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A

SRS MAEREBRE L, oL - B HLLERAYE WIS D W T I BB T e S
AERMICEE SN, MR % & 72T HRE DKM TEIMAENZ BT BB EF OG- 2H S 0128 h
T b, MEBEAITMZ, FHEW ARSI R T&72(R1).

RS Z LD DIERIZERZW S S TE 7.
1990 A S ZMUTTIR L7277 23028 ), B Fanconi £ 1fil (FA), dyskeratosis congenita (DC),

x®1 EXUEESHETSIERRF

P ERIRA % & 7297 S R & AN 4 R 12 1

[ EE HEEETF | BaEL HEE SN BBETFDOHERE
SRLMEREAME  |Fanconi anemia FANCA AR
FANCB XR
FANCC AR
FANCD AR
FANCD2 AR
FANCE AR
FANCF AR DNA EEDEE
FANCG AR
FANCI AR
FANCJ AR
FANCL AR
FANCM AR
FANCN AR
Shwachman-Diamond syndrome SBDS AR R — LBEADB, $HERDREN
dyskeratosis congenita DKC1 XR AR —LEBEDORM, TOXT7OEH
TERC AD
TERT AD, AR
TINF2 AD TOXT7OEHE - RE
NHP2 AR
NOP10 AR
congenital amegakaryocytic thrombocytopenia MPL AR TPO &K
Pearson syndrome mitochondrial DNA
FRIFERR  [Diamond-Blackfan anemia RPS19 AD
RPS24 AD
RPS17 AD
RPS7 AD
RPS10 AD AR — LEE DB
RPS26 AD
RPL5 AD
RPL11 AD
RPL35A AD
hereditary sideroblastic anemia ALAS2 XR NLDEFK
B GLRX5 AR %/ MEEREDEK
% SLC25A38 AR
5 hereditary sideroblastic anemia with ataxia ABCB7 XR NLEHEDEE
101?1 congenital dyserythropoietic anemia (type 1) CDAN1 AD
R congenital dyserythropoietic anemia (type I) SEC23B AR
)jj\ congenital dyserythropoietic anemia (type 1) mapped on 15021 AD
7 |BBEERFR [severe congenital neutropenia HAX1 AR |FHERDT AR b—> A4l
ELA2 AD G-CSF, G-CSF 2BADH#E
GFI1 AD ELA2 O ERICHY), SEZRE
CSF3R AR G-CSF S84%
WAS XR actin DEE, fHREEOHE
G6PC3 AR JII—A6 UVEBORE VB
cyclic neutropenia ELA2 AD G-CSF, G-CSFR O5f#
/)i /- |thrombocytopenia with absent radii 1g21.1deletion | unknown |200kb OREFEFICIE 11 DFEEFZED
ERXR  [familial platelet disorder with malignant transformation AMLA AD E MR D LIS BB R F
GATAI related cytopenia GATA1 XR ERIK, FmEFRROMEICES T 2BERTF

AR BRGEHLE, AD  BROBHES. XR: X EHLE
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(BR) 1. EXRUBSHAEAEEE [FHR]ZROSRHACE

Shwachman-Diamond JEfEH#E (SDS), 55 R F A%
ERPE MUK AE (CAMT), Pearson SEMEREDYE £
Na. F7z, B—RMICBE SN 5 MERKAE L,
FRILERR Cld Diamond-Blackfan £ 1l (DBA), i fx
PESRIF ERPEFLIM, congenital dyserythropoietic ane-
mia (CDA), {FhEGR I R EELT T ERIRAME
(SCN), JEMIERF sp BRI A, M/IGR Tl ik
AL 02 B AT & A7 3 5 4 % M ML /N AR A i
(FPD), #EH KIEZ LS MR % E05FE 7% b
DTH5.
THROTFURLHREOBIRIZH 72 o TlE, JLILEK
WA % & 729 e RUEE MAS B AE RS AEA
BRI (AA) 25 #8892 B0E R (RCC, RCMD)
LOFNPVETH L. iz, H—RFEOEMLMEE
MANEAE ST RO IERRE (RA, RN, RT, RCC)
L OB UEN B, BRIZOWTIE, RN Z
ZALHHFICE Y TH 5. SERMEEMA ST BRED 72
PN — RO MIKIEA TH 5 72 D3,
Z D% 2~3 RO MERRAIRATT 5, D VITE
e ERORM, Gtk e AR L, HETRN
HIMEICRATT 2B 2w, T2, BRIEORNE
B B LR VAR N 2 SR 0 ME EE A8 e (R T
AMLL & FPD OFHERIAF T H B D56, KK
PERE MA AR BERE O PRI O ET IV E LT
bHEETHS.

FEREGUMASIEGERED D B, kDB FA
THZORIEHEITHARIIBWTIE LEERTHOTH

5~6 ATHY, TOMIIXSICPHMTHS. FAT
FRARWT LT RER A A 7 ) — = v IR & L CHE
VENTWS., F72, DCTIETax 7 EOHAED,
DBA TI3RIMER adenosine deaminase i DHIE DS
FREEZLNTWDLY, TOMDEL L ORRMEE
B AE EAE (AL R A e A s 22 <, TE RS
BIETITICWZRSNAE. LAL, 5908
W RFEDN LD S BRH % STV 22 W IILERE
IEDRFAEL TS, —TJ, AALEZLNTE7:
BEOLRPCH, PRTRED 5D LEREE A AE
R DM AE 2% (TERT, TERC, TINF2, SBDS)
EHTAEMDMEINTVWS., TOI LI3sEH
W7 USRINIT R %2 R S R WA EBIOFFAEER ¥
LUFEWNH DL EERLTND

FER M MASEBRE OB EEET ORI T 72
AL EDZ N, D0, SRITEET OGER
e DNA 7 LA R EH LY —)b & F w7z i85
HEETHIC LD, e RS A SRR 2RI
DV 2 0 TR ORI S LS.

BARNEMARE
LIZDWNT

NN A5 N2 ISR, SEITR~7
TRMEDFEHEIC X 5RO T2, TR RME L
R, BRI EGERRE (MDS) 72 ERREED R &
SEEDTEND. HARIZBT 2/NEHERRER

- N
hR U B FhoiR TR
AAZE(N
TIRBEORAE
v  chhBWESIE
RIVRERMTR LA | jepcHmEAX
> .
| PNH/3%> X 7 RigEH Lk | — %
I BRAA T - BREIRIEA e 'rg
*ﬁ'ﬁi - L R— l\i}gfﬂ (1 ’\’25@) = I\lél
o A BB E 7 RAS M R S
< > | PNH/MERT OX 7 RS2
i} DA— NEED (1 ~238)
| NROBZSAERER W) | hRpiiESERR
L Wy,

1 BARNERMARFERICEDHRREMS AT L
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&2 AA/MDS HREEDFHN

1

BEEAFNERHNOER L, BRESEIET 5.

*URBERE, MRIREODENFIREZFTJIRL FAX LEY

* MBIRAFXTOBRIE, 49 3 BETE TIOERE L T /2E0N

* 2 B B LI PEEREUE DIFR M IR L T </2E0.
IRAXNEES ICREH L, BAEZEOIE—CEHITRAEENTD.
RNEMBHFAR AL EE A 3 AL
BRRHIGAZEFH 3 ML E

BRBEHRARRE S E

3. BRRBEREROXN
4. NRMBFSEEE

FHIOY MEAHERE 1 ], REBSKLL
BREEMRIEA HE 28 1 /R, REE S5 HLLE

* RABFEYDRLTLZZLN

#ARARISIERR L7eBRNERRA L TLZE0.
HIEARIFRRIAISRA L EEA.

Il %> MDS DOFSAEME LM, FERRRZICB VT
LIHBEFIZEM 120X 2w, Lo TRET
LIEBIOERE D & Ofifk Tld T Tldhw. 22
THA/NBIMIE 4TI, EEIMERRE & 20 R
KFESIRIIR R b 2 5 30 KRS LB HREAR D, £
R E R TEE A REEAR OSBRI & fRE L,
NBFEAEARRYEE I E MDS O gL disk 2 17
TWwh., EROEESKDIZA,, 70— 4 b Xk
1) — |2 X 2 KRS PNH IR M5k 7 1 2 7 £l
EbIToTWA. B112id, kBl A7La, XK

2\ ZiFP BB o E R, RS B R
BEDEEDLNBGEITIE, PRBEIHET KA 5 Bk
FERERES, &4 ORREEMASIEDOHMEKIHER
TEWEED, MikdsZLi2fhoTws.

JERE, 2009 4E 2 HA5 2010455 HETD 16 » H
B2, &Eo 104 fiiks S 223 BIOWEED D - 7298
DBA (5 #1), FA(3#1), DC(3#l), SD(3#l),
CAMT (1 f1), SCN (L %), EfnPEsksFaki£i (3
#), CDA (1#) DR ENTWVS.

