MLESIF R B D O FFRE & 321 121

chobEy i yBs RIGERIKBVL T, iy
ALAS2 1o MEL L X, £ 1 v B6 LDH
MEMBMETLTVWELEISNTED, EF7IVBOD
KigigEic T, FaloBTHR A3 b0LEBbN
5., FEBIZ, inviro TORRREEBIICBLTE S S
¥ B6 OERINIC & b BERTEEDDIE D S h B ALAS?
R, BERMICE S ¢ v B DEFIC L 2 RMONE
MNEHBONDB, OISO XLSA DEEFRMFEME LT
i, WRRE, DEERM, SBMNESSTOND,
ALAS? DRMEREMICHRIICBIET 2 8 {LFTH 5
&M, XLSA BEINMUAORIB TORESHED OH
7V, Wb B non-syndromic type OB MEEFERIER
MThH5. XLSAEMDIEFEASII/NEE TRl
nah, 8 ROBMBEALHEIh TV, O
FlESBITABICRIE L2y § v Bo KIBEM TS b,
FUE FHBEBTH2ERAIL, RAKRESY T v B6X
SEE-TIOUBE NCBLTHDTRIEL S 504
Medsd B, 72120, ALAS? BHE - OFERIC & 58k 3FER
HEMA/PEERMERT 50 L, BiSURRER
e U e sBAMERFREAMOR LA EE, Ik
BERWLAKREBN TH B I &M S, ALAS2 ERE
FERE S A BRUSFRERME, EhbDHTERTHS
ZEMTENB,

2. SLC25A38 ERIC K RS SFEER M
SLC25A38 123 b v FYTHIBICEET S5 R
K= —THby, FFRHESFERLTVS, €757 4
Y a, yeast TORM S, SLC254381, T3/ v 7Y
YESHOMBTHS 7Y v roERIEE LTV E
EZSNTVLEY, Lih-T, AMETOERCLS
PRIERRME RO FELTRIF 13 ALAS? R &M TH B &
EZohThb, BEEMKEHES XLSA B HIC non-
syndromic type Td 5, SLC25438 DERIZ, DL T 5,
HETOHERIII <, BRTOAREFANBEDOINS
BHEFERTH B0, KETORCHHSFERIEAN D
Tld, ALAS2 KROTHIESTVRZTERTH 3.

3. 2 raVFUTBEFRYVICE SIFHRERM

Pearson marrow-pancreas syndrome (PMPS)

PMPS it 3 b3 v FY 7THETORKICLDIIEST S
FhilziERETH D, MRUFRETH L LT
W? 3 b3y Y 7REETHDH PMPS RSSO
OHAEZ L, SIFRRIERINLS O T, I s
B, e, FFBRIERECBIRMEMNE AV, £-<
BHMRICEC ST 5, AMRERMETH D, LS
BIERED, MM AR S, PMPS o B4 58k 3EERME
BIMOSRIEA 7 = XL BIFSH LIS > TWIAIWLH, BRE

SRR DR Z SRS © TS~ OBITHEL 15
L, ~agkeLTHEORAShFCI b2y FYTRE
HLTwauliElEdH 5 (K. &, PMPS EFIH» S
HERIPIFYTEFELOPS ERILL, CDiPS
P OEFEOGMMINEFRL L oREMRLEINTED,
5% PMPS 1T A NERRFERO 1 & LTIk
ahaw,

4, F7 I URICHEERSFRERMD

F7 3 B ERFERIEBR D (thiamine-responsive
megaloblastic anemia: TRMA) (&, 1 ¥ 2 Y v {KFFHH
PRI & #IE% 0k 5 syndromic type @ Nl Hiki n ik
FHRUERNTSH 3, AMIAERMETH D, ERFEE
HIZHEE ST 50, ¥5 3 v BRPEBORIICLS
LOTHNL, FTIiv (K93 VBl OFF v RA—
$—TH5SLCIA2 DERICL 2R F 7 3 v IRE
DEFTHEOREKITH B, F7 3 v O derivative TH 5
TPP (thiamine pyrophosphate) (% pyruvate dehydrogenase
4 a-ketoglutarate dehydrogenase D fifF# & L THfiEL T
B, TOMMHEFRR 7 =0 CoA DERIETICH
e B EBTHENDIN, SUENCOBFCLLE
WU THEREIPEIFTHTH S, (K).

