
7T, ZOKEBIIAH TH o, SBDS EETN
EEZEX TEHECLRFINTNDZE, /v o7
v b~ ANIREKFEICRD L5, SBDS X
MEFFICLAOEATHLI LB 2 b, 20
BAEMFB O T ) LB OB 2 W75y
TBEFENEIIC LY SBDSIZ RNA Ot v
VIRV ARY —LERICEETHDL LN
5> T&7- % K52 SBDS1Z Y AR Y — 4D 60S ¥
Ta=y b A40SHTa=y FAKAL, KL

UVRY —LBBRENLDBRICLHADERT
b LnEINT. VARV —2ERIZEWT,

pre60S 72 =v FH 60S T 2= K LA
S T40SY 7 2=y b EFEAT D7 ®ICIT SBDS
I2k »> T elF6 @ 60S 7 b ORI RES LD =
ENMETH L. SDS TIE, SBDS EHDHKH -
BEREIK TIZ LD elF6 ® 60S 7 2 =v B O
BB ST, Z07H 408 LA TE R LR
D, KA L7 80S VAR Y —LDAERNLEZND
EEZLNTND (M4) ¥ EPg, SBDS X iR
b R AJARR S SDS A ML T, 60S:40S Ot
DIKTTH7R2E, 60SY 7 2= FORARE%
TR LHASELR TV PO
Diamond-Blackfan £ Ifii, 5q-fEEEE & Vo> 7=l D
BRAEL, VAY —2BE#EBTORFICE -
TERIDZEND, VAV —20RENEHRA
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DERIFKRE R VHFLZERbLroTETED,
TOWVWo R EREETED TIARY — AW
(Ribosomopathies) & W 9 EBMANIRE SN
A

SDS i #& » CD34 Wit F #Effa Ti, Fas &1
L7277 A=V ZANRTLELTND I ERHES
Au, 1 . mi R RE A oD A BB 23 1 BRI o JRR T &
HZENRBENTNS 2. Hela AT siRNA
ERWSBDS %/ v/ Xy LTh, MM IT
DL BBESR TS 2%

SBDS E H XM OB OMERICRET D
ZERHEESR TS P SBDS X KIZL Y,
MBS HOBRELBRPMENE D LRI,
KRR DR EMHEO LR, SDS BRFICE T 5 EH

60S

AR AMFRIEOHBICHFL L TVD I LR
REENTWD.

Scadden & ?®1%, osteoprogenitor T Sbds #
conditional IZ XK SEDL LHMABEANBEL D
TEERLE. ZoOZ L, EMEEOL DD
FEICRBRT T, By TR 2 MR
fa o Fewgps, SDS I 5B BRI, M MiFHH
JECEHERYMBEREOREICR>TWD L%
TR L TE Y, B, JEEE, SDS BE TIHE
BN BREEICRE B H D L RESh TS 2.

I ERIZIBWT SBDS EHIZ F-7 7 F & it
RELTHEY, SDS BETIX F-7 7 F v OES
WILE S, FPRkEERE TR RES N TWD
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> 8 =N=]
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EBERk
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) 80SURY—LY

EHARKL
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M, KRR EEN, TEIRE, RFOREOK
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MDS %, B8O RER, FEKOEE, WA
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RICHEBERLETH L. SDS Tik AML % FIET
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