» 204 »



@ TR EFIEA IR
E5)| 2. Fanconi &l Z£EOS\AA K

1. #

1927 412 Fanconi (KB O F L & B AT % ¥
B THRBBEIZCLOTRIMLZA, DERHEED
FEFI O Dt X, Fanconi £l & fy X7zt 4
4E Fanconi 1, OILMERIED, @R E OFEILAG,
®#HE, DRYE, GOUREIERE, ©OFERAE,
PO BBW MR ER L 222 1964 412,
Schroeder %1%, Fanconi &IflO/EHE ) > 7BRIZGet
REFERAOND Z L Z2E L7 &51, Sasaki
Sk, T ORMAERE D, mitomycin C (MMC) %
EODNA BRI L - C, FLAWMT A2 L%
FEW L, ARBORKRIGAARALEEICDH D L
EHLPIILY

Fanconi Z D EEZIZBWTIX, BIMAEDIID,
REM B BESORBGERERE (MDS) = H L 2 & i
WS <2 P _F R 7 & o [EIRRE % S0 S B DS
B, UENIMO CTPRARGEBETH 72, A%
R LU, SEIMEsH RS, & AN 42 R0 1 1ML 7
JESFZx L CTHE— RO F CE B IGHETH 5.
T e GRS S N e hr o 72 IEMR FF—7 &
ORE: N —2 5 OFMENFTHERED, KTl
BB oMLY, REHBREA L
TW5b >9 Fanconi &lfiLix, BEHDIESNL 720,
AR 2B SRR % & Dl T AR R % <,
FONTVBHERIIMOTZ LW, koT, HER
WIMAATIET 2B BFHFEETHRONLT -
MkAE D L ICHEMEIER % D, HAD Fanconi £
MO BFK LB Tl RS NLBHAA F
FTA VRAEE LTz, BHROB L 2 078, I
JaBHITd % Fanconi AMIZBWVTIE, AREBIEE
HEBHWAESASNSL Z EW% L, BHLZ ifT
9 % 2d 72 - Tl Fanconi EIfiLEH ORI E
CHIFZIHAN T2 DO0EF LW,

2. i

1) REH=
PARDAZ BN 2T 5, ORIk,

J

@MDS R HMIHE~ORAT, Q@& EaEE, @OFEED
GPF, ZHEMETAMBRETH S,

2) ZErEE

R e LT3, ONMEmRY, @8 om#Eit
#, @QhGE, ORSE GUREEARS 20
B, EORBIIZHET, NMIRRDOART, &
DD FIRFERDS A SN WA b H B, T2,
MERIEDAEATS 5 2 &%, MDS RHIIEH 5 \»
IR ESERET A DD, XoTC, I
IR D I CARBH X FEEZWIT 2 DIEATFETH 5.
INB R AEINCFE L 72 A AR B Bl B Lk L
T, PN YA kEsg k% 17\, Fanconi £l
PHEINT BB B D, T BHEZICBWT, HE
TR FTE, I ARHEIE T O T P b B R I D 38 2
B BNTHAR, MDS R L% O EFFSE A28
JiE D FEH R BRI B A AR S NIZA D,
AP & B YR R 2 4T ) LD D S,

3) EEESER (& 1)
BREFAEARREAMTH W ST S IR
ko T, HIEEEZ KT 5.

4) ZHO7O0—Fv—h (K1)

Fanconi & Il % %¢ - 7235A121&, RASILY >~ 788k
% I v T mitomycin C (MMC) % diepoxybutane
(DEB) 7 & DNA 4467 % 78N L 72 Bt R Wr 22 5k B
2179, HARIZBWTIESRL & EOMASILTH I
MR Cdh 5. T/, FANCD2 WX % PifkE
Hw, 7z r7ay METE X T i
RTDLHELAZ ) == v FFELELTIERTWA.

FROAZ ) —= 7T, ) 223K T rever-
sion &2 2 L7zl 25845 L T 2 (AL E 4 4
7)) oD B R R B 2 5. ok
E12I3 100 i dp 72 ) DG fRMT AT 21T TR <,
PR T L OMIBE DO A 7T A0 HT
H% SRLTIE [F97LR=DM]ELTHETNL
BRLTHELTINDG). ZOLEOBWIIIE
AN 2 I 72 Gt AR SR BR AL B L 72 B
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=1 EEESHE (FK 16 FEEIE)

stage 1 | & IE TSt

stage 2 | FHIE DTo2BBM F&i#EEY
a7~ mEK 60,000/ uL Fig
47 FRER 1,000/ uL K
/iR 50,000/ uL &

stage 3 | ®XEE | UTO2EBEL EEH/LL, EHMAKFMIKENANBEET D
#E7RMmEK 60,000/ uL Fii&
47 FRER 1,000/ uL i
/il 50,000/ uL K

stage4 | E fE DITo2EBZmiEd
#E7RMmEK 20,000/ uL &%
4 FRER 500/ uL R
/i 20,000/ uL &%

stage 5 | REE 173k 200/ UL RisiCmA T, UTD 1 BRL EA#T
@Mk 20,000/ ulL ki
/iR 20,000/ uL =i

A EPRARNEKELC 3B 2 BAUEOBMAREREZEET.
A2 ZORREIETFR 10 (1998) FEICERESNC b RIEDFZEELLEDTHS.

é Y
NEDMERD ~BHAE
KL ) VRO BT
FANCD2D® / 1 EFF AL & fER
Y
v v v
RO ﬂ\ < it TH > TORBEPS deossa [ 8t |
FANCD2DE/ 1651 | | Anid, RmSHS M ek
DREH TR 25U - FANCD2O £ / 1 & +
7 F AL LR !
FAELT FAFEE
as o e
\, v
1 Fanconi Ef2O~70—F ¥ — K

¥ 7= Fanconi £ 1L LAY O Ge i ARAN 2 5 PERE AT % 8
B9 5 ) ZIHIBOEARBIE TP AENTH 5.

5) #ERIZE (x2)

BRI ECHRTEZ I L § 2R A4
FEGEREICIE, R 218 F & 912, Ddyskeratosis
congenita, (2 Schwachman-Diamond i f& #, @
congenital amegakaryocytic thrombocytopenia, @)
Pearson JERHEZ EDH LN TS, Wihd, Fi
PRETIED 55, T ENOEREA N TR
MATRETH 5. ik, LEREIZHIF7HEIIOVTI,

FTNTHEEBEETFHPRES N s, 5 THiE
OFPIDHEL & & DI, BIETHM D WREE 2o T
Wo. =), RBRAREEREL LTy, Bk
PERZECAE, B LRI E B 2L 3AE, Bloom JiEf
Tt Nijmegen JEBHEZR EAHON TV 5.

3. & #

1) REEE
HA/NRMHE & O EEET — 712k, H
AROEMFBERIL5~10 AT, HAE100 HAD 7Y
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FA DKC SDS CAMT Pearson

HREH > 1000 > 225 > 300 > 45 > 60
BEIRR AR XL 85%, AD, AR AR AR, XL sporadic
EDEGET £ 328 | DKC1(Xg28) &« | SBDS(7g11) | c-mpl(1p34) mt DNA
R M 767K 5~15%% 4 1R 9#»A 6»A
SR 75% 100% 60% 40% %
PANIIIES Sz 90% 10ETICE0% | #FhIKED 95% 40% SEEEANA
MDS/AML N\D#AT > 14% 0.4~1.3% 5~33% 5% 0%
B2 % 8~12% 0% 0% 0%
FEAENRE M ) ES ES E® EE
e TR 30 ﬁ%?t: S SEN 3 ﬁi:ﬂ: 3 ﬁ?\’ét:

30 7% 80%HIET 351 50%MFET 80%HFT

FA:Fanconi anemia, DKC:dyskeratosis congenita, SDS:Schwachman-Diamond syndrome, MMC :mitomycin C,
CAMT : congenital amegakaryocytic thrombocytopenia, DEB : diepoxybutane, AR : autosomal recessive,

AO : autosomal dominant, XL : X-linked

5 AHitRTH 5" ZOBTIE, e oot LT
IZFARETH 5. FROESEOBMLEIEX2 L5 2
b, ToF ) THIER, 200~300 A2 1 A&
HEIns.

2) BARE - Fi&

[EBS Fanconi &IM&$kTlZ, 1982 LIk, ko
Fanconi & MLEH 2 5 R I2Z O HREIZO W TRHB
BRI 247> Cnb. Fhick b, 10
®E TIZ80%, 40 F TIZ90% D EEIX, FAEAN
RUAMEIIEST 5. BUHEGOGD, FEe &
HATHINL, 30 ETIT20%, 40 TI230%D
BEAMDS R HIFICHES 5. RIS, 40 F
TIZ 28% D BFH I H B 2 FIE S 5. FiE 10 47,
15 SERBOELFHRIE, ENEN 8%, 63% TH-o72 7
HARD/RNBIME AR O%EECIE, IERAEREST 30 B0
10 FAEHFERITZ 63% TH > 72 2

4. 7RA - RRE

Fanconi ZILIZE R LA TH Y, HIE
FTIT 13 OFERETFAE SN TS (F3) 00
FANCDI, FANCJ, FANCN ZZhZNFK iz
i#{5¥® BRCA2, BRIP1, PALB2 L [{—Td» b,
AT HIEARIZ FA 2 5E L2 WwaS, FKEWEIED
VAT wFEO.