5, I havFUTZEHESESSIFRERN

bR TRAEE M D SIFERERM (MLASA:
mitochondrial myopathy and sideroblastic anemia) (3,
HHTENLFRFEEL Y EFEE 24 5 8nMES
FEREERITH 52, MHE, A7 v F— v 2%
syndromic type DIFIRUAIMTH b, T ORAMET
i3 pseudouridylate synthase | gene (PUSI) TdH 5.
Pscudouridine {3 uridine D¥MEETHH, TOEKRE
it (RNA O PIER S EEL I L, FRRE
MBS B, PUSIODERIZI PV F Y
7 IRNA DRBENLT, $raryF Y 7TORBRE
L1159 T EMNTFRISNEH, EEMNSSMHBTO
FREBIHG A& > TV,

6. B-EHEISRI-OKBEBICLIAEHESF

iR

- 7R 7 - BB TEER, TCAY 170,
DNA (BE R L EFHEFICMb s 2 X RBELEOEY:
WLTHD, ~aEEbIHEBLHFAYHTH S, C
hETI, I ravFYTRBYAE-HHI/5Ry—~
DD 5 BT TR, SEESRFERGRIIC B
VBTEEashTVS (R). 205501 -,
Gluaredoxin 5 (GLRXS) 1, $-§i# 7 5 2 4 —&iKic
BEL TOBBETTH D™, 514, s havF
YTIHEHET D5 v 28— % —D ABCB? Th 5%,



122 HANBMEFHE F25% H3%5 Qo &E6 B)

ABCB7 12 X13q LI LTV A T &, S, ABCB7 DE
RIC K AHFERERM G X SSERzERE LD, F
i« DR OBERENRE % &0FF 5 syndromic type DBzt
KFHRMEAMTS 5.

Iv. 8 VY IC

BHEMSIERRME BRI E NS RB TH 348, Wlntksk
EERERNIE, H—oMEFERIC LD RIET 2105,
FTOBREEMING 5 C Itk D EBFROEK 2 # = X 4
EFHSHICTEEMNTES, ERIC, Blioi b3y
F U735 0RM B, RS
BMORFREZ T ORIE L £ OBIEMITICL 2 b0TH
5. kb, HrUuBRESTORECED, RNO%
KRB OE BRI AE O i 75 3 ATREMEME ¢, BbiltiE
WHRBOIRR&EBIF Y R 7 L ORI, EXFOE- 105
REZHOADTHEHELNEMREL T OLEALS,

5 A X M
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evidence of tight regulation. Tohoku J Exp Med 205:
297-318, 2005
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REBCREEDHE

FOBREREION T AT T2 n ATG

ROMROC B

K E - B

<V HEEAEAREE M - R @980-8574 EHRIMING TH W REPC RLBRET 1-1

2] - &i%

FLeic

FREFERCOLEAOSBITET, RO~
B o ek, BIEBZD TR, EMR
H, SEMENORETRIT, Mia0mE: Y
w55, FO—HFT, SFHZEENTERRI R
2 EHEOBMNT Y H A REE L AR EYE
OREIZ2ED THEEDOEVITHTHD, &b
FIERAR, (EE2RUDE LS E T RMERS
EErIlEREIT.