FA #AMIZIBEOS T4 v b7 =27 128V &,
ZOBENIE 2 1R L) ICER S Tn 5 O 5

bbb, FAHHAM® 9 H, FANCA, -B, -C, -E, -
F, -G, -L, -M & FA B8 #& 1 FAAP24, FAAPI100
&L D ITHNTHEAR (FA 2 7AW 28T 5.
DNA TSI & o THEDIHES NS &, FA
a7 A KA FANCMFAAP24 ik &L Cr 1
<F KA T A, 72, FANCD2 & FANCI i3,
FA 2 7#HAEKICEETNS FANCLLESXF >~ - )
H—BIlZLH1EFF v{bl, DNA HFEZMEF
F—¥ ATRIC L %) VB bE 2, R D2/1 K]
HGRER D, TNRRERAEEZTFEDTH S
BRCAl, BRCA2/FANCD]1 Z 3L ® & ¥ &ML
MHEAERA L, BEFED B DNA AWK, HFEH AR
Z, X7 VA F FERFEBER L LHE L TDNA
WA EZBET L. L L, ABKIRE T
DNA “HEH# G2 E L X002 HHWIFIE
2@ DNA BN E L B 2 K250 kL,
DNA B8R E & B AT & O BARICIZ KA
DEEAFEEIN TV 5.

FA O7%7>Td DI #, NI LML, S
M7e FA &80, NBINCEMES 2 505 % 7%
EHELLTFBRARTH D O 2, reversion 12 &
HAMIEEY A 7 13T RS OREIL R HARTE R &
R % 12

5. ERARAEIR

1) &HaElR (&4
Fanconi & ML O FREIGRIZ, 28T 4 &0
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% 3 Fanconi EM0&E=FE

FANCD2
TR At $HE BEF LEHMUE EENFE EF—7 - #BE /1€

FF21
FA-A ~ 60% FANCA 16024.3 163kD NLS, NES -
FA-B 0.3% FANCB Xp22.31 95kD NLS -
FA-C ~15% FANCC 9022.3 63kD -
FA-D1 4% FANCD1/BRCA2 13012-13 380kD BRC UE—Hh, NLS +
FA-D2 3% FANCD2 3p25.3 155, 162kD ERRXIE
FA-E 1% FANCE 6p21.2-21.3 60kD -
FA-F 2% FANCF 11p15 42kD —
FA-G ~10% | FANCG/XRCC9 9p13 68kD Leucine zipper, TPR -
FA-I % FANCI 15026.1 150kD FANCD2 #8m) 1% -
FA-J 1.6% FANCJ/BRIP1 17922 130kD DNA helicase +
FA-L 0.1% FANCL/PHF9 2p16.1 43kD E3 ligase, WD40 —
FA-M i FANCM/Hef 14021.3 250kD Translocase -

DNA helicase

FA-N It FANCN/PALB2 16p12.1 97kD BRCAZ2 #&E& i -

NLS : nuclear localization signal (#&B7E1t> % 7)., NES : nuclear export signal (#&iH> 4 FJ), TPR:
tetratricopeptide repeat

\. J
2 FAZEB#EDPHRT S DNABEITFXY NTO—2

FILT 7Ny NA B, e &, FANCA, FANCB, - EH. FAAP IS FABEBERZRT.

Ub:abxF>, P UVER
DS, F ol BERGERA SN VIER D 2) BEEEOAEH (X5 %6)
D% EEHFAET L. MBEOJL, café-au-lait D L 9 MM L, Fanconi AILICA SN L IkD H K%
Lok, KR, FROBBOER, % APHETH D, MDS R HIME~OHERE DT, THSH
RIER EDRD LS ASNLEMHHETH B 0P, TR, I AR O R & A I R
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£ 4 Fanconi EliCAH 5N EHFFHOMEE

ER RRA =N
REeRILE 55% 51%
BREE 51% 47%
ialif3 43% 47%
e 10%

B 32%

= 3%
SRSAER 26% 19%
R 23% 1%
Bl - RS 21% 12%
B, #E 9% 22%
B 8% 19%
O - fib 6% 17%
HLE 5% 20%

&5 Fanconi BMicE T HBMEZDSHIERE

e Alter ' Kutler © Rosenberg ' R
HAR 1927 ~2001 1982~2001 2000 1990~ 1999
TEGIEL 1,301 754 145 55
FANBRERIER 220 (17%) 219 (24%) 44 (30%) 25 (45%)
B5/% 1.23 1.05 1.10 1.03
FiphRfE (FHE) 7 (0~48) NA 5 (0~45) 5 (0~14)
B - ERRAERERE (%) 205 (16%) 100 (13%) 32 (22%) 7 (13%)
BE2E (%) 68 (5%) 67 (9%) 13 (9%) 2 (4%)

DEPEARA SIS, Fanconi EIMLIZ A S5 1 E
BOEPIIOWTIE, BalWieidasms, Bekic
BWTIE, EEMO 15~20% 2 MEES O, 5~
10% (IZEEYE O AT HE S Tw 5 345 HARD
NBIHE A S OHETE,  MRIEE O A6 13%,
BTG DA PED 4% IS A BN L LAERAVIE
LN TWEOT, #AFHIN S LT 5 i FEk2s
HY, EERIZHRIIBWTH, o & EHEICAPE
ThHEEDNS.

3 6 1213 Fanconi & IMLIZ & &N 5 FERE OPIER %
RTAS, MR TR LRSS . BFIEIES S,
FEHMLANVE O & BHED D 0, FRELEIC

I&, peliosis, adenoma, carcinoma (2774 S5 )

6. BEE
1) & 1
BRVEFEAR R M & MO IL#ECHIET 5.

NEZTE MEIZ, 6g/dL ZHEHFT 2 2 EAEART
H2H, HEMIRR HH OB I X > THIET
5. M/MIENE, 5,000/ul ZHERFS 2 2 LA E L
WS, HIIER S 7 U AU B MR L, o
HATb 2w,

2) EmRAF

I ER BT 500/ UL LA T TIREGHIE D A BEAS A S
Y21, G-CSF D% 5 b 28T 5. BAEDE
PO L HIc ) A0 RZF Y OREZNRITIL,
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&6 Fanconi BMiCASNBEBREOANR GEFIER)

BRAL EElkS = SR | Fip (FRRfE)
SASAER 13 13 26 28
BE 1 8 9 27
=)k - 3 3 25
ik 2 4 6

IBPRER 3 3 6

K2 g 1 5 6 30
= - 4 4 37
iy 20 14 44 13
Fif 3 0 3 29
DAY 1 1 2 1
B 2 0 2 28
PN 0 1 1 21
= 0 1 1 7
GiEic] 0 1 1 0.3

B L) AR F V255252 LIl
Thkw.

3) EWMEE

Fanconi & IfiLi%, AL XV ToOREEIZIED <
HIMEEETH Y, REMEEEORMRIINFETE %
W, EARAEARVE VI, BEBOBRFICBWT,

HRTHHH, DREE—HEEE I L5010 Bk
LR FREE L EORIERAZH ), B35 X512
MM OBEOEZF LI #MEDH S
OTY, ZoOHRGOMISITEEICHKT S, LarL
ZASS, FLEHVRNC S M R % 2 7

BEE S L TR EFEF IR )R TV, —&
DIERNIET 2 F TERAMLRIVE ¥ Ol % il
LOIIRYEERZ NS, AATHHTRER, &H
bRV EVH#A L LT, A7 Va— LR X
FoRYRhh. FF—viE, BHAER R ED
EITEM b A7, REDHAREZZ SN LS, f#
JARERIZOWT T L ol A LN v, BIE
BEATOA FOMAIET 5.