BRESTERIEREE (myelodysplastic syndrome,
MDS) ®PEAEARMEM & o o BRTA2ECS
VT, BYRINDIWMIC & > TES KHBFR
MBI 5003, EFARLSEHRT 2848 x
BEAEHLTWRWLWREDTHD, IhET, &
FU—MEREEEELEI SR THLDOD, &
HMuROHKFLv—-bRATHEZ T 7zaF Y I v
(deferoxamine, DFO) i H OFFEER G ML E
THoIcD, HETORESRETHL I &h
5, —RENC I FHBRE o U CRUEAL aR I
FThhTIhdhotz, I35, 2008 FEIED
Hxrv—rHTHSF 7 =T v ar X (deferasir-
ox, DFX) M &h, &%+ — MEESEHC
FrsE3 kol ek, kAT T
< b= AT B FRRIRY, BREEOLE
MEHNRDTEEHERL LI Ko, AWT
13, BoBFHEICBT A%+ v — MR DV TH
YA,
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§ =5 muoms

1. £% KA

HoBFIE X EFMSORRE & R SRTE I
K&, FERESBRE O T #EEN
270XV ATHY, ZRKEORKHLER
BRSO RERE, BEFAMEN, 73
7 & o IRERICEIIRTE & e 2 RE, BRI
HHRE, HEREBICHES bOoBBITFLAS, bt
Eiz 817 2 SBRERIE L AEBTRETHD,
HEOSBMICBEEL TWw5, EREBIIEHREE
ERME E BETRERIMT0BULE LD T
Wizh,

BEMhoBRINEN 281 HI~2mgEE L
Yz, EHEROKPBHOKE, FRHELZIIHR
MmikE~27a7 77—k EOEARIIEL 7o 58
KTERHHBS L& THSE, —HT, £
SR EFIC BB EEY T 2 A N EE Y
T, ERNREOPEH I, MLEBE YRS
DHBE, TFRYTEL31H1I~2mgBETL
Dz, bSEORMBRMANL 1 BEH0H
100 mg DEEA TS, LizdoT, EFHHN
ZEM T, JRINEK 2 B D%, #7100 HSO
BB L a0, ASCEHBEREICEHSTY
{. TORER, BRI IHINVBHEREREL,
ffekdz el ¥, £/, MDS z ¥ ol
T CIREMBHAR» & MBI 5
Y A7 x ) S (non-transferrin bound iron,
NTBD 3L TWwa I eBHIORTWBEY, Z

0301 2611/11/%250/83X/)COPY



D& REFITIR, &5, EHNAHIIRES
PBEEEND L, KROBESMHERENLZ I D

S, HRBFREHEAICEEEND, Lizso
T, B2 gkE v — IR CIRER 8 2 s HE
MEEBZIENEETH S,

2. BRERIEIR

FKOWE RO T ORI, O, R
MEECHR - 8% - B > XA REBRED
NIWEBE, ERTH5. hsORSCERML
LEPHERBCEEEEC XY, BB, HE
&, OEE, U2, HERE, BRBESEEET,
BRUEESED SN 5, FRIMEKEIMLS 40 HAT %
BA5LDB%DBETME 7Y F 51,000
ng/ml 282, HREELZEDL L i3 L
HESNTHY, EBCOBE BT 2HIKE
DEBEEOFECEHBAD S b, FBEFEOMSLEED
NBFEHELAE - FR2) R 382 50, FEH
D %L LM 7 =Y F > 1,000 ng/ml % 48
ZTefzh,

EY X7 MDS 8% 97 BloRE T, #xL—
b IREERE L RSk L — MR O AN g E
BENFN 124 B L 53 0 H LRIEOFHRIHE
BUBELLLOBREY P, YT i78ErE
WTHHE 7Y F EHH2,500ng/ml %82 3
CHEEEMET L LOWMEY NS S, H5€3
TWBFBFED BB LEMETH 2 &£ DOREY
bhy, SBEI BT, #F L — FEREEIT
THEIELRERFEREFZSIZ2TERELST
W3,

RE-RECHIIBRBREED
ZE, %

1. & - BRE

1) IEFHFR

NEZ7O% =Y ADEBEER B MHEES G
ZxVFy, VIUAT YV, ANFVIUThH
D, BRGSO EL L THI
ZHEBHIEENTER, UT, FRAENOREE
BlzowTlEd 5,

(1) 7=V %>

FORFE O BE TR ORESIER AL T
ME 7 x U F > ORINBRD 6h, $BEFEOD LW
BEL 2559, SORRESEDbNT S, MK

]1 HEROMERRLE (3THR 10 &> & EEHK)
M7 ) F oA staging
>500 ng/ml stage |
>1,000 ng/ml stage 2
>2,500 ng/mi stage 3
>5,000 ng/mi stage 4

M7 = Y F AHICH-TE, stage 1~4 IKHT 3. %iB
& OBHDEEL 1L 5 LEBEE, FFIBAE, RS WBIEDR
FuouTHs hRBBRFVED shiLIEE % A,
RO &% B & LT stage it d 3.

DM, FIUATY VENEREMEERT
5. 72V F 0, HBVARVTHENETSE
HETHS., 72V FVEHER19F40E
K#1 4,500 DA A EPNET 5 2 EHTERET,
ERESZGSENERETEZVRERZR>Tw
5, ME7 =) F O zENd, &
HOEHIBEMED 1/2~1/30EHETH 3 (BYE
12~300 ng/ml, Zt 12~150 ng/ml). ZHhiz B
RCL2BHOHBENFEREEZ SN 39,

7 2 ) F U BMEEDOSE R AR ZRE L F
Z oM, 12ng/ml AT CRMABEET IEHR
ZHBIIORHIC D, 0BG, MFEHET,
#EREESHE (total iron binding capacity, TIBC)
N, TEIMZES S HE (unsaturated iron binding
capacity, UIBC)¥m%*R7, SHOBESEIH
BERREZRLTED, FREEMEECET 2
FEDTFRYL (AL 20 FH) 10 & 2 [#in ik gRgE
EOBHEA A F) THZBROEFEEAEC 7 =
VFrOEBERShTHSERN)W,

LaLahs, ME7=VF iddb $Thi
NERTREOMBRN L /IEET, ~T7ovb—
VARG TIL, AT 14 VK, MIREBEREE,
REE, FHRERE, —MoETETLHMEL L
%, 72V FrE Ml CRESKROFMICHER &
NTW» 54, EREIOMEEITS ED, O
KRA2BFBCT IR OEEBLRERSE s h
3, [EMEBSRBEOBESAF] Co8F
V- MRERABEEE LT, M) F E
1,000 ng/ml A L% 2B Ewbiz > THRT
BT EE, BARMBREMES 40 B ETH B
TEERETFTWL(ER2)W,

(2) miHgk, TIBC, UIBC

ID=DOD%—A—RBIMFEPDO T 272
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}2 MMBRLBREDCRRNIA K (BTF)
(SCHR 10 2 & HEHK)

23 X RHEC 5 HERS Cifm
WIEFEELD, 2 1EMEORGH
#HTE 50

BIMBEHETHE | - B IRMER I 20 AL N D 8

BoHRELSE &, b b RIS #E 50 ml/ b &
kg) Ll E,

BIU

< ML 7 =Y 7 >4l 500 ng/ml B -,

Sy L — MEE | HIEREBHFECBWT, Tl

Bifnabe 2EEBLTHF L — MEERHGT

5.

1. 8RMERE M E 40 86 VAL D HE
&, bt hRMMEREIPLE 100 ml/{&
kg BLL.

2. Mg % 2 EoETE »HUE
KbhloME 7Y F v fi>
1,000 ng/ml,

&L — MK | TidO & 5 G E ks v— MELD

BELAEEHENARI | BAMc Yo 0, Eiis X Ui 7 =

Y FEOREEFRL, BEMCH

s 5,

- B R D BE.

CBERILE 20 T v (Sl
BAlaRi, Bk C8RAL
1.