4) EmEilaisiE (X7, £8)

Fanconi MO BHFHIZE - T, HEESETIE, &
WA O A DME— AW T X 2B TH
%, EEBAATLE TIT OIS RIS K8 v

yaXRA7 73 FORS T, BHEHEIEE R
LA oT, PROYZ7aKRA7 7 3 FERFIHRE
FRIRS OO DR e ania AR & L THWSNT
E72018 UL, RO % & ORARRGHRE &
TUSRREOBEDSH SN ol 2 E S 00 vy
TURZA7 7 3 FHAPRGICL 2 BHEEORIED R
ALNTWES 22 BIBEILELL2EED) B,
HLA —3fld K =23 5 N AR, BN
F—oOBMLITONTERD, BHuEELEL
2% GVHD O 7215 e it IEfH o Ttun
Moz B BN 7V — 7 THEL 72 69 Bl oIk B
F—=nLOBRMKED, FO3FEAEFHRIZIBT
Hotz. PHRARKTE LT, OZEDHKEE
DFIE, QL RF—, QBHZOY A M A FarA
VABAMEAETH B 2 L, @EARLFIVE ¥
DGR TFoNT L 2ADPRIEIICE T
Fanconi BEMOEBHIINL, 7VFIEreamtk
RERTIER DA SR —E L2525, QA4
FPCh, TVE SR ETHIARE TR S N
Fanconi A& D9 H, HLA —i1L# FF—25 D%
FHCI 5 Bl 5 FIA A ¢, FEIMAR HLA A—
% E O K — 05 OBKWTDH 27 B 26
BIAHEAFH & 0D TEN 7B SN TWv 5 9
U, Slo B ROBRBGEEICE W TR T 2
R % R Y.
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& 7 Fanconi B1(Cx9 2 EERBESHEDARIR

) n \ BE | ge | o3
4 il — A EIN=Y: S GVHD FB5 | fEFIE Fip it | GVHD L
GVHD | 47%
I~NE
Seattle 2" HLA —% cY CYA/MTX 9 8 (4~19) | 0% | 22% 0% 89%
Biliok=g
Paris '@ HLA —% CY/TAI CYA 50 | 11 (4~26) | 6% | 55% 70% 59%
FREH
Brazil 22 HLA —% CY/MTX CTA/MTX 10 | 7 (4~21) | 0% 13% 7% 88%
GliRk=g
Iltaly 2® HLA —% cY CYA/MTX 27 | 6 (2~13) | 8% | 36% 13% 81%
Biliok=g CY/TAl or TBI CYA
Minnesota 2% HLA —3¢ Flu/CY/ATG CYA/MP 11 NA 0% 0% 0% 100%
FREH - L T fRBaRR S
EBMT '@ Jemig KF—/ CY/TAlor TBIZATG | CYA/MTX 69 | 11 (4~37) | 20% | 43% 43% 33%
HLAT B N — CYA/MP
cY
+ T #RRalR=
Minnesota 2% FEiig N F— Flu/CY/ATG/TBI CYA/MP 41 NA 2% 19% 16% 52%
&8 - FErL T #BAEBRE
Japan © Jemig R F—/ Flu/CY/ATG/TAI FK/MTX 27 | 8 (2~28) | 4% 1% 31% 96%
HLAT g N — (TBI) + MMF
&6 - B

EBMT : European Group for Blood and Marrow Transplantation, CY : cyclophosphamide, TAl : thoraco-abdominal
irradiation, TBI : total body irradiation, ATG : antithymocyte globulin, CYA : cyclosporine, MTX : methotrexate, FK:
tacrolimus, MMF : mycophenolate mofetil, MP : methylprednisolone, Flu : fludarabine

#£ 8 Fanconi EmMOBHEES
1. BATRMEEM

stage [ (B&fE) D RRIBERZR
stage I (FZHE) O RAB CIERBEE. 10 U ETIE HLA —Zumig N F—H0h
(ERTEEEEEE

stage M (PXHIE)
stage V (B, &=EIE)

CHLA —Bufiis N —D O NISRES B
CHLA BER—2ufig K —, HLA —2~ HLA e —Z3E M N —
DEOBEESD TEEET B.

2. BRRWAERS - BMR

RA CEEBLETRMBMICELD

RAEB - BHin% CHLA BER—3ufnig K —, HLA —2~ HLA e —Z3E Mg N —
DODEEELEH THIGET D, £ FRPBO TR EFESIND
BT, HLA2, 3 EA—RMENFT—DODOBIEEZET 5.

(1) BAEErHAE Y — X PNOBATHED R T 5 2 LB GVHD OA P

giiie Y — 23 A5 2 v % . Fanconi
B3 2w MM R e 0 Z kg 1%, 127k
GVHD »*K & 2 fali -+ CTdh 5 DT, &% GVHD
DFERE) A 7 DI ARE MR AR IR L 2o 7
F 7 HEBAED ) R 7 DI IR I ] B A4 &
W CIRIEIE L 2o\ )

(2) TRAEE R

Fanconi BIMLAEH T, 10 %L EIC% 5 & IEE

FELREHZENS, FEMBELEHETD 10~15 %
BAGESEROHEZE$5. 72, BARNREDMm
TIEPLMERIRA O FRE BE VG CAS ARG 2 I L,
MDS RS IR L2 A B L 7235 A2 3RO W o
FHALEE 2B,

(3) IBHERIALE, GVHD Fh5E

A BRI & MDS R @k F s |2 L 7z
Vit & TIIBAENTLE R GVHD THikid R % %.
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#£ 9 Fanconi EM(Cx1d 2B HERTLES

BAFRRMAEME KU RA
HLA —3tRfa N —
Flu 25mg/m? X 6days
CY 10mg/kg X 4days
ATG 1.25mg/kg X 4days

RAEB & K O'2MR Mm%
Flu 25mg/m? x 6days
CY 10mg/kg X 4days
ATG 1.25mg/kg X 4days
TBI 4.5Gy (3%9&)

1R N —

Flu
CcY

ATG
TLI/TAI

25mg/m? x 6days

10mg/kg X 4days
1.25mg/kg X 4days

3Gy (& L)

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

irradiation

MDS @ 7 7T & 3FERD Bl % ¥ 2 A SRR L
(RA) & TIEFAA RN & [F CHTALE & v,
TRA R BRI & 5 A STEE L (RAEB) LLEE
FRPEA A & W CRPALE 2 2. £72, HLA —
BN N — 205 ORAE LA K — 5 0BT
b FERIC BRI L E 2 GVHD FREIRA 2 T
5. BUEOBHT:2ER 9IRS, GVHD Pk L
Tld, HLA —FERHBH T, 10 SR O &
CyA (1.5mg/kgx2/H) ®&%, 10 %L LT3
A b ML FH— b (dayl {2 10mg/m* day3, 6 {2
Tmg/m?) ZHAL, RE&EFF—2o0BRTIZY 7
T A Z (0.02~0.03mg/kg/ H) Il X } kL%
#— b (dayl IZ 15mg/m? day3, 6, 11 {2 10mg/m?)
2T %,

7. PR - R

HZR® Fanconi FIMLEH X, /NEILEESOFHE
AEMAMEZRST, WEEREROEIES, &
BOBBRAEAI TN TWwA. L L, Fanconi &
i, /ANBIEFAE BT <, BRI <
BRSO AP EOHREZ I 62123 5 1T
BEHOTERBEY AT ANRLETHAH ). KHEHE
HTRFEIEEOIIEN T V20, BHOAHEIZ
PbLT, B M E—T A VR 7 F O
FEREID LMD, TIVF T V2 EGUBMEIREDE
ORFEICE Y, FEMFEO MAEZ B Lm0 T %
L TIIRENICEER RO 00, 2ok
BIPRIEAT, SHOBETNVETS 5.
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X A= AEIREF

EL) 3. ZXMA(LRLE ZHOBEHA R

1.8 8

Je Rk AALA 49 (dyskeratosis congenita ; DC)
&, RoOZE, THENEBE, R aRibsz 3#e
T 5 ERMEEIMASFREFEETH L. DCHEFTIES
NS OWHREIR % fEeF o BB DA S, £8
e BIEIRE B9 AP0 5 MERR DO ADB F T%
FaliRG 2R3 720, LIZUIZERSH IR T
HoVOEE, KER, NREIER, NEEE, #EE
FEZR ER RV, M LB L E 2 5T &7z Hoy-
eraal-Hreidarsson JEMERE, Revesz EEREIZHB VT,
DC LA UERTERENBHRONDZ ENRHLNE 25
72, 51, BEOBMEFERDOAZ ) —= 71
X0, REIETETRAAS B 0 A R0 R A 1 AR
EEZEZLNTWBEDO LM, RREOAREIIE
FNTVDLIEDPHLNIIS N2

AIECBIFBTHER E L CEBEMAED KD 5
{, 60~T0%% 505 7 FHARICHT HiREE
L CHE—IRRASIEF C & 2 o3 Mg M < b
%. DC BEH CTIERHBEERED <, Ekom i
M IEA AT ALE %2 H 72 BRI IE R ICA R TH -
728, ATAEOE BIIEIEHTALE 2 VW 72 AT,
B 2 IR LoD RiF R A v oz &
T LHMENHKR T WS, Lo L, DC IR THi
BEBTH Y, HEIEE LN T 21
D TZ LW,

LI ENS, BHOT—5 %S EIZHAR
O DC BEICH LB CibIERIND DI
BEHWNA FITA4 Y EER LT

2. &2 W

1) EB]HE (®1)

70X T ROMFERRORELTRE L, EICK
J, N, CIPERREC A 2P R A 5 5 B R
PEREREGERETH S, DCIE I 7% DC DI
11TR$ & 9 ik ERER TH % Hoyeraal-Hrei-
darsson JEMEHRE, Revesz JEMEHED I, A& TH
% FHEAN BRI R RGN A 20 EAMAAET 5.
INLORBIIHRESELL b0, @@L TTH
AT RO, 7aRX T HEBIRT OLERNARDS
NHZENL, —HOBRBEZEZLNTWAS.