- & & MRl 7 2 Y F
PN BEE R T SIHESH B
BEW 2, AT 44K, RE
RIEER, Bimgic ),

B, gxv— MRERRH LEML

BPFTE L VBF O L TR

niges,

ZErv—TlcED, E7 =Y F>

{#i % 500~1,000 ng/m] ¥+ 5,

HREE

MR

VESHETRTEETH S, 7 ) F o Hilan
DOHEEITETH2OEHLT, PF A7V i
MmghO=MgkE&E L, EMRRE TR MRS
CHEEERTEBFETERZVLIIER>TY
%, UIBCBEOREELTWEVWII YA T2 Y
CHAEDHEERLTWS, FIVAT LYY
i, SRZ TR LA, HARTRETE2RY. %
NRFELTIBC b#HXZ TR ER, $BR TR
ETERYT. £, KFBRESELLLD, A
ETEAEEBETLLY$5 L TIBC Y
FRICIECTEfZ L 5,

(3) ~"Fyvyv

NT VYR, REEHREXR7FFELT
FERaENLH, FEHBTERSL2HKRADEHE

IARNEELTCEFEHENTE TV S, &O
HEETOBRNB LU~ 2707 7 —Yh s D8%kD
BEENET2EAE2 Lo LRI AT EY,
NTY Y DIEHRRIER GV ESELENTY
s, JERORESL TRMAES T OEMRL
DEFEIZLENTWVS,

(4) ML Z > A 720 »ZEKBE, labile

plasma iron

labile plasma iron(LPI)ix NTBIOZLHTH
redox RISHEDH AR EMEFHKE LTEERT
WAREKTH S, INSIKBEIOREFEMT S
IZTHRARBER LR D29, WERL—-F
THEfT 3 2 Z LI TERn,

Zoft, FBEREL LT NI X734 —¥
DEAEZED B,

2) AIRPERE

SRR X B LEEEOY A VUK, O
&, TRIRTH 3, Lra3—TiREEREREY
Hoh, BUAZREREOBETELTEDSN
3, L2 — i3RI L A 0DBEORRY &
POIHEMTHS.

3) E&FR

BT ERE, B CTRETE L HER
o 1A TR, &2 N4 xa—&, CTHE®D
BinERT I EBHSATw A NERERRIG
31419 MRI TR, DA O SR o 7R
HMHRET, FREBTHEMEALBETS552 T
LbEHLEbNES, MRI®*HA W2 F&IEE
(liver iron concentration, LIC)JIE&KIZENT
ERLTWSE, &ixT1, T2B &0 T2 EH6E
e, T2BLUT2ONBTHS
R2ZEBLUR2 GEKRIRE L HBPIL TELLT B
H, IS O/ELSKBEONECHIBARTS
5, LHOBETH, T2* B 20ms LTI FH
3 & EERHEHEE (ejection fraction, EF) BT %%
HLBEBENED, 0ms LT T3 EEE
WEF BT %32 2 BENKIT 5579, @i
DO, BTy 7 b 27 BLER - DbYET
BERL TwaLY, SREFISN T 3 5RIBE
HEETH S,

4) BF&tR

R L 2628 kH 5 00, HEA
DOELIHF & L b IR HEZORE LM C
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[enzsamz-

- SFRMBEMR 20 HMAELE
cMFT7 Y F A 500 ng/ml LAk

A

TLROZS>NER & B HER
- BRMBRESM T 40 BATLLE
M7 =) F 1,000 ng/mlBLEQR A BIAL)

$F L — b AEREA 2

y A

Y

mE7 ) FoAE 7y F 48 mf7 Y F -8
sthhn . 500 ng/mi A E 500 ng/mi k&

$F L— P FOME 3 BFL— P RIOIREHE  %KFL— RIORS P

1 SBinESERENSHRS M1 F(70—~Fr—}) (3CH#R 10 2 S EEHK)
L RMERE IR AFIRIE (2 B0/ A O FfuBREm % 6 2 AL LG whH D, 14

ML iETs 54,

2l GOBAFERROBELE LTO AL 3B LEME 7 = Y F 28

ETHIL.

*UERE U — ORI T AL - AFEE - R RCHMHRHS BB T B a6
MR D B, FHARE - IR EWMC, SBORE - BHREY

WREERT S &,

EBTES, HERIZL 2 LICORIET, Tmg/g
PPz E R LB ORI L LTHYSh
39, EEBHCHE LLEOR LT T 2 Hik
TRELEFETE 2, RENTHD, BVEL
O 3RHETHS, &/, BfPHEIIDY X
7 D& 5 EMAEHEBOBE BV TIMITHREE
Th3,

5) BREEE, BRENS

BERE D g HIBEA~ SRS EETE 3 5 L iBAE(ET,
BRROREC 2225, M, REoE, 7
Varzn7i yOREETS. BIMEFEORDIC
B AEKBEETIR, 7Y a~Es o d#Eim
FOFRIMEN Y Y I~E 70 B AHDBEHRH 2
TehEEE R I REET S,

2.8 9%

1) ABEOEKE
SOREIDHBRFIIARIT 5 L8 L EMRETH
%5, Bllx#EE~NT 707 -V AREMDO %
WIRESBENE CHv O N A, @RI
VFUDIET % - CEIMK X 2 EREhBE2HE
ET D, EYREGENEETL 2 2 uwiREOR
FoHdLTCHwoNS, SfEIFEREIRE A *
B3 bETREESEIGTICE S I LS,
EMEBSBREEC R T8+ L — M EEOHB

i, ABICERL T8 EETER, OB
& BETH S ORI BN LBRBEEOY R 2 %
BERL, BHOFH L QOL(quality of life) i
ETLIdhd, [EMEEEAREDRERY A
FJ T, RIOBREFIEFELSETH2 B E
D% 6 » B UL LS, —EWE ORI
HTELBHEVHEF v — MEEOBTIC R 5.

BIKEFEL 2284813, BHTSER(EHR
TERRAEGRRE, BIETRMEML L CERER, K
FME B RERHERE), BLERE R T 2 BT
£, TOMOKBEHT 280 TLeRETL
5, EMitH 20 AR B Z, MFE 7=V F o8
500 ng/ml B2 1SS SREIRE L L TEE
M TE, X5 Hilnktss 40 Bz v Lin
H7x)F51,000ng/ml 22 THEHE
LT E, TR0 R 7835 kb5, &
FU— MEEERART S (E1). 2008 Fio Ok
¥v— M HITHS DFX 5B A & h, L DE@ifEL
¥ U — PIFREVEREIC 22 o 72, DFX D388
i3 8~16 KDz, 1 B 1 BEOBET L\,
VB EEE20mg/kg T, M 7=) F %
500~1,000 ng/ml 272 3 L S WCHETT 5. B
FRtE & 72 I RIREEEE, 3~60AKBALTH
M7 =V F B3I 2855 3%F v — rHlD
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=

# 3 IRIEATR (DFX IR 5h00851)

IR 1,900/ 41 BUN 27 me/dl
FFrhEk 499% Cr 0.9 mg/dl
Yoo SER 42% Gy 0.8 me/dl
IR 1% AST 75 1U/!
HER 8% ALT 10910/}
ARILEREL 160 % 104/ e} »-GTP 22 1U/{
~Ezubty 5 lg/d ALP 704 1U/1
~whZzYy b 14.3% LDH 412 1U/1
litte M 0.8710%pl 5 2y 11,550 ng/ml

2 &L — MRS ‘aﬁﬁﬂ)ﬁ?‘*ﬁé?‘ﬁ cT

Frc s s CT o LA,
F= S ADFRTH T,

WAFRET A, 500 ng/ml BT
Fu— MRS S,

NI A TG

) DFX #%5REmixiEIE
Phase I, M EGHGENT DFX %4 th i
Twabd, JORE 7270 «L

BT, KA, A E B

£

PAED & 7225, DU ORIER2% <w e “
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Baso 1% LDH 225 1U/L Blast  1.2%
Lymp 32% e 172 pg/dl. Ebl 36.8%
Mono 7% UIBC 104 pg/dL M/E 1.3
Met 1% TIBC 276 pg/dL
RBC 3.42>10% pl, | Ferritin - 748 ng/dL | ¥ {f4r  46XY [20]
Hb 10.5 g/dL. CRP 0.1 mg/dL
Ht 32.4% flidgme BRIt
MCV 94.9 L
MCHC  30.7%
ret 1.3%
PLT 107.6x10% ul