2) PBRREE

JNOZESE, CUENEHE, Bt iibs e & o gk
B4R, PLMERIRA 250 - T B A IR AEIR
BIBHMESDTHAH LEbhE. LaL, FEBIC
INSOYRIEEOsib R WIEEH£L, T
ERIZZEPOEEDOL O LBMEDIOETH S
728, FO XD i BETOBMILERIERD A5
TIWEETDH 5. MERIRD, TR, Wl
R, RIERS, BEOR%E EOFBEEIZHIE

7 2
Hoyeraal-HreidarssonsiE{&2f
REE RevesziEfEE:
s
i BRETREAMN
= R
\ J

K1 FEXREBETREOKRE
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&1 EREBTDEDDMIELE

A BETRE
—FHRLLE DMK £ BRE A ERD S
B. KER (R, HEAR)
1. BREFLE
2. MO
3. CEBHRETAE
C. NER (ZDMDOBHEFR)
BEQRK, O
EEORY
e
EyE REEL
R
R
BT
INBE
/N
10. BIEIE
BALERCOLEIAITLERLITOBAICBIT 5
BETEH LV 1 DLEOAERE 2 DLLEDIVERE#LT

OCONDOTAWN

HINETHD. BPERBIN TV LBHIEIELR
1R 8 SO0 oAt LT, KMz
W7z Flow-FISH L7239 ¥ 7uy 74 ¥ 72k %
FuATEWEE, MECENTHL. 3hOFH
AEJEBRTYH, L&ICTuAT7REME &3 2
DD BTOEBVLETH LD, DCEADOT T
AT RINI D OB BEAAREGRE X D RS L T
5T LW TH D O

P KM ALA 4 HiE @ Hi B T @ % Hoyeraal-Hrei-

x2 EEEDR (T 16 FEELE)

darsson FEMERER® Revesz JEMGERE, FELORAEIRR/N
SEAR % AR D 0 WA B AN, Wi#HEE L T a
AT & LTIRFRDER TSR ALAEAE D
Bk TH B, LilOBWriREI L& Sk,

3) EEESR

FEOEREE L LTI, BaMzsREnlwn.
BRAEOERELE L LTid, HAERSRERINOEE
BEH (3R 2) ICHEL 5.

stage 1 | & fE TR
stage 2 | +EE BTO2EBEL E&imzd
#E7RMmEK 60,000/ uL i

FFARIK 1,000/ uL i
/MR 50,000/ uL Kb

stage 3 | ®P¥E|E | UTO2EENUEZ®BIL, EHRMAKFDIRGENZNAEETD

/N 20,000/ uL Kk

%
MWFmE 60,000/ uL K& x
fFERER 1,000/ L 5% 1
fE 50000/ ul s &
stage 4 | & E T 2BEAZ MY F
@HRME 20,000/ Ul 5 S
57rhER 500/ uL i

LEpiNIESY

stage 5 | REfE gFehEk 200/ uL Fimslchna <, T 1 BEM EE® /Y
20,000/ uL &%
/il 20,000/ uL kKt

A ER ARG E 3BA 2 B EOBMOUREREXEIRT.
A2 ZORREIETR 10 (1998) FEICERESN 5 RIEDFLELELLLEDTHS.
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a N
BETLIE BANREATR |
Flow-FISH, £ YU >70Ovs
st S B
s ) ﬁﬁ%ﬂl
BETREEN
O BT EDES
g )

X2 FEXMHESRESHROT7O—Fv¥—h

4) go70—Fv—b (K2)

R 2 SRR, BHAE, RIBERED 6
DC 238tb N 2 45121, KL% v T Flow-
FISH 723 %¥r7ay 54 ¥ &2 fvizEksa
ATRMEEIT). 2 BRNEMEE SRV
ARRMEMEZEDOZ,ICH, Ta X7 ROEHE
TUX TS TOREEZAETHAEEN VDL L
PSP o TWAHTD, HARBMRIMEHZIC
LTI, BT oXT7RNEZIT) 2 E0E
FLVv. HATERESIETIO X ) ZHREIIT-
TWhWizo, BREDTZ 5 I EWE b TR
AR RET 5. BRI HY, Tax7
EOHEW AT TENIBWIMET S, &
T2 B TH UL DKCI DRI %47 .
DKCI WZERDB R WHEEE, FE3gMEThrhid
FNUSNOBIEFERIZOWTIHNT 2D 555, BE
MOBIET-EF I LRI LA SRR,

5) s&RIZZHR

BRI 2R B#ASRE L LT, Fanconi
I, Schwachman-Diamond JEfE#E, 55K Mk MEF %
IEERVE M /NI AE, Pearson JEMEHREZ & O EZ
BT HEND L. TNENIFEN R EERIED D
LOTETHIRELSEN L TS, BBFERMY
LA, BETFZEMOTEL LR TE
TWwW5.

3. & #

1) RAEE
HAIZBWTOBEHITOWT publish Ei7zd
DI, W OBFRFEIST L L, FIEHE

100 AT AEShD 2

2) BRE - F1&

BRG] Clx BN EE I P2 5 BT 5. R
DFEM L EOFLEH L0 E TITHBIL, 20 7%
FTICEBIAA2SHBLL, 30 7% % T2 90% DIER]
PEMALEEIGET S Y LaL, EROHFER,
FERERHHICOWTIZEE TR Z Y, BHALD W
FREIRTH o720, INOZEALR B ki A A B
ThoTHhEHMAEZ XS VI LRERNLH 5.
R E LTI BRI 4/ B4 60~70%, Mlif
HMEAEDS 10~15%, EVEREAT10% & ShTwb W
RO TIE, EFEROPIEIL 49 7% & ST
w5

4. RA - A&

DC BEHMEO T o 2 7 RIFFHIZEMLTBY,
T AT RO OBEIBEOWRHNTH S &
ZZOoNTW5, 71X 7IIGtioRkito TTAGGG
M0 R LR, M 2E I 2 2 Yeta i o Rl s
RHERZVTWS, 70 X7 OB LM T
B OREEEIER IR, TR 2K
5. ZOLDIHINIEAEA RS, BHiRED
AP ERICEENLDLEZZ 5N TWS B
K 3IRT L9112, 725 —FPHEEIK, shelterin
LW 2ODEELRIVER—F YA, IEELRTO
AT REOMFOZEZHS>TWE, T X5 —YH
HKIERNA 2 K —% ¥ FTHhH TERC & &
L, TERT O#MEEREGEEICL ) T XA T 2R
5. shelterin ZWHLYICT T X 7 DL EMEICE G-
LTWBEEZZLNTWS., BEITIZTFO AT —
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~
A

s N

3

/

p A ~ Dyskerin
NHP2
NOP10
\ TTAGGG
-5
telomere N
template
\ TRF2
RAP1 TRF1 .
TERC ~°
o _
3 FTAOXS—TFHEEARDOEE
*® 3 ERMEANCASEDRREETTF
BaT4 | RABELEOME RNA T/ HeE B C | EE
DKC1 X028 1545nt 514aa rRNA @ pseudouridination XR 30%
TAXT—EEEHEDLEL
TERT (CFIRHNH]

TERC 3q026.2 451nt | BIERRS QAL TOX 7ESOHE AD ~ 5%

TERT 5015.33 3399nt 1132aa FOX7 DNA O&AMEEE | AD>AR| ~5%

NHP2 5035.3 462nt 153aa TOXS—EEARDOLEN AR w

NOP10 15914-q15 195nt B4aa FAXS—EERROEENL AR %

TINF2 14912 1065nt 354aa TFOX PREORE AD ~11% e
CIMEADBEEEL, BT LHEGHRERETERL. x
XR X EELE, AD : BLAGKEE, AR ¥REASH 'r§

M
F
S

YHEEGRE - N5 58ETD)H, DKCIY, - .

TERC ', TERT®®?2) NOPI0®, NHP2% 7%, F7- 5. BRPRIER

shelterin D EEL IV R—% >+ Th 5 TIN2 % JNOZEHE, TIENEBE, REOREE» 3BT

I— F$ 2% TINF2%® OB TRENHLNE L L5, ZOMIT DB AEITIRT L9 ITE S IR

T3 (k3). W EZT. TS OFEIRO BB KE

L. WMBBIEEFRE B o THREREDIH LT <.
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VBT 20~40 AUCHBIT L. DCEHT
AEE NI LT 1 fofERE Shd * FY
bRz, B RERIRBGEGRE, A BRI O S EE A

=\,

6. BREE - HmISE

DC 12X 2 AR 2R EFE I R W20, AFE
R B R— bl e 2 s, BHAEISHT S
HEE LT, AR RSN o FEE S FIC L S
HHESEDIEBIII R L CTIE 7V — Ve EO &AL
FVEYZHET 5. HHELAVE Y ORG5ICX
0, KPP BH TR 2 MRS RO 25 S 1
LT ENDHDH. MEFENFISAAHND F T2~
3AA®ETLIELH L. BB E LTI, ITRE
EOBPAL, ROOEERENH D, IR
VX I GEE T 5.