(e f120k)

FE1 %%ﬁf’ﬁ% (MG :z’é@ ﬁ?g)
BRI O RS IR 2 4§ & B RO 5,

Qés Bri2 B (e
P’mé %}\."X’ 0 }} & m:.\é‘) % o
(REHY)

6 (942) W75 47 Vol 21, No.7.2011



<

/MRS % 4 SRR BFIREH M

ICRY. BERMRE, FWHL M/ L L ERYE
DORM %D, FIFMML T/, AUKRS T
PEOMEREED L, BHEAPPBERT
megaloblastoid e RHF R E BB 23 2 EM
HRE2HED(BET), HREQICTIHOBRIKEEEER
#ZDI (BE2), REFIENBETH- .
ML Y SEMNRB LY, HINMIPRETL
lebooEmmonBEF e, M/MEED 70 ~
80 /i /uL EEEL TV 5,

i ERMUSKF R E MO FRERF

FEFRICWMOAENIHE, I barRYTIC
BOTANLBIUK- MW FAZ—DHEBICH
VwWHhd, RMEICETEALEREE, KL
5-TI/Vv7Y VEERKEHE (ALAS2) k37
)V VOB EHLED, Jrasr S
RA—BILEBTO RV T 4 ) DEKADHDHEA
TRTT %, ARIAANLBIANETOE O
BaFeLTHAIERS,

BK-WiW I A X—, EANLBICEHEDY
AT A YREBROBEEHEN L IE =3 BEE
EHTA2MEWTHY, 7a=2—EL DR
#, MR Ty I A, DNABR, ~LER
BE, EMBRRCHEOFEIHBON DL L
oTHEL TV, BEMYFRERIE, o
NEDNLFRPHK- FH I T A X —FRICED
ZMEF, bLLRIParFYTRETORY
KL ORIET S,

—HT, BRUSHFREAMBTEKALED
ERPT L I-NVEREE UTRIET 2 2 L2
HIRTVEH, EENCEZ ORI MDS Th
%, MDS i) 2 SRFRRMEEMIC I, FERFZD
AIERBREZDLHRFRZNS RARS &, £l
RARICHBRZRD 2 ZMRRBHME S5
IGPE &I (Refractory cytopenia with multiline-
age dysplasia:RCMD) #3& 2 h 353, Wihd

ME70>F 47 Vol.21,No. 7, 2011

FRNEZ3HRENEETREQRESATHA
Vo SKHSROBBBELEEY, BRETHET
b, BIENHFRERMOFERBEETFOER
HMDS DRFERF L 2 VBB LBbIBEH, B
HETDEIAZOHER LV, L LALS,
RARS D ¥t LB EHE SR HilLc B0 3 KR
BEFORBIRE 2 RETT 3R ERZVL Ok
EhTw 3, #l 2, RARSK & \» Tidic
X) QI3 DR FRENRE SO TL 51,
ZO9M s, BEUFFREGMOKKEET
D—DTH5 ABCB7 BIEFDE b A7l
LTV 5, #-T, idic(X) (q13) DR aiki
HWIC KD ABCB7 3~ I#B1hE Y, ZOKE,
ABCB7 Bz TOERC L 28FRMEEMERL
B THRUERBBRE AT BTN DH B,

B 5CRGE, RARS 0 CD34 + B fEdlC B0
T, > MDS DFREIREHS A & X ABCB7 i#H5
TORBHGMETLTEY, KIFRDOILE L ABCB7
BIEFORBLVNVENHIETELOHELD
3%, Thb it RARS %4 - 5513 5 ABCB7 BIEF
DL 2TRTIMAL VRS,

i

ﬁ RARS-T &13?