FAE & CHIM SN BHAIIE, B T s g
aBHi S Hi— DB TH S, L2 LRSS, DCIE
WO THBERTH H720, BEOHE IO TH
. BEORED S, RN R ALE O K
BIID TART, 21 B8H 14 FIHETLTED,
FRIZIEMAR KT — 22 5 OB CTOEFH T\ 147
Alter 5 DWFEO LM% &b 723X TORMLE % &
65 FEBI D review 12 & B &, ML B TIZ5 FE
AR T1%IIxE L, FEIMAGRE BRI CId 2 4R 2E A7
X 31% T o7z ® AR, FRIIEBIEN AL 25T
PNDBIIHRoTETEY, LhrvEHHETILE
FWOEEZGRS ZEDTHEL o TET WS 2%
FRAIHERET ZATLE 2R3, M FF —I1X HLA
—H AR —RINTH 505, BN RBETH D

x4 FEREBURLEICKHT BRESE

ZEEBNT LD, RIENOTOXATREAZ Y —
VT RITIRETH .

7. @R - FRERE

HA® DC B# L, AR EOHARBER
MEEZICBWTEBAROLERBIFES SN T
W5, LAL, DCIINRICHADORBTIERL
WA TEBW SN DEEDL . K, B, M
WHEEOADER, HRBOLRDZ2OIZIE, RER
MR 2R AL, T SRR &2 E o B Y A
FANLEENS. T2, EBIENIEARTLE 2 v
7oA & 0 I 2 P RIS L CIIEBEERA LR
TWB A, BHA DC O HRER I BAE 3 RN 2%
B OPRICEHLTEIANTHY, NELSEAND
ZybizLay, BN Z7+0—7 v 7Y AT A
BLETH 5.
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1) Shimamura A, Alter BP: Pathophysiology and
management of inherited bone marrow failure syn-
dromes. Blood 2010 ; 24 : 101-122. (reviews)
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2005 5 352 : 1413-1424.
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Mutations of the human telomerase RNA gene
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4) Armanios MY, Chen JJ, Cogan JD, et al : Telomerase

1. BE

ES Bl
2. HhEE

BBk X T/ OV F 38V —ILiks
3. PYEER, HE REE

f) - HLA —Buin Ko —
- HLA —EER—Bi N —

“HLA —E3Fmig N — TBI : 3Gy

- A0 AR ClgRRES (FFE. Fia &) PR HLA —Bulnfd 5 OISIEmE N F—h 5 D REE ERAE
A0 A LD BV ESREED HNISEEAX T O/ Y F el d 4TV —ILDkE

BHERTAEIE VBT IINASE S ASE BIERIEMITARIEE L

Flu : 25mg/m? x 4 H, CY : 750mg/m? X 4 H
Flu: 25mg/m? x 4 B, CY : 750mg/m? x 4 B,
ATG : 25mg/kg X 4 H

Flu : fludarabine, CY : cyclophosphamide, ATG : antithymocyte globulin, TBI:

Total body irradiation
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1.8 8

Diamond-Blackfan anemia (DBA) 1%, FLJBEAIZZ
SES B ARIMERE IO AASREE S 2 Je RO HR3FBR
BCTH D, BHIZIERETDH 5 R MECRHNE O A
AHEW L, FMIMCTIEMRIMERDRA L, KERPEIE
ENEMZ 2T 5. 4 40%DRER T4 2%
GO A EDBAISNT WA, KB, /W% EDH
i, EEOREIIRL L L, BB, O, RS
Z, LDEORE R ESRASND. 3L A LD
BHITHDHH, ¥ 10~20% DIER TIEKIERI D
D, FIEEaAEEEOBEAE LS "

1936 4 Josephs {2 & D 2 #1 2, 2 4E #1213 Dia-
mond B & U Blackfan 12 X V) 4 BI25Hi& S ® il
VLR EME S L LT L. 20k, ZORE
OIFRIZET B84 RIE»TDNTE D, BS
CIHRFAHTH -7z 1999 4F, Draptchinskaia &
1Yt ARIE I & 5> DBA % O ME TR 722 &
5 N E AR T Ot fn T FEAY 45 19 T Ytk B b
(19q13) WAL, S SIRINBE T80 HdH 2 Y
RV —LEH RP) DOEDTHAHRPSI) #a—F
FTAHBETTHHIEEWSNICL7Y RPSI9iH
PRI 25% D DBA JE IO 5N D5, K
3T RPS24, RPSI7, RPL5, RPLI1I 3 & U RPL35a
% EOBIZFERBVEBIO DBA TR I N7,
FRACIER 50%, HATIEH 30% 0 B3 THn T2
BARBENRTWE ZhTTEASNI DBA
BETIETRTCRPZI—RLTWEZERD, V)
RV — L ORERERE 2 X o TH U 2 B O BLR 23,
R ORFHEMBEEDOH LR XA Z XL TH
HZEDBHLNI R -TERT

DBA b IID O RIEBMAEAE & MRS, FaHdp
W RSB BUERREE (MDS) 0 PR 72 & O e 55
R HWIE L EOEREE S0 2 8. R
WML E AT 0 A FEEESIARTH 5. £ 70~80%
OPNIIRAD AT A IR %A, 60~70%7%
B IFARATENC 2 B DA TH 5 5. HRIKHHITIE,
[FFEE OG5 Y. DBA %, BEHH R
N5 T8, MAELEIRERZ & & w7 S G E

2E PR, BOENTWAIERIIMD TZ L.
£ oT, HARRWIMAFAE T 2 5 BB ETHS
NF— 72 XHk%E b EICHMRIMEEZ D, O
AR DBA OBFITH LB T TR OMERINDZ
WHA N4 BERR L7

2. a3

1) REBEE

VARV = 2O EETRIC, ORFEERE, @
BRI, GMDS R HLE~ DO BAT R BN O &
BF. 24 E T AIMTERBTH 5.

R

=

2) PMREE

WA ORERG L LT, Ol gkiiosiE @
I35 2 FDIMERIEA % 588 20 W REREEE I (B 5
WIZIEERVER L), ORARIMERIRD, OFRIEBRATERH
BaOW % AL IS T i A R0, BREEz
9. LaL, ZoRABMILEET, FKIKMNIIHEMN
B LW OBRTRE R OB M BRI E D
HBOBEB DT S, L7z > T, BRIEDAT
KR ETEZWHT H2DRIATERTH L. BIETE
BAFER S NAIUSBWHIFEE T 5205, 50% U Lok
HT, BELEETDE SR TuR, REDE
PREZ AR LR TV L5, FMEEHBRO F
F—F R 5 9 2 TEAEBI OB Wi 13 BRI
oTwa, BREMOBE S LB EREER
1 1IRT.

3) EMo7O0—Fvy—b (K1)

DBA 1213, BWOOICHFEAGAZ ) —= v 7k
D7\, TEC & ORIZBWICIE, FRIMER ADA {5k
DOEMEEWRT LI EDEMNTH L. BEinTZH
HHTHHH, HRATIIERNBEEZTARREI NS D
BEEOR 30%ICEBE RN (RD), @HOY—r T
VA CTHETEREZFMETERWESE, AT L
VORRIBE G HLEDS D 5.
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£ 1 FRMFEFEE (Diamond-Blackfan &1 : DBA) DEfEE#E
1. 1 ARmCh.
2. REKMEBIM (2 WKIEKERI) TIEDOD 2 ROMmEHD 2RO,
3. MM ERDS.
4. FEFKFERMROBRZH O ERERFTRZHT 5.
B. 2iiaziFd 5%
R FFEAE
1. HEER DBA [CABONTZBIEFERZR T 2.
2. RIEREEETS.
INTTAFEAE
1. erythrocyte ADA (eADA) activity &1E.
2. HEE DBA [CAONBERFTHaEY 5.
3. HbF ®_EH.
4. [FDOFXREBEE T SIEERF O,
HHE DBA £ 4 DOBMEELZ TN THLET.
JEE 80 DBA 1, T2 DO~@DW\WThbhaim/=7d.
D3 DDZMEAEL 1 DDOARDHBDU\E 2 DNTIFEAE
@2 DDBMEAEL 2 DDABH D U\E 3 DD/NTIFEAE
® 2 DDA FFERE
AR RIS LT, transient erythroblastopenia of childhood (TEC) D&REE
ETHD. TECIF 1 U EDHMRISHFREL, TITTHTAINAEREIHERT DI EHZNE
BTHD. FEAEDEMTERET T ~2 7 BURICERART 5. EXMHENEZL,
HbF X UFRMmEK ADA XIEEETHD (K 2).