&T, RARS-TTH 5455, 1970 FERCTTIC
MM % (8 D SEF R E I, iR
P U/MREAEE % 4 5 SR3FERAE H LIS A E IR
NOHEFTY A7 WL, FHEBIOIEVPEES
AT/, 1999 42, MDS OH1T$ RARS i
MAHEZ S FIBZ L BBES LS,
WHO % 3 iR T RARS-T (& MDS & MPN D J7
OFEZHO>—BE L TR I iz, 2008 40D
WHO 4 RiZ %17 5 RARS-T O3, &
REKIFERD 16% AL, FHP5BUT T, E#
B, REFRORBHIEDL A, &5 5q(-),
t(3:3) (q21:926), inv(3) (g21q26) %% ¥ D
ARPREERERZZDL L E LTS, &

7 (943)



. i - uDZD—1K (85)

DONA TV FOFHRAH, RicLTHLARE
THBDH, MPN L { EMDS L FhhiCcBY
BHEE D, FORHIBLATOE L, LK
L, MPN T#E&H 515 JAK2 DESH, RARS-
T 2 B TABBYE /MR & B8 EOHUE T2
HENDEDHMEAT ® (3, AEHEL/NMEMFED—
BThbEDEZFICFORMEEZ TS,

— % T, EHE M ¥ iE RARS T b - FoiEHl b3
JAK2 OERE MB35 Z & TRARS-TcBITYT
28EMH BT L, RARS & RARS-T @ CD34+
HMROFER a7 7 AV THEBEOFRMFEDH LD
32805, MEMNERE WY TH S WAtk
LIERLELTH B,

5, RARS OFAEC BT B RERM LT FAL
=X LDELICENE, FOSFREOERE
H#Eo, RARS-T »HEBEALE LT MPN & @32
LD ThHENE I DM TERSEEBDR
5,

X M

1) WHO classification of Tumours of Haemato-
poietic and Lymphoid tissues. Swerdlow SH,
Campo E, Harris NL, et al : editors. 4", Lyon,
2008, International Agency for Research on
Cancer (IARC).

Wardrop D, Steensma DP : Is refractory anae-

2)

mia with ring sideroblasts and thrombocytosis
(RARS-T) a necessary or useful diagnostic
category? Br ] Haemato 144:809-817, 2009.

8 (944)

3)

4)

5)

6)

7

8)

9)

Sato K, Torimoto Y, Hosoki T, et al : Loss of
ABCB7 gene ' pathogenesis of mitochondrial
iron accumulation in erythroblasts in refrac-
tory anemia with ringed sideroblast with isod-
icentric(X) (q13). Int ] Hematol 93 : 311-318,
2011.

Boultwood J, Pellagatti A, Nikpour M, et al :
The role of the iron transporter ABCB7 in re-
fractory anemia with ring sideroblasts. PLoS
One 3 : 1970, 5, 2008.

Streeter RR, Presant CA, Reinhard E : Prog-
nostic significance of thrombocytosis in idio-
pathic sideroblastic anemia. Blood 50 : 427-
432, 1977.

Gupta R, Abdalla SH, Bain BJ : Thrombocyto-
sis with sideroblastic erythropoiesis : a mixed
myeloproliferative myelodysplastic syndrome.
Leuk Lymphoma 34 : 615-619, 1999.
Szpurka H, Tiu R, Murugesan G, et al:Refrac-
tory anemia with ringed sideroblasts associ-
ated with marked thrombocytosis (RARS-T),
another myeloproliferative condition charac-
terized by JAK2 V617F mutation. Blood 108:
2173-2181, 2006.

Schmitt-Graeff AH, Teo SS, Olschewski M, et
al : JAK2 VB617F mutation status identifies
subtypes of refractory anemia with ringed sid-
eroblasts associated with marked thrombocy-
tosis. Haematologica 23 : 34-40, 2008.
Malcovati L, Della Porta MG, Pietra D, et al :
Molecular and clinical features of refractory
anemia with ringed sideroblasts associated
with marked thrombocytosis. Blood 114:
3538-3545, 2009.

my7ar547 Vol.21,No.7, 2011