I OMIRMBRED % D
AEMEEM (&5 SIEEKEE M)
\
FEBIRE TR ERATERAAAZ D
HREHDERM BT
1

Erythrocyte ADAE M S1E
HoF 18

| DBAL L TiaET 2 |
\. 7

1 Diamond-Blackfan sz 70—F +— b

4) ERIZE (£2)

W BT HREOENZW & LTI, tran-
sient erythroblastopenia of childhood (TEC) 255 %
HEETHSH. TECIE 1K LOLRICHFEL, FefT
TH A NVAERITHIET B 2 LN VHRETT.
13 & A EOREFNIHIRHET 1~2 » HLINIZ BRIEE
$5. IEERVERIMZ R L, DBA & #7% ) HbF 5 &
ORIMER ADA RIEF TH 2 (R 2)° £z, HHIA
LRI R 2 F B L § 5 B RV A A REMERE 12

X, ®3ITRT X H 12, Ddyskeratosis congenita,
(2 Schwachman-Diamond i f# #f, (3 congenital
amegakaryocytic thrombocytopenia, (4 Pearson i
BERER EBMONT WD, wihd, MARETIE
BB, TNENOERREDHBH THRITIETD
b, ik, ERIEHIFEEIIOWTIE, $XTH
KB THFES NI D5, G TREOMYIH
el & B2, BETBMOWRE Z>TWV5.
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#2 TEC &R

DBA TEC
IRIFEKEE B B
FHp 1 A 1l E
PEryi e BEME BMhEE b
FERETN B Fii
SEFRIMERATR =B =y
HbF =B e
i RBC fi/& B Fii
FRIEK ADA JEME =1E E®
*3 FZRMEBEFREEMN
FA DKC SDS CAMT
WEE > 1,000 > 225 > 300 > 45
EEA AR ($8) AR ($8E) AR AR, XL
FANCB & XLR DCK1 : XLR
TERC : AD
SEEET FANCA (57 ~66%) DKC1 (30%) SBDS (95%) c-Mpt
FANCB (rare) TERC (< 5%) (~ 100%)
FANCC (10 ~ 15%) TERT (< 5%)
FANCD1/BRCA2(2~4%) | TINF2 (11%)
FANCD2 (~ 2%) NOP10 (rare)
FANCE (rare) NHP2 (rare)
FANCF (2%)
FANCG/XRCC9 (9%)
FANCI/J/BACH1 (rare)
FANCL/PHF9/POG (rare)
FANCM/Hef (rare)
FANCN/PALB2 (2%)
SRR 767 5~15%% 4 1A 9#»A
Eeig 75% 100% 60% 40%
SLMERE 90% 10 RE TIC 50% | FhER2 95% | 40%
MDS/AML AND#1T | > 14% 0.4~1.3% 5~33% 5%
FiE 7% 8~12% 0% 0%
AEAENLRTE M B s E% Es
T FEHRdr 30w S0mETIC80% | HOR 35 | 3METIC50%
HIET HIET

FA:Fanconi anemia, DKC:dyskeratosis congenita, SDS:Schwachman-Diamond syndrome, MMC:mitomycin C,
CAMT : congenital amegakaryocytic thrombocytopenia, DEB : diepoxybutane, AR : autosomal recessive,
AO : autosomal dominant, XL : X-linked
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3. & #

1) REHEE &4)

R SHE LR EEEZoER2 L 5
DA 10~20%TH 5. FEDITHEEHIRL 20 O#IZH
NEEDRBRNIEETH S, SIEHEE, HAEAD
100 GADH 720 #5~7 NEHERENTWS. HA/N
WA A O4E T — 7 12 X, 1988~2005 412
HikE 72 DBA BEHIZRBBITH 727

2) BRE - Fi&

Pl — BRI CH DD, ATa4 N
BB X OEIIARAER A 40% 3§ OFELTHB Y,
LR L7ZRE B L OB IHED 012, Ellicbh7:
DE SN, EEORELTEHEVEVZZWY £
72, DBA % Fanconi &lfil & ) $E I3RS, &R
9%, Hodgkin Y ¥ 73IE, WFHilasE, SREZRZ LD
EMRBEEAI LTV,

INFT, FHRETLICOVWTOMNES L SNTE
72785, HEGTEE T E 2B RIS
Mo TRy, HERICBIT2ME, B, FIE
1 £ B OB IO BE DS HHMARAEE B L 72 2 & A
5, 1AEBIOWBIEIBTEC & 0SS MAIRa Al % %
I LLENRH LD Lz n

[(&H®] 4. Diamond-Blackfan I ZE0DEBBHA K

4. RA - 7RRE

AR, R REAR T OBIR T HEDSEE 19 TR tai R
WCHES N, & IIHET B ERER TR Ry —
LEHDOEDTH D RPSI) # 2 — F¥ LT T
HDHZENRPSNIZENT. RPSI9EIE TR
DBA O#) 25% 1280 N5 W E 52, oYK
v — A % (RPS24, RPS17, RPSI0, RPS26,
RPL5, RPL11, RPL35A) OitfnFARM TR I
Wk T3 50% o DBA DFEFINZ B> Tl fn 1 B
AHLPIZEINTW S (FRE WY —F, HATI
#1 30% DIEBN IR FARIBB STV 5 ©

)RV — A1 mRNA OFIER % 5 Mg NEE T
HY, 45D RNA & 0D ) RV — L EHE
PoRLERGEGARTH L. FHAFHD) KXY —24
80S) 1X, K¥7=z2=v b (60S) /N 7T2=v b
(408) HELY, FNENOFT=y ME) KRV —
2 RNA (rRNA) & VRV — L EHE TR S Twn
5(X2). M7=y FEFBEKT LY RV — LK
FEIZ RPS, K¥ 7= b & 581X RPL
EIHEN S, 4FEEHOBH L 72 'RNA 1, #HE 78
BERCIBORRED S#T2 (R3). M7
2=y b EERT S YRV — L& RPS19, RPS24,
RPS10, RPS26 &, 18S rRNA D R & 40S V) K
V= ATy OB TICEHE R RE 2 7

x4 BANRMAZR BEFARUENZESSHRIED

Diamond-
R B [FHO_kH | Fanconi &1 | Blackfan =
=Yl
1988 63 6 0] 4 6 79
1989 56 6 0 7 3 72
1990 52 5 0 9 3 69
1991 69 11 1 4 4 89
1992 84 8 1 6 4 103
1993 62 6 1 8 9 86
1994 70 8 0 4 6 88
1995 49 8 2 5 9 73
1996 52 12 1 3 4 72
1997 76 5 0] 7 6 94
1998 64 7 0] 7 8 86
1999 52 5 1 2 7 67
2000 51 11 0] 8 7 77
2001 41 11 0 8 7 67
2002 54 7 0] 0 5 66
2003 33 1 0] 2 4 40
2004 40 8 0 3 4 55
2005 34 4 1 2 2 43
B 1,002 129 8 89 98 1,326
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% 5 Diamond-Blackfan &mN&{zFE

B SERE (%)
BIEF
Rk B
RPS19 o5 11
RPL5 6.6 9
RPS10 6.4 ND
RPL11 48 4
RPL35A 35 0
RPS26 26 ND
RPS24 ) 0
RPS17 1 2
5t 529 o7
a4 N
60S
28S rRNA
55 rRNA 60S
5.85 rRNA
ATED A — LBEE
408
183 rRNA 408
33AD R — LEBEE
L Y,
2 URY—LDWEE

LTwa % —J, KR¥y721=v FEHKT5Y
RV —L#HEHTH 5 RPL3SA, RPL5 & RPL11 i,
285 & 585 rRNA O # & 60S V) RV — A4 7
=y POMANTICEEREHE L LT 5 67
LA oT, IRH6DYXRY—L2EADOKRZIE, M
72 40S B 60S ) RV — A DRZEIFE
WRBBREOK T A &R TLEZONS.

INFTHRREINZ DBA DFEMETFERIZ, TR
TYRY -2 EABEFOANTOERTH 7. A
MoK ZAMAICONVTIF T AR EICEFEINT
WV, )RV — AOEREREDRE, ps3 D
PEALAHE Z 5 2 & 25 DBA OHLLI R & # 2 5
nTns

5. ERFRAEIR

1) & m
BULEH AR SO R TR S S 2 LA

%<, 67 HETIZ7%, 1T TIZI0%DIAET
5.

2) AEK (F6)

Diamond-Blackfan & Il ® iR R E L T, &
40% DFNHE A DFIEE GHT 525, o7 H K
DI LN VIR AT 5 °) B - B3
Wb KU, /NI, KEMBA, BEHEN,
AN, TIEZ, B, RS EPH 0% IO 6N
5. blioRe & UCidBHEEko I L, B8
W EDVPI~19%ICED LN L. FREEROFE
R RV E R 7% 280 5. F72, Mgk,
BKEELREDRDONLIENDHA.

3) BHEEEDEH

MR 2 OB L. SR E T2 700 BILLE
@ DBA JEBIH 5 29 1 (4%) O ENENEE DR EH D
%% FEREOHILEIL 15 T, —OFHER oI
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Ribosomal DNA |

o1 | Of
5ETS ITS1 el 1S2 3ETS
458 ! 185 Fol5gSis g oS
1 3E 2 | 4 3
| Wi b
458 185 —585— 285 |
pathway A pathway B
3E2 4 3 1 2 e o 43 395
RS | W Vo
41S 185 ——58S— 285 | 30S 188 |— -—58S}— 285 |

SN A A

21s  18S f— [B68SF— 285  |32S 21S  18S f— 58S 125

RPS19| E ¥ 3 RPS19{ E
18SE_18S B68SF—125 | & (8t 18SE 18S 4 3
v 3 V4 y 3 !
18S | 5.88| 285 | 188 | 588| 28S |
\. S

3 rRNA OpE#Fhé&E RPS19 D%

ML= 18S, 5.8S, 28S rRNA OIEEFIE, 45S ssEEH DR T external transcribed spacer (5-ETS &
3-ETS) plEmIcArE L, internal transcribed spacer (ITS1 £ ITS2) ICK> TR THN TS, 458 ICHlrm%E
FELE RICE-ETS EDsitel T70tv v > J&END pathway A £ IST1 ED site 2 T70ty v > I
N5 pathway B D 2 DOBREHLHD. & NOMRRICHITS 18S rRNA @ 3 end Dpizhid, LERERMICEZS. path-
way A Tl £7, ITS1 LD site 2 THAEDEIY, RICTsite E. 7L THREIC site 3 TYIMIE N, L7 18S
rRNA @ 3 end D5EMT 5. RPS19 DTN H#EEZxRFICEEE L. KENE cleavage site Z/RY .

% 6 Diamond-Blackfan Mic#& 5N 2 EHTHDIEE

fEpk ek RN
By 420 209
S, EE, O | mEMEE OEZ S05 IEE NEE | 24% 219%
INEE, EHERL, AEBAYVE, RETELS
B ISR S, SEEE BIEERS THE | 21% 9%
JEBk, AiSfE EBEHRE %
B, KRS BHRIE G BEMMR 19% 7% E
o B DERRRIE DRERRERIE 15% 7% BI
FOM F
EER 1958, WA NA 4% S
iR SRMGNRE, AR, ERMERRE NA 12%
RS wBEE NA 7%
EEE NA 30%
aHFEHY 47% 41%
EESW 25% 24%
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A6 HIC IR TH B Y EETH L. FEIC
AML/MDS OHED b . oMb, BRIE &
Py CSEE GRYF v, RV V), FUE, IR
Wl EHE SR TWD

OEE
1) EMRE
R A 70 A4 FFREIER 80% OFERI TG AS
MoLNE, gllBEE LTS L F=vuo Yy
2mg/kg/ A S35-FIAS 5. #9 20% OREBNE R 7
n%F#%%%ﬂ%t&é?ﬂWﬁka&ﬁ%
O HERE, M, . HERIE, IR,
PRE 72 &I A %f6wﬁ%ﬁ@rmczwf
HEIRI NN ZHhOEFER & LTy 7 a AR
Y, AMZU/IF, EPO R EVDITOLNLY, 7
LF=var+ 3y r7axR) UVHHARED &, —
EOFHIZEZHS N TV RV,

2) & 1M

BIEREAT O NP CTH 256121, 4~8
WL OIS LELE 5. A%ﬁukz{ﬁ
Sg/dL AAMEFFT 2 = & AIEATH B AN O
i, BREBEIC L AAEYFO—V AR &Y. Bk
BT X BHFRESE, BEIRE, OEE RS 2720
FTT7LI VAT AHLEVET72aF I VIZE 5
BRERE O AT T L.

3) EmEHlAaEiE

AT a4 FARIBEOEIRAEI, & il
MOWINE %5, HAROBRKREILEIMIL L TR
Fchsb, IhF T2 19 PlomMERM LI, &
BEREAE & 2\ 72 13 61 (6 B : HLA —Fk[Mig, 76 :
FEMARE FF—) 1 ZT_RTHHAFELT0D 0 L
L, B A2 AL (CBT) X 5 B4, iz
CBT %52\) 72 2 BN IERELE LT B %, JRifiizs
M CBT #237236l0 5 %, 261 EFEI SN
L BNEERE L72AS) v SERIGA PSR TAE L L
TWa Y L7ad->T, BRETEBMY -2 &L
T, TELRTFHEZERTRETHS.

7. BER - REE

H A ® Diamond-Blackfan £ Il 51X, HA/NE
MEFEOFERREEME R AT, HEREISE
BB BH OBIMAI T b T WA, B
BRI TN SN TE FK 21 4D SR
Wiz fh S BEk Ty A7 AL L, BIETZW b MG

L7z, LA L, BERE CIERICBIITE 2 35Mi3k
HITFHIEL 220, BEN-BWEEOMER D
VETH 5.

DBA &, VARV —AEHADKIAII L > TR 50
—Ot FOEREEERTHL. LirL, —HOER
T & B4 429 (dyskeratosis congenita % Shwch-
man-Diamond JEBERE) OB IKER T Y b 3XTY
RV —LABBICHGLTWwAEEEZLNTWS. &
NSDOEEIL, BHALDIINICERTBRIH#
KxZIA L DBA L OFBEIL L, VAV =20
BREAZICL > TR 2B A SIERFETH L F
AbND. I, R, BREMEEETHS 5q
RIEERED [V RV — 2] THDHI LS H
2% o7z, 5q RIGEMEREL, del (5q) DYeth kit
&R IMERCRMNL D 5 LRE E % F5 i & 3 5 B S
fﬁ#@Utof@é.vmﬁ%u,mﬁk&h

L, RERMEAM, i/, SHoFRIE 5%
i, B MESRNMERIRSH D Ll D
BW#sd 5. % SHRMEREMARGEE S 2%, &
P MR~ O BATIE IR A 22 v, 2008 4E, Ebert
5%, REBOFERIY XY —2&E A% I—-FT5
RPSI4EIETTHAEZ E#WHLMIC LY Lz
A5 T, DBA OWfFEILHRRIEEMA L DOBRT - iHE
OHELIZHRELTAMETLLEZOND.
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mia (TRMA)

A VA ARAEERERIE, AR A D A
(EPL s W a7 S SR N BT R QR N 0 L e
Wrshs., BILIERFFEREZ D REREOEIMTH
5. FT7TIVORLICHILT 525 FERLEYS IV
B, YU FF¥ VICIEKIE L%V, thiamine trans-
porter Td % SCLIAZ BIAFDERENIHKNTH %,

(7) mitochondrial myopathy and sideroblas-

tic anemia (MLASA)

TBD T e W et M R . e, LT
D=V A, BRFHEAMLEZREHME T L.
pseudouridyate synthase 1 gene (PUSI) D /RIFIZ L Y
RS 5.

6. 8L

1) EEEE

(") EY = UEFEE

a EURxIUEE

XLSA TPl EoBEDEY FX 2 ofk
P GBS T % (50~100mg/ H). & 2 12 XLSA 12

v 234w



(BH] 6. BELMBRFHREEN ZROSWA1

%2 XLSAIZHITZDEEFER (pyridoxine ICRET BERIGHEENT TRY)

. No. of - No. of _~ No. of
Ex. substitution oedigree Ex. | substitution oedigree Ex. substitution oedigree
4 L107P 1 5 R227C 1 R448Q 3
M154| 1 S251P 1 c|6®
K156E 1 D263N 1 9 R452 2 16
N 1 C276W 1 8 (2)
D159 2
Y 1 7 G291S 1 R458H 1
T161A 1 K299Q 1 476N 1
F165L 2 V301A 1 Y506-fs 1
S 1 s D351R 1 T508S 1
5 C 2 (1) T388S 1 C 1
R170 7 10 R517 2
L 3 @ C395Y 1 1
H 1 G398D 1 P520L 2
A172T 1 9 R411C | 4 (1) H524D 1
D190V 1 G416D 1 R559H 1
Y199H 1 M426V 1 R560H 3
Q 1 R436W 1 11 V562A 1
R204
stop 1 M5671 1
S568G 2 (1)
B LBIETERERT. EUFFI VIR T S TWLIEBINL , ZOMDOEIEIBMmINE 725
ZEEIHEENT TRT RN H A0, HILEZ SICEREILEEE 2
b. ¥F73I #5 YR

TRMA T¥ % 3 ¥ B, (25~75mg/H) O#5 TR
JBE R

Z OO TR R 2 IWHIEIL 2 .

(@) #&FL—bEE
FRICHMARAEIRRE & 72 o 729E B TIE, SalRE I
YBANEZ O P =Y ADY A IHEL, 72 F
E, e EOAMICZL Y, BiF L — MRERAT
9.

2) @A
PBITIS CTHEATS 5.

3) &M E

NI TIZ3BIOHED DS . Wh b &G
DOEEERDTE Y, EiwsHERIIA R D 5
LEZOND. L, AEZUR -V AR

7. &R -

FrREE
EEPEHSF IR, €8 3 ¥ B, & U CHREAS

WREZZENHY, BIETFOLROFRAENELTDH
b, LirL%dt s, MRETH L0, FEFDIT
‘L, BIETHITOX Y Y —LPVLETHL. S5
12, SARIGBEMOBETERZ A S R WVIEFNIZ BT
LERBRTF ORENRETH Y, FAEOREZ £
DUID OB IMAE 7 N — 7 & L FTHHRLEIR
FREY AT 22T 5 LEPDH 5.
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